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BCTYII

I'eneTnka K HayKa PO 3aKOHOMIPHOCTI CHAJKOBOCTI Ta MIHJIMBOCTI € OCHOBOIO
Cy4YacHOi 010JI0T11, OCKIJIBKH € MIATPYHTSIM PO3BUTKY IHIIUX O10JOTTYHUX AUCIUILTIH.
Kpim Toro, nporpec B 00JacTi €K0AOr1i, ICUXOJIOT1i, MEAUIMHU 3aJ€XKUTh Bl PIBHA
FeHETHYHUX 3HaHb. HuHI reHeTHKa 00’eJHye Ol0JIOTIYHI HayKWd 3aBJSKH
YHIBEPCAJIBHOCT1 3aKOHIB CITaIKOBOCTI. MeTo0JI0T14Ha pOJIb TEHETUKH B TTOBHIM Mipi
MOIIUPIOETHCA Ha BC1 HAYKH MPO JIIOIUHY.

ba3oBa posib TEHETUKH B OCBITI MpE]T ABJISIE OCOOIMBI BUMOTH JI0 il BUKJIaJIaHHS, B
SAKid MalOTh CHOJyYaTHCs IIUPOTa OXOIUICHHS HAaBUYaJIBHOTO Marepiainy, Horo
HAyKOBa IMOWHA Ta NOCTYMHICTh. OCKIIbKY MOBHUIM HaBUaIbHUHN Kypc «l eHeTHka 3
OCHOBaMH CEJICKIII(» BUKIIAIa€ThCs HA 3aBEPIIAILHOMY €Tarll MiJroTOBKY OakanaBpa-
Olosora Ta 0a30B1 3HAHHS B CTYACHTIB MICIAS BHUBYEHHS IIBOTO KypCy BXKe
chopmoBaHi, MaricTepchbkuil Kypc «l'eHeTrKa JIIOJAUHW» € JIOTTYHUM IPOJIOBKEHHSIM
HAOyTTA CTyJ€HTaMH CHCTEMH 3HaHb, BMIHb 1 HaBHYOK BXE B Tally3i
AHTPOIIOTCHETHKH.

[linroToBneHui MOCIOHUK MICTUTH KOPOTKI, aj€ IUIICHI 0a30Bl MOJIOKEHHS
FEHETUKHU JIIOJAMHU Ta OCHOB IICUXOT€HETHKM, 3HAHHS SKUX BKpall HEOOXiJHI
Cy4aCHOMY BUHUTENIO O10JI0TIi JJi1 pO3YMIHHSI MEXaHI3MIB BHUHHMKHEHHS CHaJKOBUX
3aXBOPIOBAHb JIFOJAWHHM, a TAKOK (POPMYBAHHS CHAJAKOBO O0OYMOBIIEHUX OCOOIMBOCTEM
MOBE/IIHKHU Ta 1HTEJIEKTyJIbHUX 310HOCTEH JUTHUHHU.

HapuanpHuii Kypc Ja€ MOXKIMBICTh BHUBUMTH TE€HETHYHI OCHOBH CIAJKOBOCTI
JIOJMHA Ta METOAM 11 JOCHIJDKCHHS; IPUYMHU CITaJIKOBOI Ta HECIaJIKOBO1
MIHJIUBOCTI, TE€HETHMYHI MEXaHI3MH BUHUKHEHHSI CHaJKOBUX 3aXBOPIOBaHb, IO
COPUYMHIOIOTh Bagu (Pi3uyHOro, (Hi3i0JIOriYHOrO, PO3YMOBOTO 1 ICUXIYHOIO
PO3BUTKY JiTeH, iX JeBlaHTHY NOBEAIHKY; NPUHLMINMA NPOPUIAKTUKA CHATKOBO
00yMOBJICHUX MMATOJIOT1H.

3MICT CIENKYpPCY MO03BOJIMTh MaWOyTHIM BYHTENSAM O010J0T1i 3aCTOCOBYBATH
METOM TEHETUKU  JIIOJUHU Il pPO3pPaxyHKy  pHU3HKY  MOHOT€HHHUX 1
MYyJIbTH(PAKTOPHUX O3HAK a00 3aXBOPIOBaHb, NIaTHOCTYBATH T€HHI Ta XPOMOCOMHI
XBOPOOM Ta CaAKOBO OOYMOBJIEH] BIAXWICHHS (P13UMYHOTO a00 ICUXIYHOTO PO3BUTKY
niTed. 3MICT Kypcy BIANOBIJae BHUMOTaM MIATOTOBKM BYMTENS 32 CIELIAJIBHICTIO
“Bbionoris”.

MeToro MaricTepchbKoro HaB4ajibHOTroO Kypey “I'eHeTnka monuau” € GpopMyBaHHS
CUCTEMH 3HaHb MPO 3aKOHOMIPHOCTI Ta MEXaHI3MH CHAJKyBaHHS O3HAK Yy JIIOJAMHH,
TeHETUYHI TMPUYUHU BIJXWICHb BIJ] HOPMAJbHOTO PO3BUTKY, a TaKOX Ipo
CIIBBIHOIIEHHS CIMAJKOBUX 1 CEPENOBUIIHUX JCTEPMIHAHT Yy MIKIHIAWBITYaIbHIN
BapiaTUBHOCTI (H1310JIOTTYHHX 1 TICUXOJOTIYHUX O3HAK.



Jlekuisi 1. IlpeameT BUBYEHHS TeHETUKH JIIOAMHU

1.1. Ilpeomem, 00’°cKm 6u8UeHHA AHMPONOZEHEMUKU

l'enemuxa - (Tpeupke: genesis - TIOXO/JKEHHsS) - HayKa, IO BHBYAE
3aKOHOMIPHOCTI CIAJIKOBOCTI 1 MIHJIMBOCTI OpraHi3MiB Ta METOJHM KEPYBaHHS HHUMH.
Po3nmin reHeTHKHM, SKUI BHBYAE SBHUIA CIQJAKOBOCTI 1 MIHJIMBOCTI Yy JIIOJMHH,
HA3UBAETHCS AHMPONO2EHEeMUKOI0, A00 2eHeMUKOI0 THOOUHLL.

Ob'exm BWBYEHHS HAyKH - IIPOIICC BUHHUKHCHHS CIAQJKOBHX BIJIMIHHOCTEH B
NOMYJISALIAX JIFOJEH 32 HU3KOK O3HAaK. 3a60anHs HAyKU - 3HAWTU LUIAXU MOJOJAHHS
3aXBOPIOBAHB 1 MPOJOBXKCHHS KUTTS JIIOAUHHA O10JIOTIYHUMH CIIOCOOAaMH BiOBITHO
JIO COIlIaIbHUX YMOB.

VY 3B'MI3Ky 3 INI0OAJIBHUMHM MNpOoOJIeMaMH, MOPOJHKEHUMU PO3BUTKOM JIHOJICHKOI
[MBLTI3aI], BIIOMHIM 3aKJIWK JApeBHIX "Mi3Hail cebe" 3BYyYUTh ChOTOJIHI HANO1IBII
aKTyaibHO. ['eHeTHWKa JIOJWHW TOBHHHA BIAMOBICTM HA YWCICHHI MHUTAHHS II0J0
TeHEeTUYHUX HACHIAKIB 3a0pyAHEHHS JOBKUUISI Ta 3MINIyBaHHS TeHO(OHIIB
130JIbOBAaHUX PAHILIE MOIMYJISLIN; NPOPIIAKTUKH, PAHHBOI J1arHOCTUKU Ta JIIKYBaHHS
CHAJKOBUX XBOPOO; HAYKOBOi OILIHKMA CIIBBIJHOIIEHHS COI[AIbHUX 1 O10JIOTTYHUX
(bakTOpiB y CTAHOBJIEHHI 1 PO3BUTKY JIIOJUHU 1 T.JI.

Sk camOCTIMHMI pPO3AUT aHTPONOIE€HETUKH BHUIEHA MEIUYHA TEHETHKa, sKa
BUBYA€ MEXaHI3MH PO3BHUTKY, METOAM MNPO(MUIAKTUKU 1 JIarHOCTUKU CIAaJKOBHX
3aXBOPIOBaHb. Pi3KOro po3mexyBaHHS MIK 3arajlbHOI0 TEHETHMKOI0 1 OaraTbMa
po3aimaMu MemunuHU 1 (izionorii He icHye. IIpo me cBigumTh TOW (HaKT, IO
HoOGemniBchbKl npemii 3 MEIUIMHM Ta (H1310JI0T1T 4aCTO NPUCYHKYIOTHCS 32 TEOPETUYHI
pobotu B obnacti renetuku (T.Mopran, 1933; I""Mennep, 1946; I'.binan, E.TeliTtym,
1958 Ta in.).

3arajgpHl 3aKOHOMIPHOCTI CHAJKyBaHHS O3HAK OyJM BCTAHOBJIEHI Ha HACTYyIHUX
MOJICJIbHUX EKCIEPUMEHTAIbHUX O0'€KTax: Ha pPOCIMHAX - ropox (Pisum sanivum),
KYKypyn3a (Zea mays), Ha TBapuHax - Aposodina (Drosofila melanogaster), muia
(Mus muskulus); Ha wMikpoopraHiaMax - KulikoBa manuuka (Eseherichia coli),
Helpocnopa - TwricHsaBul rpub (Neurospora crassa), caxapominerax (Sacharomyces
cerevisia). OCKUIbKY T10pUIOJOTIYHUAN aHaIl3 Ha OCHOBI JOBUIBHUX CXpEUlyBaHb JJIs
JIOJUHY HETPUUHSITHUHN, 1O OCTAHHBOTO Yacy TCHETHYHI JOCIHIIKEHHS Ha JaHOMY
00'e€KT1 MIOMITHO BIJICTaBaJIM, HAIPUKIAJ, BiJl PIBHS €KCIEPUMEHTAIbHUX M€HETUYHHUX
JTOCIIKeHBb Ap0o30d1au, KYKYpYI3U, KAIITKOBOI manudkyd. HuHi 00'€KTOM Te€HETHYHUX
JIOCITIJIKEHb yCe YacTIIIe CTa€ JIFOIMHA.

[cHYIOTH TIEBH1 TPYIHOIII JIJIsl TEHETUKIB MTPU BUBUEHHI SIBUIII CIIAJIKOBOCTI 1

MIHJIMBOCTI JIFOJAUHH, ITOB's13aH1 3 HasIBHICTIO TAKUX HOT'0 010JIONYHUX OCOOJIMBOCTEM:



1) HEMOXXJIUBICTh NOBUIBHOTO Ta MITYYHOTO CXpelryBaHHS. Buxia: BHKOpUCTaHHS
MeToay TiOpuau3aiii COMaTUYHUX KIITHH, KyJIbTYpU KJITHUH, IPOBEIEHHS I€HETUYHOIO
aHaJi3y OKpeMHUX MOro O3HaK;

2) mi3Hillle HACTaHHS CTaTeBO1 3pUIOCTI;

3) Mayia KUIbKICTh HaIaAKIB y ciM'i. BuUXia: 3Har04YM THI yCIaJKyBaHHS O3HAKH, 3a
SIKUM aHAJI3yEThCS MOTOMCTBO, MOYKHA MMi110paT HEOOX1HE YUCIIO CIMEH;

4) HEMOXJIUBICTh 3PIBHIOBAHHS 30BHINIHIX YMOB JKHUTTS I TOTOMCTBA, OIlIHKH
BILUIMBY COIIAJILHOTO cepenoBuina. Buxia: Bubip rpyn, moaiOHUX 3a CITAJKOBUM O3HAKaMU
1 BIUIMBY CEpEIOBUIIA;

5) TpuBaJICTh 3MIHU MOKOJIHb (B CEPEIHBOMY TPHUBAIICTh OJHOrO MOKOJIHHA - 30
pOKiB). BUX1J: BUKOpHUCTaHHS BEJIMKUX MOIMYJISLIN JIOAUHHU, peecTpallisi 03HaKH MPOTATOM
TPUBAJIOTO Yacy;

6) TPYIHOIIl BUBYEHHS XPOMOCOMHOTO HaOOpYy BHACIIJIOK YMCIEHHOCTI XPOMOCOM
moauan (23 mapu), iX TeHeTUYHOTO 1 IUTOJIOTIYHOrO KapTyBaHHA. Buxin: riopuausaris
COMATHYHUX KJIITUH 3 KIIITHHAMH TBapHH,

7) HEZOCKOHAJICTh peecTpalli CHAaJKOBUX O3HAK Yy POJOBOAAX 1 HEUHUCIEHHICTh
OCTaHHIX;

8) BIACYTHICTb TOMO3UTOTHHX JIiHIH;

9) HEMOKJTMBICTh BUKOPUCTAHHS 1HAYKOBAHOTO MyTareHesy.

Jlo mepeBar AOCHIKEHb B 00JIaCTI aHTPOIOTEHETUKH CJiJ] BIHECTH JIOCTATHIO
BUBYCHICTh (PEHOTHUITY JIOAWHU: (i310JI0TIgyHOTO, OloXiMIuHOTO, KiIiHIYHOTO. Karamor
CHAJKOBUX O3HaK JIOJUHU, 0 TNyOmikyerbcs Oumbme 20 pOKIB  aMepHKaHIEM
MaxkKbpIOCUKOM, BKJIIOYAE iX OLIBIIC 3 THCSY.

['eHOM JIOOWMHU - CYKYIHICTh CIIaJIKOBOTO Mareplaiay, [0 MICTHTbCS B KIITHHAX
MoIUHU. JIFOACHKUI T€HOM CKJIQJa€eThes 3 23 map XpoMOCOM, IO 3HaXOJAThCS B sIpi, a
Takox miToxoHapianbHoi JIHK. /[BaausTs 181 ayrocomu, 1Bl ctateBl XxpomocomMu X 1Y, a
takok MiToxoHapianekHa JIHK mroawmHm wmictare pasom npubnuzHo 3,1 mupa. map
HYKJICOTH/IIB.

ITix yac BUKOHaHHS TIPOEKTY «I €HOM JIFoAuHIW» OyJia BU3Ha4YeHa nociigoBHicTs JJHK
ycix xpomocoMm 1 mitoxouapianbaoi JIHK. HuHi 1i 1aHi akTHBHO BUKOPHUCTOBYIOTHCS TIO
BCbOMY CBITY B OlOMEAMYHHMX JOCHIDKEHHSAX. [loBHE CekBeHyBaHHS BHSBHWIJIO, WIO
JOJCHKUI TeHOM MICTUTh 20-25 TuCAY CTPYKTYpHUX ((PYHKIIOHAJIBHO aKTUBHUX) T'€HIB,
10 3HAYHO MEHIIE, HIXK OYIKyBajocid Ha Modatky npoekty (6mm3bko 100 Tucsy), T00TO
TibKH 1,5% BCHOr0 reHeTUYHOT0 MaTepiany koaye Outku abo dyukuionansui PHK. [nma
gactuHa JIHK € Hekomyroworo, sky dacTto HasuBawTh cMiTTeBoto JIHK, ame sxka, sk
BUSIBUJIOCSA, BIJIIrpa€ BaXKJIMBY POJIb y PEryJiAllii aKTUBHOCTI T€HIB 1 (HOpMyBaHHS BCHOTO
OpraHi3Mmy B IpoIieci eMOpPIOHATBHOTO PO3BUTKY

Oco0nuBICTIO, MOB'A3aHOI0 13 OlOCOLIAJIBHOIO CYTHICTIO JIIOJAWHHU SIK OO0'eKTa
T€HETUYHUX JOCIIKEHb, € TOM (DaKT, 1110 TOJOBHUHN (AaKTOP €BOJIIOLIT - IPUPOAHUI 1001p
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- CBOTOJIHI HE BIJlirpa€ Ti€l BaXIMUBOI POJi, K B MOMYJALIsSX 1HIMX opra”i3miB. [lis
IHIIMX YWHHUKIB JUHAMIKM MOMyJALiN (MyTalliiHui mpouec, Mirpamii, MyTaiii,
acopTaTuBHICTH) icTOTHI. Ilpuuomy BmIMB ogHMX (akTopiB (HAmpHKIaA, Mirpamii) B
JIOJICBKUX TIOMYJISIIISAX 3HAYHO 30UTBIIY€ETHCS, a THIIUX (130JIS11i51) 3MEHITYEThCS. AJie He
Cii poOMTH BUCHOBOK, IO Jis JI0OOpPY 30BCIM HiBEJIhOBAaHA B JIHOJICHKUX TOMYJISIIISX.
JoOip mponoBxKye nmisiTH Ha eMOpIOHAJbHIA cTajli pO3BUTKY, eniMiHyroud 110 16%
3apo/iKiB (MUMOBUIbHI BUKU/IHI, TIEPEIYACH] TTOJIOTH, MEPTBOHAPOIKEHHS).

Kpim Toro, ciig BpaxoByBaTH, 1110 €BOJIIOIIIS JIOUHU MEpPEUIuia TOJOBHUM YHHOM B
coliaibHy cepy, HaHBAKIIUBIIIOW CKJIAJO0BOIO SIKOI € KyJIbTypa. bUIbIIICTh JOCTIAHUKIB
KpIM F€HETUYHOI BUAUIAIOTH Y JIIOJIMHU 1 CUTHAJIbHY CHAJKOBICTh, 3 SIKOi 3/11MCHIOETHCS
nepejaya JOCBIy 3 TMOKOJIHHS B MOKOMIHHA. CucHanrbHa cnadkogicme - 1€ 3aTHICTh
0aThKiB TIEpeIaBaTH HABUYKH aJalTHBHOI MOBEAIHKH Hamiaakam. [IpukiagoM CUTHAIBHOT
CIaJKOBOCTI B TBAPWH € SIBUINE IMIPUHTUHTY (3amaM’sTOBYBaHHS peakIliii MOBEIIHKH),
saKe OPMYETHCS HA paHHIX CTaJisfX MOCTHATAIHLHOTO PO3BUTKY XpeOETHUX, HANPUKIIA],
nTaxiB. AJle HAMBHUIIIOTO PiBHS CHTHAJIbHA CMAAKOBICTh J0csria B npumartis. [Ipu oMy
MOBa HE HJE MpO CNAaJKOBE 3aKpPIIUIEHHsS B T€HOTHUINl HOBOI 1H(opMmauii. EBoomiiiHO B
JIOJIMHY 3'IBUJIOCS CIIAAKyBaHHS 3M10HOCTEH 10 IEBHUX CUTHAIBHUX O3HAK, MIPUI0aHNUX B
OHTOT'€HE3I.

CraikoBi 3aXBOPIOBAHHS JIFOAMHY 3a3BUYall CIPUYMHEHI MOIIKOKEHHSIM CTPYKTYPH
a00 (yHKIIIT, 3MIHOIO KUIBKOCTI T€HIB ab0 XpoMocoM. Po3/iau aHTPOMOreHETUKH, IO
JTIO3BOJIAIOTh BCEOIYHO BUBUUTU POJIb CHAIKOBUX (PAKTOPIB Y MPOSBICHHI PI3HUX O3HAK 1
3aXBOPIOBAHb JIIOJIMHM, Ta 3aBAaHHS, SKI BUPINIYIOTHCS HUMH, TpENCTaBlieHI Ha puc.l.
HaykoBa anTpornoresHernka BuHUKIA Outbiie 100 pokiB TOMy Ta 3 THUX Mip HpOMIUIA
CKJIQJHUH 1 LIIKaBUH MIISIX PO3BUTKY.

1.2. Icmopisa po36umky cenHemuKku 1100UHU

[lepmri ysBIEHHS TIPO Tepenady IMAaTOJNOTIYHMX CHAJAKOBUX O3HAK Y JIFOJIWHH
BimoOpakeHi e B Tanmy/i, 1e BKazyBajgocs Ha HeOe3neKy oOpi3aHHS KpalHBOI IUIOTI Y
HOBOHAPO/KEHUX XJIOMYHKIB, SKIIO iXHI cTapIii OpaTu abo Js/1bKa 110 MaTepUHCHKIN JIiHIT
CTPaXKIAI0Th KPOBOTEYCIO.

[Ipocti Tunu ycmaakyBaHHS MATOJIOTIYHUX O3HAK OyJM BIJ3HA4YEHI IIE€ 3aJ0BrO [0
BUHUKHEHHSI HAyKOBOi reHeTuku. Tak, Bxke B 1750 poui ppaniyy3skuit nikap /1. Monepmioi
OMKMCAaB XapaKTep YCMaJKyBaHHS JOMIHAHTHOI ayTOCOMHOI O3HAaKH - IIECTHIAIOCTI
(momiiakTuIli), MPUYOMYy HOTO aHalli3 PO3IICIUICHHS 3a I[I€I0 O03HAKOK 0araTo B 4OMY
nepenyBaB  BiakputTio [.Menaens. Kpim Toro, MomnepTioi omnucaB XapakTep
yCIaJKyBaHHS ab01HI3MY B HETPOiiB 1 chOpMyBaB MOHATTS PO IMOBIPHICHUHN XapaKTep
nepenayi 03HaK y TOTOMCTBI, PO BUHUKHEHHS MYTaIlii.



I'eHeTHKa PO3BUTKY
BUBYAE TCHETUYHI

PO3BUTKY (Ha MHIIIAX)

MEXaHi3MH HOPMaNbHOTO |

bioximiuHa renernka
BKJIIOYA€ BUBUCHHS
0ioxiMii HyKJIeTHOBUX
KHCIIOT, OLIKIB Ta

(hepmeHTiB y 310pOBHUX Ta

XBOPUX JTIO/ICH, BUBYAE
€TIOJIOTIIO Ta MATOTEHE3
XBOPoO 0OMIHY peyOBUH

A\ 4

ﬂ NTOIr¢HECTHKA

BUBYAE XPOMOCOMH JIFOJTHHH B
HOpMI Ta MATONIOTi1

dapmakoreseTnka
BUBYAE TCHETHYHI
(akropwu, 110
00YMOBJTIOIOTh PO3IOLT
Ta MeTabom3M
TKapchbKUX 3ac001B B
OpraHizmi

DopMaTLHA FeHETHKA
BUBYAE CIIAIKyBAHHA

.| MeHzieneiBChbKUX 03HaK Ta OLIbII
”| cknajgHuX TUIIB ClIA/KyBaHHS 3a

TOIIOMOTOI0 CTATHCTHYHIX
METOIIB

A

I'eHeTHKA PO3MHOKEHHS
BHBYAc 0COOJIMBOCTI
CTBOPEHHS 'aMeT Ta

PaHHIX CTa/iiil pO3BUTKY
eMOpIOHY 3a JI0IOMOTOk0
TeHETHYHHX METO/IIB

A

I'EHETHKA JIOJANHHU

Kuiniuna
Me/IMYHA IeHeTHKA
PO3B’SI3y€ 3a71a4i IIarHOCTUKH,
TIPOTHO3YBAHHS, JIIKyBaHHS
CTa/IKOBHX XBOPOO (TeHETHYHE
KOHCYIIbTYBAHHS)

MyTauiiina reHeTuka
BUBYAE BIUTUB MyTareHHUX (akTopiB
Ha CTIA/IKOBICTb JIO/IUHA

—>

ImMyHoreneruka
BUBYAE TPYIH KPOBI Ta TKAHHHHI

anturenu (Tumy HTL)

HonvasuiliHa reHeTHKa
BHBYAE YACTOTH I'€HIB B BETUKUX
TIOMYJIALIAX Ta IX 3MIHHU T1i]] BILTHBOM
axropis, mo 00yprOIOTH

I'eHeTHKA MOBETIHKH
BUBYAE CMAJIKOBI (HaKTOPH, 10
00yMOBITIOIOTh TIOBE/IHKY 3710POBUX
Ta XBOPHX JIFOJICH, TCHETHYHI OCHOBH
PO3BHUTKY PO3YMOBOI BiZICTANIOCTI Ta
TICUXIYHUX 3aXBOPIOBAHb, BUSABIISE
T€HH, 1[0 BU3HAYAIOTH
1H/IUBITyaJIbHICTb JIFO/IUHH Ta Ti
[i3HaBaJIbHI 3010HOCTI

Puc. 1. Po3aiiu reHETUKHA JTFO IUHUA

Aurmiicekuil BueHut Jore. Aoamc (Adams) (1756 - 1818) cnpaBennuBo Ha3BaHUI
Cy4acHUMHU JIOCTITHUKAMHU "3a0yTHUM 3aCHOBHHUKOM MeauuyHOi reHetuku". Y 1814 porr
omyOJikoBaHa oro mpams "®imocodChbKU TPAKTAT PO CIIAIKOB1 BIACTUBOCTI JHOJICHKOT
pacu', sSIKHW CTaB MEPIIMM JOBIIHHKOM 3 T€HETHYHOTO KOHCYJIhTYBaHHS, CKJIAJICHUM Ha
OCHOB1 €KCIIEPUMEHTATBHUX JOCTIKEeHb. Y il mpari Oynu chopMyib0BaHI HACTYITHI
(dyHIaMEeHTaIbHI BUCHOBKH:

1) iICHYIOTh 4YiTKI BIIMIHHOCTI M1 CIMEMHUMHU 1 CIIAJKOBUMHU XBOpPOOAMHU Ha KILITAJIT
ix ycnankyBaHHs. CiMeiH1 XBOpOOU 3yCTpIHatOThCSA B OKPEMUX CIM'SIX, aJie iX mepeaaya He



MPOCTEKYETHCS B IOTOMCTBI, BOHU € periecuBHUMU. CrIaJIkOB1 XBOPOOM TIEPENatOThCs BiJl
0aThbKIB HAILlAJIKaM; LI€ JIOMIHAHTHI XBOPOOU;

2) nurobu MK POJUYAMH MMIJBUINYIOTh YacTOTYy CIMEHHUX (TOOTO pPELeCHBHUX)
XBOPOO;

3) cnaakoBi (OMiHAHTHI) 3aXBOPIOBAHHS HE 3aBXIU BUSBIISIIOTHCS BiApa3y MicCIs
HAPOJKEHHS, aJIe MOXKYTh PO3BUHYTHUCS B Oy/Ib-SIKOMY BiIli;

4) 30BHIIIHI (PaKTOPU CHPUAIOTH peati3allli CraakoBOi CXHIBHOCTI IO 3aXBOPIOBAHHS
B XBOpOOY;

5) cmankoBi XBOpOOU MOKHA JTIKYBaTH, SKIIO YCYHYTH (PAaKTOPH, IO iX 3yMOBIIOIOTH;

6) iCHy€e BHYTpIIIHbOCIMEITHA KOPEIALis BIKy HACTaHHS CIIaJKOBUX XBOPOO, 110 Mae
OyTH BpaxOBaHO MPU T€HETUYHOMY aHaJI31;

7) cnagKoB1 XBOPOOU € reTepOreHHUMU;

8) He BCl BpO/KEHI XBOpOOM € CHAJKOBUMH, 4YacTHHAa 3 HHUX TIOB's3aHa 3
BHYTPIIIHBOYTPOOHUM ypaXE€HHSM 171012 (HATPHUKIIaI, Ipu cUGLITICl);

9) migBUIIIEHA YacTOTa CHAJKOBUX XBOPOO B 130JbOBAHUX MOIYJISIIISAX MOXE OyTH
BUKJIMKaHa OJIM3bKOPOJMHHUMHU IUTI00aMU;

10) penponyKTUBHA 31aTHICTh y 0araTbOX XBOPUX 31 CMAJKOBUMH 3aXBOPIOBAHHAMU
3HIKEHA. ToMy Taki XBOpOOH 3 4aCOM MOBUHHI 3HUKHYTH (SIKIIO HE BAHUKATUMYTh 3HOBY
y iTei 310poBUX OaThKIB).

JIx. Anamc nepen6adynB iICHYBaHHSI MyTallliHOTO MPOIECY B JIOACHKUX MOMYJISIIAX,
CKENITUYHO CTABMUBCS /10 3a00POHM HUIIO0IB 1 JITOHAPOIKEHHSI MTPU HASIBHOCTI CIAIKOBHUX
XBOpOO, 3aIIPOMOHYBAB BBECTHU iX PEECTPALIIIO JUIS [TOAATIBIIONO BUBYEHHS.

Y 1803-1820 pp. npekuabka JIKapiB ONMCAIM THUI YCHAJAKyBaHHS TreMOQuUIli.
[lIBelinapcbkuii opransmonor 1.@. ['opuep B 1876 polii onucaB cnajgKyBaHHs KOJIbOPOBOi
CJINOTH (aJIbTOHI3MY).

Pociiicekuit npodecop B.M.@nopuncekuti y cBoiii MoHorpadii "YaockoHaIeHHS 1
BUPOKEHHS JT0JIcbkoro poay" (1866 p.) muca: "OxopoHa CMaaKOBOCTI 1 i1 MOMIMIIICHHS
MOXJIMBI TpU BaasoMy migoopi noapysxoks. o6 13 ¢iziomoriyHoi Ta rpoMagsHCHKO1
TOYOK 30py Ma€ Ha METI BIITBOPEHHS MoToMcTBAa. HeBmaua 1150r0 BIATBOPEHHS O0araTo B
YOMY 3aJIEKUTh BiJI HEIOIYTOro oJipy>keHHs. Ha mumo0 ciif AMBUTHCS HE SK HA 0coOucCTe
3aJIOBOJICHHSI, a SIK Ha BaXXJIMBUH aKT IUBUIBHOTO JKUTTS, SIK HAa TaiHCTBO BiATBOPEHHS
poay, B IKOMY MarOTh OyTH 3alliKaBJICH1 HE TUILKH AB1 0cO0H, a i1 yce cycninbeTBO ". Bin
BHCJIOBJIIOBABCS 32 paHHI ILIIOOM 1 BUCTYNAaB NPOTU HEPIBHUX IUIO0IB, BBAXAKOUH, IO
nutiro6u MK S0-piyHUM  YOJIOBIKOM Ta 18-piuyHOI0 JIBYMHOIO € TIOTBOPHHUMHU,
aHOMAJIIbHUMH,  TPU3BOJATH /IO  HETaTUBHUX  HACHIJKIB JUIsL  TIOTOMCTBA.
B.M.®nopuHChKHI OLIHUB 3HAYEHHS CepeloBUINA IS (POpMyBaHHS CMAIKOBUX O3HAK,
HEraTHBHI HACHIJIKM POJWHHUX IUITIO0IB, BUSBHUB CIAJKOBUI XapakTep MaTOJOTTYHHX
O3HaK (INIyXOHIMOTA, ab01HI3M, 3as4a ry0a, BaJu pO3BUTKY HEPBOBOI TPYOKH).

10



Sk Hayka reHeTuKa JIIOIMHA BUHUKJIIA 3aB/SIKU nipaisiM @perncica I arvmona (Galton)
(1822-1911). BinpuiicTh BYEHHX BBaXKAKOTh ioro, pasom 13 I'. Menuenem, oiHUM 13
3aCHOBHHKIB HayKOBOi T€HETHKHU. [ aIbTOH MEPIIMM MMOCTAaBUB MHUTAHHS MPO CHAJAKOBICTh
JIOAWHHM SIK MPEeIMET JAJIsi BABYCHHS, CTaB 3aCHOBHUKOM T'€HEaJOTi4YHOT0, OJM3HIOKOBOTO,
CTaTUCTUYHOI'O METO/IB aHTPONOT€HETUKH. ['ajbTOH BIiepiie cpopMyBaB MOJOKEHHS, 1110
JUISL PO3BUTKY MCUXIYHUX OCOOJMBOCTEH JIIOJUHU MAlOTh BU3HA4YalbHE 3HAUYEHHS YMOBH
COIIAJILHOTO CEPEJOBHINA 1 CTIAJIKOBI YNHHUKH.

Y 1889 pomi ®. INanmbroH chopmMmyrItOBaB OIWH 13 3aKOHIB yCHAJKyBaHHS (3aKOH
perpecii): "KoxxHe BiagxuiieHHs1 0aTbKIB B1Jl HOpMU a00 CE€peHbOI BEIUYHHH NIEPENAETHCS
MOTOMCTBY, aji€¢ JIWIIE B YAaCTKOBOMY BUTUIsAMI. [leska dacTWHA BIAXWUJICHHS TPHU I[HOMY
YCIaJKOBYEThCS (perpecis), 1HIIa K YaCTUHA 3HUKAE O€3CI1THO" .

@®.['agbTOH € 3aCHOBHUKOM METOMAIB Oakmunockonii (po3All KPUMIHAIICTUKH, IO
BUBYAE OYJIOBY IIKIPHUX Y30piB JOJIOHHHMX IOBEPXOHb HITTHOBUX (hajlaHT MAaJbIB) 1
Odepmamoenigixu (BUBYEHHS NeTajneil penbedy MKIpU JOJOHb 1 CTOIMH); 3alpPOIOHYBAaB
BUKOPUCTOBYBATH METOJ iIeHTU(IKAIT TIOMHHU 32 BIIOMTKAMH TAIbBIIIB, SKUH 3 yCIIXOM
MoYaB 3aCTOCOBYBATUCS OPUTAHCHKOIO MOJIIIEI0 JJIsl BII3HAHHS 3JI0YMHIIIB 1 IXHIX XKEPTB.
3aiiMarounCch BUBYCHHSIM YCIAIKyBaHHs KUIBKICHUX O3HAaK, |'aqbTOH BU3HAYMB, IO TaKi
O3HaKU JIIOJIMHU, SK IHTENEKT, pPICT 1 Maca Tijla KOHTPOJIIOIOThCA OaraThbMa TeHaMu
(nomirenHo). @®.I'anbTOH JOCIHIKYBaB TaKOX YCMAJIKyBaHHS pPO3YMOBUX 3110HOCTEM,
001apOBaHOCTI, TAJIAHTY y JIIOJIeH; BBa)KaB, IO CHEI[lalbHUMU T'€HETUYHUMHU METOJaMU
MOXHa TOJIMIIATA JIOACBKUN piA. BiH cTBOpUB 0COOJMBUN HANpSIMOK B TEHETHII -
€62eHiKy, BU3HAYMBIIIN OCHOBHY 11 METY - yJIOCKOHAJICHHS JIFOAMHHU 1 JIFO/ICTBA.

€szenika (TpelbKe eugenes - XOpOIIOTro POy) - HayKa Mpo BIOCKOHAJICHHS JIIOJAUHU
1 mojicTBa. ['aibTOH 3aMpONOHYBaB BUBYATU YMOBH, 3/IaTHI MOJIMIIUTH CHAJKOBI SKOCTI
(310poB's, pO3yMOBI1 3710HOCTI, 00JJapOBaHICTh) HACTYMHUX IMOKOJIHb. 3a ['aqbTOHOM, B
CBOEMY PO3BUTKY €BICHIKA TOBHHHA TPOWTH TPU €TalM: TMEPIIUH eTam - BUBYCHHS
CHaJKOBOCTI JIIOJUHU, APYTHUM eTan - MOIKUPEHHS IUX 3HaHb 1 MOXJIMBE 1X BUKOPUCTAHHS
B CHUCTEMI IUIIO0IB HIJISXOM BBEICHHS OOMEXYIOTh 3aKOHIB. Ha Tperbomy erami ujieHU
CYCIJIbCTBA OyIyTh HACTUIBKU OCBIUEHI, 1110 3aKOHU HE OYyTh MOTPiOHI, JIOAN MOYHYTh
caMi PEryJloBaTH IIPOIIEC CBOTO BIATBOPECHHS 1 MNUIOOIB. €BreHIKy MOIUISAINA Ha
MO3UTUBHY (KOMIUIEKC 3aXO/iB AJI1 MOCWICHHS MPOTPECUBHUX PUC JIFOAWHH) 1 HETATUBHY
(KOMIUIEKC 3aX0/11B 3 MPO(PUIAKTUKHY Ta JIKBiAallii 1e(EKTHUX T€HOTHUIIIB).

AHTpOMOreHeTika 1 MEAMYHA N'eHETUKa CIOYaTKYy PO3BUBAINCS B PaMKaX €BIEHIKH.
€predikamu Oynu I.Mennep, naypear HobemiBcbkoi npemii, sskuii BiakpuB B 1927 porii
MyTareHHy JIiF0 PEHTTCHIBCBKHMX IPOMEHIB (BIH 3alpoOIIOHYyBaB OpraHizyBaTH OaHKU
CIepMaTo30iliB Bim o0ci0, SKi BUSBWIM Jap pPO3yMy, TITHUKA Xapakrtep 1 T.J.);
V./lesennopm, sikuii BBaXKaB, 110 HAPOHKCHHS JITEH MOBUHHO OyTH JO3BOJICHO TITBKH
ocobam 3 KoMmOiHamiero crnpusatauBux o3Hak; M. K. Koawvyos, O.C.CepeOposcvkuil,
10.0.Dininuenko, K.A.Tumupsizee 1 1iH. 10.0.OununueHko BBaxaB, 110 TI'E€HU
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001TapOBAaHOCTI 1 TaJJaHTIB PO3CIsHI MO BCIM Maci HaceNeHHs, a He 30CEPe/IKEHI B OHOMY
KJ1acl ado rpylIil, Xo4ya cepejl IHTEIIreHIII] [l TeHH 3yCTPIYatoThCs YacTILIE.

€BreHika crnoyaTky 3axoOIHjia MOHOIOJIK y BUBYEHHI T'€HETHUKHU JIIOAUHU, XO0Ya
1HKOJIM 1i MPUXWIBHUKA HEOOCPES)KHUMH PEKOMEHAAMISAMU TUCKPEIUTYBAIH II0 HAYKY.
®.["anbTOH caM BBaXkaB, 110 MPUPOAHOI PIBHOCTI JIFOACH HE ICHY€E, IO € BUIII 1 HUKYI
pacu. Jlo HHXK401 pacu HIOUTO HaIeXaTh HETPOiAH, IXHIN PIBEHb PO3BUTKY Ha JIBa CTYIEHI
HUK4YE piBHS eBponeiiiB. CaMi X €BpOIEHIll Ha JBa CTYIEHI HIDKYE PIBHS PO3BUTKY
naBHiX adiHsgH. Taky HEpIBHICTh BiH TOB'SI3yBaB HE 3 COIIAJIbHUMHU NpPUYMHAMH, A 3
OlonmoriyHuMu. Y npoMmy nutaHHi @.l'anbTOH ciigyBaB 3a TaKMUMHU pacUCTaMH, SIK
A.T'061HO Ta 1H.

K. A.0e T'obino (Gobineao) - dpaniy3pkuii rpad, sKui IiIKaBUBCS aHTPOIIOJIOTIEO,
B1JIOMUI CBOiM TpaktaTroM "JlociiJ npo HEepiBHICTh JIOJACHKHUX pac’, € poJoHaYaIbHUKOM
pacuzmy. Bin mponoBiayBaB, 1mo bor cTBOpUB 4KCTI 1 HEYUCTI HAPOU 1 AOPYIUB 0OpaHin
pacu OUTHX JIFOIeH KepyBaTH CBITOM.

Hanmani monsTTss "eBrenika" OyJi0 JHCKPEIUTOBAHO BYCHHMH 3 PaCHCTCHKUMH
MEPEKOHAHHSIMHU, a TaKOX (aIluCTaMH, CYYaCHUMU pacUCTaMU, MPUXWIbHAKAMU
reHouuy, amapreiny. CboroaHi OUIBLIICTh 3aBAaHb, SIKI paHilIe BUPILIyBajla €BrEHIKA,
MEePEHIIIO Y BiJaHHS TCHETHKH JIIOJIMHU Ta MEIUYHOT TCHETHKHU. Y HaIll Yac, He3BaKal0un
Ha CEPHO3HI YCHiXH B PO3BUTKY T€HETHKU JIIOJUHU, OUIBIIICTh BITYM3HSHUX (PaxiBIIiB
BBaXalOTh, IO JaHUX Mpo OyaoBYy 1 (yHKIII TEHETMYHOro amapary KIITHH IIe
HEJI0OCTaTHBbO IS cepilozHoro '"ymockoHaneHHs" Buay Homo sapiens, Tomy Oyab-siKi
CYTT€B1 3aXO/JHM B IIbOMY HAMPSAMKY 3aJIMIIAIOTHCS HEOE3NMEUYHWMU 1 PU3UKOBAaHUMHU. Y
HalIlll KpaiHl €BreHIYHI 3aX0JU 3BOJATHCS B OCHOBHOMY JI0 BHUSIBICHHS T'€TEPO3UTOTHHUX
HOCIiB MaTOJIOTIYHUX PELIECUBHUX T'€HIB, KOHCYJIbTYBaHHS MOJPYKHIX Map 3 MPUBOIY
MO>KJIMBOCTI HApOJKE€HHS B IXHIM pOAMHI XBOpUX MAiTeH, 3a00pOHI POAMHHUX MLLUIIOOIB,
pYWHYBaHHS 130JITIB, PO3'SICHEHHS HEOaXaHOCTI MI3HIX HUIO0IB Ta JIITOHAPOKEHb,
MOTEPE/KEHHsI MYTareHHOTO BIUIMBY 3a0pyAHEHHS HABKOJIMIIHBOTO cepefoBuina. [lpu
[OMY OCOOJIMBO 3pOCTAE POJIb METUKO-T€HETUYHOT'O KOHCYJIbTYBaHHS.

enTpanpbHuM 1 QyHAAMEHTATHHUM TOHSTTSIM 3arajibHOi T€HETUKH € TOHATTS TPO
red. Y cepeauni XIX cTOmITTSA BBa)kajaocs, M0 CHAIKOBICTh MOB'SI3aHa 3 KPOB'IO, 3BIIACH
OyJii B y>)KUTKY CJIOBa - KPOBHA CIIOPITHEHICTh, KPOBO3MIIIICHHS, YUCTOKPOBHUM 1 T.11. Y.
JlapBiH BBa)kaB, 1110 B KJIITUHAX KPOBI 3HAXOIATHCSI YACTUHKH CIIaJIKOBOCTI, 5IK1 BIH HAa3BaB
eemmynamu. BiqnoBiiHO 10 meopii naneenesuca, 3anpononoanoi Y. JlapBiHOM, reMMyJn
BiIoOpakaloTh O3HAaKU (B TOMY YHCJ TpUA0aHI B OHTOrEHE31) 1 JOCTaBISIOTHCS B
3apOJKOBI KJIITUHH, 3BIICH PO3MOJUIAIOTHECS IO JO4YipHIM KiiTuHaMm. @.I'anbToH
(mBoropimuuii Opat Y. J/lapBiHa) cpoCTyBaB 1€ MPUITYIICHHS: MEPETNMBAHHS KPOBI Bijl
YOPHUX KPOJIiB O1IMM HE CYIIPOBOIKYBAIOCS 3MIHOIO 3a0apBICHHS MIEPCTI y TBAPHH.

3aKOHM CHAJAKOBOCTI OyJM BIIKPUTI aBCTPIMCBKUM BYE€HUM [ pecopom Menoenem
(Mendel) (1822 - 1884). Cxpenryrouu pi3Hi COPTH FOPOXY, 10 BIAPI3HIUCS OJHBEIO a00
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JEKUJIbKOMa KOHTPACTHUMHU O3HAaKaMH Ta 3 OIJISIIY Ha KUTHKICHI PO3MOJUJIEHHS ITUX O3HAK
B MOTOMCTBI, MeH/iellb IOBIB, 1[0 B CTATEBUX KJIITUHAX ICHYIOTh YMHHHKU CHAJKOBOCTI,
KOKeH 3 SKHX BHU3Ha4Ya€ O3HaKy opranizmy. CmankoBi (akTopu HE 3MINIYIOTBCA Yy
Halla/JIKIB 3 TIOKOJIIHHS B TIOKOJIIHHS, HE PO3YMHAIOTHCSH, K BBaxanu Y.JlapBuH 1
®.["anbTOH 1 1HIN JOCHIAHUKH 0 MeHens, a MOBOASThCSA SK CaAaMOCTIMHI JHUCKPETHI
onunauill. [Ipo pesynpraTtu cBOiX nmociiaiB I.Menaens 0MOBIB Ha 3acilaHHI HayKOBOTO
ToBapucTBa B MicTi Bpromn. Moro poGora mix Ha3Boro "JIOCHiAM HAag POCIMHHHMH
riobpuaamu" Oyna omy6sikoBaHa B 1866 poiii 1 3aumuIacs Maike HEOMIYEHOIO.

Jlume wepe3 35 pokiB, B 1900 porri, micis Toro, sik Oyiau BIZKPUTI XPOMOCOMH 1
OUIBLI AETAJIbHO BUBYEHI MPOLIECH MITO3Y, MEHO03y, 3aIUIIHEHHS, HE3aJeKHO OJIMH BI1J
onHoro I de @®@puz B l'onannii, K .Koppenc y Himeuuuni 1 I.Yepmax B ABcTpii
BCTAHOBWJIM Ti1 X caMi 3aKOHOMIPHOCTI CMaJKyBaHHS O3HaK, mo 1 Menaens. Bueni
niakpecauau npioputeT I'. Menaens y BIAKPUTTI OCHOBHHMX 3aKOHIB CIIaJIKOBOCTI.

VY 1906 potti B.bemcon 3anponoHyBaB Ha3BaTH HAYKy MPO CHAJAKOBICTh 1 MIHJIUBICTh
opraHizMiB reretnkoo. Y 1909 poui B.Hozanucen (1857 - 1927) Ha3BaB reHaMHU BigKpHTi
Mennenem ¢dakropu crnaakoBocTi. Himeubkuit Buenuit A.Beiicman (1834 - 1914)
MIPUITYCTUB, IO T€HH SIK CIAJKOBI YMHHHUKH 3HAXOMSITHCS B XPOMOCOMaxX. AMEpHKaHII
B.Cemmoun, E.Binbcon, T.Mopean noBenu 110 30TaJKy CEPIEI0 EKCIEPUMEHTAIbHUX
JOCITIJIKEHb.

T X Mopean (1866 - 1943) B 1910 pomi HIUTOr€HETHUYECKUMHU JOCIIKCHHIMU
MIJTBEPIUB CIPABEIMBICTh 3aKOHIB Mennensa, a B 1920 - 1925 pokax po3poOuB
XpPOMOCOMHY Teopito craakoBocTi. Pobotamu T.Moprana, I'.Mennepa, 4. Cmepmesanma,
K. Bpioocepca nist npo3odisii BCTAHOBIEHO MOPSIAOK 1 BIAHOCHI BIJICTaHI MK OKPEMUMHU
reHaMU - XPOMOCOMHI Kapmu, SIKi 3ro0oM OyJu BCTAHOBJICHI 1 JJI IHIIMX T€HETUYHUX
BUBYEHUX 00'exTiB. OJHAK JIOKami3allisi TeHIB B XPOMOCOMAaxX JIFOJUHU JOBTHM dYac
3aJIMIIAN0CSA HEB1IOMOIO.

VY 1900 pomi K.Jlanowmeiinep BinkpuB rpynu KpoBi cuctemMu ABO 1 TuM camum
MOKJIaB I10YaTOK BHUBYCHHIO YCHAJIKyBaHHS MOJMIMOPPHUX (PI3HOMAHITHMX) O3HAK Yy
monuuu. lle Oyma mepma AuUCKpeTHa O3HAaKa, SIKa HUHI PO3TISIAETHCS SK MPHUKIA]
CIIaJIKOBOTO TOIIMOPdi3My.

V¥ 1913 poui 0yB onucaHuil noiaimMop(}izM BIJHOCHO 3AATHOCTI JIFOAWHHU B1IYyBaTH
cmMak (enurtiomoueBinu. Hapmanmi Oynu  BuUSIBIEHI 1HUII MOPUKIAIM  CHAAKOBOTO
noyiiMmop¢i3mMy, 0cOOJIUBO MPU BUKOPUCTAHHI METOY €JeKTpOope3y OLIKIB.

VY 20x - 30x pokax MUHYJIOTO CTOMITTS psiaA AoCHiaHUKIB (P. Diwep 1 [owc. Xonoeuin
B Anrmii; C.Paum B CUIA; I'/Jlarwwbepe B UlBenii; JI.Xocben 1 @.heprwmeiin B
Himeuunni) BHECIM 3HAYHUM BHECOK y TEOPi0 I'€HETHKH Ta EBOJIOIII, y pO3pOOKY
CTAaTUCTUYHMX METOJIIB BHBYCHHS TEHETUKH JIIOJUHU; HUM HAJIeKaTh METOIHU
CTaTUCTUYHOI'O aHaNI3y 3aKOHOMIPHOCTEH YCHAJKyBaHHsS, pO3IICIUIEHHS O3HaK 1
BU3HAYCHHS YaCTOTH MYTaIlii.
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JIronuHa ONMMMHMIIACS TAaKOX MEPIIMM 00'€éKTOM 010XIMIYHOI TeHeTUKHU. JIOHTOHChKUI
nikap A.l'appoo (Garrod) (1857 - 1936), BuB4arOUM 3aXBOPIOBAHHS aJIKANTOHYPIIO,
BIIEpIIE 3HAWIIOB B3a€MO3B'SI30K MDK TIe€HaMM 1 (epMEeHTaMH 1, CIOCTEpPIraryu
NATOJIOT14YHI BUIIAJIKK, BUSABUB Y XBOPUX BPOJKEHI MOPYIICHHS OOMIHY pedoBUH. BiH
BIIEpIIIC BU3HAYMB ICHYBAaHHS O10XIMIYHOTO KOHTPOJIIO MOJEKYJISIPHUX 1 T€HETUYHUX
Bapialliil BciX QyHKIIIH opraHi3My, BKIIOUAIOYH PEaKIliio Ha JIIKUA, CXUIBHICTh O XBOPOO 1
noBeAiHKy. 3a A.['appo/iom, KOKHA JIOJIMHA BIPI3HAETHCS YHIKAIBHUM Ha0OpOM OUIKIB,
3aK0JIOBAaHUX B T€HaX.

VY 50-11 poxku XX cromitts Jowc. bioon, E.Teimym (naypeatn HobGeniBcbkoi mpemii
1958 poky B obmacti ¢izionorii i MEIWIIMHW) BCTAHOBWIM, IO 3a CHHTE3 KOXXHOTO
dbepMeHTy B KJIITHHI BIANOBiAAa€ MEBHUN TeH (KOHLENIls "OJUH TeH - oauH depMeHt").
HuMu BCTaHOBJICHO, II0O B OCHOBI MOJICKYJISIPHUX CHAJKOBUX XBOPOO JICKUTH MyTallis
reHa, sSiKa CIPUYMHSE BIJICYTHICTH CHHTE3Y OAHOTO (hepMeHTy abo Oinka, 0e3 SIKOTro He
PO3BUBAETHCS O3HAKA BHACIOK MOPYIICHHS 0araroCTyHiHYacTOro JIAHIIOTa 010X1MIYHUX
peakmiif. [lopymenHss cuHTe3y ¢epMeHTy, IO KaTali3ye CHHTe3 Ti€i 4Yu 1HIIOI
aMIHOKHCIIOTH, TPHU3BOIAUTH JI0 PO3BUTKY CIAJKOBUX 3aXBOPIOBaHH OOMIHY PEUYOBHH,
HaIpUKIaa, (PeHUIKETOHYPI1l, AIKANTOHYPIl Ta 1HILUX.

3 BUBYCHHSAM JIIOJMHU TIOB'SI3aHE BHHWKHEHHS I OJIHOTO PO3JUTY TEHETHKH -
nonynayiunoi eenemuxu. Y 1908 poui /Jore. Xapoi (Hardy) (matematux KemOpumxcbkoro
yHIBepcUTeTY) 1 B.Baiinbepe (Weinberg) (HIMEUBKUN JIIKap) MPW BUBYECHHI PO3MOALTY
PI3HUX O3HAK Yy MOMYJIALIT JIIOAUHU HE3aJIeKHO OJHMH Bl OJJHOTO CHOPMYIIOBAIA 3aKOH,
KWW HOCHUTH IXHE IM'sl — 3aKOH PIBHOBaru reHHUX YacTOT y MAHMIKTUYHIA TMOMYJIAIII].
[IpoanamizyBaBIIM YacTOTy MOMIMPEHOCTI JOMIHAHTHUX 1 PELECUBHUX O3HAK Y
MaHMIKTUYHHUX TMOMYJISISIX, BOHU 32 JIOMOMOIOK0 MaTeMaTHYHUX MOJENIeH JOBENH, 1110
IpU BIICYTHOCTI (DaKTOpIB, 3JAaTHUX NOPYIIMTH pPIBHOBAary B HHUX (I00ip, MyTawii,
Mirpaiii, Apeid reHiB), 4aCTOTH TEHIB 1 I'€HOTHIIIB, a TAKOXX O3HAK, KOHTPOJIhOBAHHUX
HUMHU, 3aJTUIIAI0THCS HE3MIHHUMU 3 TIOKOJIIHHS B TIOKOJIIHHS.

[Ipotsirom 1956-1960 pokiB y BChOMY CBITI TpHWBaB OYypXJIMBUUA PO3BUTOK
nuroreHeTuku. Y 1956 pomi mBenu /[.Titio 1 A.Jleéan BCTAaHOBWIW, IO KIIBKICTh
XpPOMOCOM y COMAaTHYHUX KJIITHHAX JIOAUHU - 46, a He 48, sk BBaxkanmocs panimie. [licis
LBOTO BIAKPUTTS OyJM BUSBIEHI 3MIHM B KUIBKOCTI 1 CTPYKTYpPl XpOMOCOM IpPH PI3HHUX
CTaIKOBHUX 3aXBOPIOBAHHSX.

Y 1959 poui [LJlexxcen y pe3yinbTaTi BUBYEHHS XPOMOCOM Y KYJbTHUBOBAaHUX
¢bi0pobactax mkipu B AiTed 13 XBopoOoro /layHa BHSBUB 3aiiBy Xxpomocomy 21-o1 mapu
(Tpucowmis 21).

Y 1959 poui I1.Axo6c, I.Cmpone BiIKpuiu iCHYBaHHS 3aiiBOi X-XpOMOCOMH TIPH
cuaapomi Knaiindensrepa (xkapiotun 47, XXY), a TakoX BIICYTHICTh OJIHIET 3 CTaTEBUX
X-xpomocom nipu cunapomi lllepemescekoro-Tepuepa (kapiotum 45, XO).
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VY 1963 pomi I.JIexen 13 cniBpoOITHUKAMU OMUCANIH TIEPITUI CUHAPOM, CIPUUIUHEHHM
JENEIEr0 XPOMOCOMH 5 - cuHIpoM "koTsiaoro kpuky" ( "cri du chat").

VY 1964 - 1965 poxax [llpedep i1 [xcepman 3 CiiBpOOITHUKAMU ONKUCAIN F€HETUYHO
JIETEPMIHOBaHY XpPOMOCOMHY HecTaOUIbHICTh npu aHeMii danbkoHi Ta cuHapomi biayma.
B. Axo6c 31 cniBpoOITHUKAMU TPUITYCTUIIM ICHYBaHHS 3B'SI3Ky MK KapuoThunoM XYY i
KPUMIHAJILHOIO MICUXOMATIEO.

Y 1969 poui T.Kacnepcon po3pobuB metonu audepeHiiaabHoro ¢apOyBaHHS
XPOMOCOM, IO JTO3BOJIMIJIO OJTHO3HAYHO 1A€HTU(IKYBATH BCl XPOMOCOMH JTFOIUHHU.

[lounnaroun 3 1960 poky, LHMTOreHETHKa 1, OCOOJIMBO, KJIIHIYHA T€HETHKa, cTaja
HANOUTBII MOMYJISIPHUM 7Sl TOCHIHKEHb PO3J1JIOM TeHeTHKU ToauHu. CydacHHMH, IO
JIAI0Th YUCJICHHI Pe3yJbTaTH, Ta MPOTPECYIOYNMH PO3IiJIaMi aHTPOMOTEHETHUKH ChOTOTHI
€ MOJICKYJIsIpHA Ta 610X1MIYHA T€HETHKA.

Y xomumasoMy CPCP  y 20-30-Ti poKM MHMHYJOTO CTOJITTS T€HETHKa 3aiiMaia
MPOBIIHI MO3HUIIIT Yy 1i po3BUTKY. OCOONMMBO MIUPOKHK PO3Max MOCIIKCHHS 3 T€HETHKHU
moauuau B CPCP nabyBatots B 1932 poiri, kosu OyB opraHizoBanuii Mennko-010J10TT4HHMA
iHcTuTyT. Ilpodecop C.I'.Jlesim (nupekTop MenuKoO-reHeTU4HOro 1HCTUTYTY B 1930 -
1937 poxkax) nOCHiIKyBaB T€HETUKY LYKpoBOoro naiadery. CHiBpOoOITHHKM 1HCTUTYTY
BHUBYAJIM T'€HETUKY BUPA3KOBOI XBOPOOH, JAbTOHI3MY, CXUJIBHOCTI 10 TIIEPTOHIL 1 T.1. Y
Il POKH PAASHCBKMMH BUYEHUMH OYIIU B00CKOHANEHI MemoOu BUBYEHHS XPOMOCOM 1
Kynomugysauus neuxoyumie aroounu (A.I.Anopeac, M.C.Hasawun, [I'.K Xpywos,
I1.1.7Kusaco 1 i1.), Po3modato BUBYEHHSI XPOMOCOMHOTO KOMIUIEKCY JIOJUHU (IIPABUIBHO
inenTudikoBani nepmii 10 xpomocom). PaasHChKI MOCHIAHWKA BIOPUTYJ MiTIANUIH 10
BIIKDUTTA pOJII XPOMOCOMHHUX alOepaliil y pO3BUTKY CHAaJKOBUX XBOpoO, sike Oyi0
3pobraeno mizHime (50-ti poku) Bueanmu Ppannii, CIIA, Anrmi. ¥ 1932 - 1937 pokax
CHiBpOOITHUKKM MEIUKO-TeHETUYHOIO 1HCTUTYTY, SIKUA OyB y TOM 4Yac MIXHApOJHUM
HAyKOBUM LEHTPOM, JOCIIKYBAJIU BEJIUKY KUIbKICTh MOHO- 1 IM3UTOTHUX OJIM3HIOKIB, a
TaKOX BHUBYAJIM IIOTOMCTBO NUIOOIB MDK poaudaMu. Y TOM Yac B 1HCTUTYTI
BUKOPUCTOBYBAJIMCS KOMILJIEKCHI METOJM BHUBYEHHS TEHETHUKU JIOJMHU (KIIIHIKO-
TCHEaJOTIYHHM, MOMYJISAIHHO-CTATUCTUIHUMN, OJTM3HIOKOBUH, ITMTOTCHETUIHU ).

Ha oxamp, B 1937 pomi Meauko-reHeTUYHUNA 1HCTUTYT OyB  3aKpHUTHHA
posnopsakeHHsaM Cranina. Tuibku yepe3 20 pokiB 3apyOikKHI HUTOT€HETUKH 1IN
JI0 TOrO PIBHA JOCHIDKEHb 1 3MOTJIM 3'ICYBaTH XPOMOCOMHY €TIOJIOTII0 JIESIKUX
3aXBOPIOBAHb.

VY mepion 3 1948 nmo 1965 poky reneruka goauHU 1 MeaudyHa reHeruka B CPCP
Maike He pO3BUBANIMCA. 3 JiKBijamiero B 60-X pokax MOHOIOJIBHOTO CTaHOBHINA B
Olosrorii mkonam akamemika 1. /[. Jlucenko modasiocs BITHOBJICHHS B KpaiHi HayKOBO1
T'CHETUKH.

VY 1964 poui B yHiBepcUTETaxX KpaiHU CTajlyd BHUKJIAJATH T€HETUKY JIOJAWHHU, a B
MEIUYHUX THCTUTYTaX - KypC MEIMYHOI I'eHETUKH. 3HAYHWA BHECOK y PO3BHTOK HAyKH
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Baecin M.I1/[yoinin, J[./[.Pomawos, b.b.E¢poimcon, M.Il.boukos 1 Garato I1HIINX
BUCHUX.

B Vkpaini iHTEeHCUBHUI PO3BUTOK I'€HETUKH JIFOAUMHU po3noyaBcs B 1968 poii. Kypc
TCHETUKHU JIIOJMHU 3 OCHOBAaMH MEAWYHOI TEHETUKH BHUKJIanaeThcsi B KuiBcbkoMy
yHiBepcuteTi iMm. T.I'.IlleBuenka. JlocnmimkeHHss B ikl ob6jacTi BeayTh CIIBPOOITHUKU
KuiBchbkOro MeIMYHOrO 1HCTUTYTY, Kadenpu reHetuku Ta cenekuii KAV, cniBpoOiTHUKH
[HCTHTYTY MONEKynsipHOi Oionorii 1 reHeTnky HarioHanbHO1 akazemii HayK Ta IHIII
HAyKOBO-JIOCJII/IHI YCTAaHOBH.

3HaUYHUIA BHECOK Yy PO3BUTOK HeuporeHeTuku 3poouB C.M./lasuoenxos (1880 -
1961). Bin 3anpornonyBaB kiacuikauiro 1 XapakrepucTtuky mnoHajg 100 3axBoproBaHb
HEpPBOBOI CHUCTEMH, BIAKPUB OaraTo 3aKOHOMIPHOCTEM iX BHUHHMKHEHHS Ta THepeoiry.
[IpoBiBIIM KIIHIYHUNA aHali3 POJOBOMAIB, TOKa3aB, IO MOPSA 3 MOpsIMUM e(eKToM,
MYTaHTHHM T€H aKTUBI3y€ (QYHKIIO OUIBII CKIaJIHUX HEHPOTPONHUX CHAJTKOBHUX
dakTopiB, SKi MpU HOr0 BIJACYTHOCTI HE BHSBISNIOTHCS ab0 nil0Th ciabko. OTxe,
YUCJIICHHUA KIIHIYHUNA TOJIMOP(I3M CHMATKOBUX XBOPOO TOSICHIOETHCS B3a€EMOJIIEIO
OCHOBHOI'O MYTAaHTHOro reHa 3 1Hmmmu reHamu. C.M. JlaBunenkoB nepumum B CPCP
M0YaB MPOBOJAUTH MEIUKO-TEHETUYHE KOHCYJIbTyBaHHS. Benukwii BIJIMB Ha PO3BUTOK
MEJIUYHOI TEHETUKH Mayik podoTu mmkoau [.A.JIeBUIILKOTO 3 BHUBYEHHS XPOMOCOM
JIOJIMHU 1 TBApUH.

HuHi mocuneHHs yBaru A0 BUKJIAJaHHS T€HETUKU JIIOJUHU Ta MEIUYHOI T'€HETHUKH
xapakTepHo st O6aratbox Kkpain. Hampuxnaa, B CLLIA B 80% By3iB uuTaroTh 00paHi
KypCH T€HETHUKH JIFOJUHHU, CTBOPEHI (paKynbTeTn reHeTuku abo ii BiamineHHs. binbmiicts
HAayKOBUX 3apyODKHUX >KypHAJIIB 3a OCTAaHHI POKHM 30UIBIIMIM YHUCIO IMyOJIKamiid 13
MATaHb T€HETUKU JIOAUHU. [IuToma Bara ix nocsrae 20 - 30%.

["'onoBHUMU, HEBUPIIIICHUMY TIOKU TUTAHHSAMU TCHETUKU JTFOJUHHU €:

1) 3'ascyBaHHS TE€HETHMYHUX MEXaHI3MIB JU(EPEHLIIOBaHHA KIITUH 1 TKAaHUH
JIIOJICBKOTO OpraHi3My, HOTO POCTY 1 PO3BUTKY; MEXaHI3MIB Ju(depeHIliaabHO1 aKTUBAIli
TeHiB, TOOTO SKMM YMHOM B PI3HUX KIITHHAX 1 Ha PI3HUX CTaHisAX PO3BUTKY OpPraHi3My
BKJIFOYAIOTHCS Pi3HI TE€HU;

2) poJib TETEepO3UCy Y PO3BUTKY JIIOJAWHHM, Yy BH3HAYCHHI HOro (I3WYHUX Ta
IHTEJNEKTyaJIbHUX 3/110HOCTEH;

3) 3'acyBaHHS CTPYKTypu reHoMy (OyZOBH XpPOMOCOM Y BUIIUX TBAPUH 1 JIFOJAWHH,
oprasizaliisi TeHETUYHUX JIOKYCIB, KUTBKOCT1 Ta POJIl OKPEMUX I'€HIB).
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Jlexknis 2. MeToay reHeTHKH JIOAUHHA. ['eHeaJorivHnii MeTox

Huni anTpomoreHervika BMIJIO TMO€JHYE SIK TPAAUIIHI METOIU, SIKl
chopmyBasiuca 3 yaciB @. ['asibToHA Ta pO3BUTKY MEHJENI3MY, TaK 1 Cy4acHl METOAU
IIUTOT€HETUKH, MOJICKYJISIPHOI 010710711, 010X1Mii Ta 1HIIIMX HAYK.

HaiinommupeHimuMu MeToaMu TeHETUKY JIIOANHH €:

1) reneanoriuauii a00 METOJT aHAJTI3y POJOBOJIIB;

2) MeTo]1 cHOCIB, BKIIFOYAIOUX OJTM3HIOKOBUH METO/I;

3) HUTOTCHETUYHUI;

4) 010XIMIYHMUIA;

5) MOJIEKYJIIPHO-T€HETUYHUH;

6) OHTOr€HETUYHHIA;

7) nomysAIIHHO-CTATUCTUYHUI.

KoxeHn 3 mux MeTomiB, B3ATU OKPEMO, Ma€ CBOIO MEpeBary i CBOi HEIOJIKH.
MakcumanbHO iH(pOpMAIIHHUM € 00'€THaHHS ITUX METOJIIB 1 MOPIBHSJIbHA OIlIHKA
OTPUMAHHUX PE3YJIbTATIB.

OCHOBHUM  METOJOM BHUBYCHHS  XapakTepy CHAAKyBaHHS O3HaK €
riopugonoriuauil ananiz. OgHak 1I0A0 JIIOAWHU BIH HE 3aCTOCOBYETHCS, OCKUIBKU
crenlajgbHO MIIOUpaTH MOAPYKHI Mapu Ta MPOBOJUTU CHPSIMOBAHE CXPEIlyBaHHS
JUTsl BUBUEHHS CHJIKyBaHHS O3HAK Y JIIOJIMHUA HEMOXKJIMBO. TOMY B aHTPOIIOT€HETHIII
BUKOPHUCTOBYETHCS CIEUPIYHUN METOT - TeHeal02iuHU.

Merton aHamizy poJIoBOiB a00 TeHealoriYyHUi METO]T 3aCHOBAaHWM HAa BUBYEHHI
CHAJKOBUX BJIACTUBOCTEH JIIOJIMHU 34 JAHUMHU CKJIAJCHOTO POJOBOY 1 HOTO aHAmi3y.
Bnepme Ttakuii miaxig OyB 3ampoNOHOBAaHUN AaHIJIHCBKUM BUYeHHMM DpeHcicoMm
lanbToHOM y 1865 polii 1 TPYHTYETHCS HAa MPOCTEKEHHI XBOpoOU (a00 03HAKH) B
ciM'i abo poAdy 13 3a3HAYEHHSIM TUIYy POJAMHHHUX 3B'SI3KIB MK WIEHAMH POJIOBOAY -
Memoo neoiepi.

['eneasioriununii MeTOA IIMPOKO BUKOPUCTOBYETHCS JJIsi BUPIMICHHS SK
HAYKOBUX, TaK 1 MPUKIATHUX TpoOsieM. Bin mo3Bose:

- BCTAHOBHTH CIIaJIKOBUI XapaKTep O3HAKH;

- BU3HAYUTH THI CTIAIKyBaHHS 1 ICHETPAHTHICTh TCHA;

- aHaJII3yBaTH 3HAYCHHS T€HA 1 MPOBECTH KapTYBaHHSI XPOMOCOM;

- BUBYUTHU IHTEHCUBHICTh MYTallIITHOTO TIPOIIECY;

- po3mudpyBaTH MEXaHi3M B3a€MO/I1i T€HIB;

- BCTAHOBHTH 3Y€IJICHE YCIIaJAKyBaHHS;

- TPOBECTH MEIUKO-TEHETUYHE KOHCYJIbTYBaHHS (SIKII0O MOBa HE WHIE PO
XPOMOCOMHI XBOPOOH, sIKI HE YCMAIKOBYIOTHCS 1 € HACHIAKOM MYyTaIllid, 3JaTHUX
3'SIBASATUCA B OyIb-IKOMY MTOKOJIIHHI 3aHOBO).
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Skimo pomoBiA CKIAMAETBCA TaKUM YHHOM, IO BiJg mpoOaHga oO3HaKa
IPOCTEXKYETHCS A0 MOTOMCTBA, TO 1l HA3UBAIOTh 2eHean02iYHUM Opegom (TeHealloris).
ko x pomoBim OyayrOTh Bif mpoOaHma 10 OaThKIiB 1 0 iHIMUX OUTBII JaICKUX
IpEeKiB, TO TAKUI POJOBI HA3UBAIOTh mabauyero npeokia. I'eneanorii OUIbLI 3pyyHi
JUTSl TEHETUYHOTO aHaJi3y, OCKIJIBKM B LIbOMY BUIIJIKy BCE TOTOMCTBO MOXOJIUTh BiJ
OJIHIET TOAPYKHBOT TTAPH.

['eneanoriuni gocmimxeHHs: gornoMoriau @. ['anbToHy BUBYUTH 3aKOHOMIPHOCTI
CIaJKyBaHHA PO3YMOBHUX 3ai0HocTedt mromamau. Ilepma pobora 3 TEHETHUKH
ncuxosioriyHux o3Hak «CrnajnkoBuit reniity @. NanpTona (1869) npucesiuena anamizy
POJIOBOAIB BUAATHUX JIFOAE. MeTo1 3aCHOBaHMI Ha MPOCTIH JIOTILI: SKIIO Oyab-sIKa
O3HaKa KOJYEThCA I€HAMH, TO, YUM OJIM)KUE CIOPITHEHICTh Jitoieh (ToOTO OiibIine
OJHAKOBHUX I'€HIB), TUM OLIbIIIE CXOKMMH OJIMH Ha OJHOTO 3a IIEI0 03HAKOI ITOBUHHI
Oytu i moau. Ock 4oMy OOOB'SI3KOBOIO YMOBOIO BHUKOPHUCTAHHS T'€HEAIOTTYHOIO
METO/Iy € HASBHICTh POJMYIB MEPIIOTO CTYMEHS CIOPIAHEHHS, 10 YTBOPIOIOTH TaK
3BaHy HykaeapHy ( «sSIepHY») CIM'I0, 10 SKOI BITHOCATHCA Mapu 0aThKO - HAIAJOK 1
CUOJIMHT - cuOMHr (pimHi OpaTu 1 cecTpu). BoHM - 1 TUIBKM BOHHM - MAarOTh B
cepenHboMy 50% 3arasibHUX TeHiB. Jlami, 31 3MEHIIEHHSAM CTYIIE€HS CIOPIAHEHOCTI
3MEHIIYEThCS YacTKa 3arajlbHUX TEeHIB, 1, MO CXEeM1 METOJy, Ma€ 3HMKYBaTHUCS
noAiOHICTh Jtofiei. Yum Olibllle MOKOJIIHE BKIIIOYAE B ce0e TeHealoriyHe JepeBo Ta
YUM HIUPIIE KOJIO POANYIB, TUM HaJIMHIIIE TOBUHHI OyTH OJCp)KyBaH1 Pe3yIbTaTH.

TakuM YMHOM, T€HEAJOrIYHMH METOJ MOKE JaTh IIHHI BIJOMOCTI TaM, 1€
BiIOMI TpsMi 1 HempsMi poauyl mpobaHma - BOJOJApS CHAAKOBOi O3HAKU TIO
MaTEepPUHCHKIN 1 OaTHKIBCHKIM JIIHISAX B PsAy MOKOJIHb, 1 A€ € JOCTATHS KUIBKICTh
HAI[aJKIiB B KOXXHOMY TMOKOJIHHI. 3a JOMOMOTOI T'E€HEaJOT1YHOTr0 METONy Oyiu
BIJIKPUTI BC1 B1JJOM1 HUHI MOHOT€HHI CMaIKOBI 3aXBOPIOBAHHS.

['eHeamoriuHuii METO/T JISKUTh B OCHOBI MEIMKO-TCHETUYHOT'O KOHCYJIBTYBAaHHSI

1 TEXHIYHO CKJIAJAEThCA 3 JIBOX €TamiB: 1) CKIIaJaHHs POJOBO/IIB; 2) TeHeaJoT1YHHMI
aHai3.
Cxknadanna poooeodis. 301p BIIOMOCTEH MPO CIM'I0 TIOUYHMHAETHCA 3 NPOOAHOA -
JIOJIMHU, XBOPO1 ab0 HOCIS JOCTIHKYBaHOI O3HAKH, ajieé HE 00OB'SI3KOBO BiJ] HHOTO.
[IpoGangom (abo nponosimom) mMoxe OyTH Oylb-iKa 3allikaBieHa oco0a, sKa
3BEpHyJacs 3a TMOpaJold B MEAUKO-TCHETHYHY KOHCYJBTAIII0O 3 TIPUBOIY
HMOBIPHOCTI HAPOKEHHSI 3JOPOBOT0 UM XBOPOI'O MOTOMCTBA.

Jliti omHi€el ciMetHOT Tapu HA3UBAKOTLCA cubcamu abo cubaineamu. Cim'a - 1ie
0aThKIBCHKA IMapa Ta iXH1 AITH, 1HOA1 OIBII IMIMPOKE KOJIO KPOBHUX poanUiB. PomoBiz
MO’K€ BUBYATH XapaKTep CHaJKyBaHHS OAHIET a00 AEKITHKOX O3HAK.

Uum GibIIIe TOKOIIHB MTPOCTEKEHO B POJIOBO/I1, TUM BOHA MOBHIIIE 1 TUM BHUIIT
IIaHCH Ha OTPUMAHHA JOCTOBIPHHMX BigoMOcCTeil. 30ip TeHeTH4HOi iH(popMarllii
IPOBOJUTHCS LUISIXOM OMHUTYBAaHHS, aHKETYBaHHSA, OCOOMCTOrO OOCTEXEHHS CIM'T.
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OnuTyBaHHS 3a3BHUYail MOYMHAETHCS 13 POAMYIB MO MATEPUHCHKIN JiHII: 0alyci i
Tiaycs 13 3a3HaYEHHSM OHYKIB, KOKHOI AUTHHH 0adyci 1 aimycs. Y poJoBia BHOCSTH
BIJOMOCTI PO BUKHUAHI, a0OPTH, MEPTBOHAPOKEHHSI, OE3ILT1/IHI IUTI00U Ta 1H.

[Tig yac ckmamaHHS POJOBOAY BEAETHCS KOPOTKUH 3amUC JAHUX MPO KOXKHOTO
yjieHa POJy 13 3a3HAYCHHSIM HOTO CIOPIAHEHOCTI MO BIJHOIICHHIO JI0 MpoOaHja.
3a3BU4ail BKa3yrThCs: MPI3BUIIE, 1M'Sl, T0-0aTHKOBI, JaTa HAPOJKEHHS 1 CMEPTI, BIK,
HAI[IOHAJIBHICTh, MICIIE TMPOXKUBAaHHSA CIM'T, mpodecis, HASIBHICTb XPOHIYHUX
3aXBOPIOBAHb B CIM'i, MPUYUHY CMEPTI MOMEPIHX 1 T.J.

[Ticns 300py BiOMOCTEH CKJIafaloTh TpadiyHe 300pa’keHHS POJOBOIY,
BUKOPUCTOBYIOUM CHCTEMY YMOBHHMX ITO3HAa4€Hb, 3alponoHoBaHuX B 1931 pomi
A.FOcToM 1 JOMOBHEHUX 1HIIUMH aBTOpamu (pUc.2).
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Puc.2. - CumBoH, 1110 BUKOPUCTOBYIOTHCS MIPU CKIAJaHHI POJOBOTY

L — snAEwni pflapT

BukoHyrouH 1110 poO0TY, BaXKJIUBO JOTPUMYBATHCS TaKUX MTPABUII:

1. CknagaHHsi poJOBOAY MOYMHAIOTH 3 MpoOanma. bpatu 1 cectpu mpoOania
PO3TAIIOBYIOTHCS B TOPSIIKY HAPOXKEHHS 3J1iBa HAPaBO, TOYUHAIOYH 31 CTApIIOTO.

2. Bci unenu po1oBo1y pO3TalIOBYIOTHCS CTPOTO MO MOKOJIIHHSAM B OJIMH PSI.

3. IlokoJiHHS TO3HAYAIOTHCSI PUMCHKUMU IU(PPaMH 3J1iBa BiJ POJIOBOAY 3BEPXY
BHU3.

4. ApaGcpkumu nudppamMu HyMEpPYEThCS MOTOMCTBO OJIHOIO MOKOJIIHHS (OAWH
psia) 3711Ba HAIPaBo.

5. Bkazyerbcsi BIK ujieHIB CiM'i ( OCKUIBKM J€Ki XBOpPOOWM TMOUYUHAIOTH
BUSIBJISITHCS B P13HI MEP10JIU OHTOTCHE3Y).

6. Big3HadaroTh 0COOMCTO 0OCTEKEHHUX YJICHIB POJOBOIY.
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[epin 3a Bce TOUHO BCTAHOBIIOKOTH JIarHO3 3aXBOPIOBAaHHSA Yy NMpoOaHia, TaK K
6araTo 3axBOpPIOBaHb, OCOOIMBO JOMIHAHTHUX, MAIOTh MHUPOKHUH momiMopdizm. [lpu
bOMY OIJISAAOTh SIKOMOTra OUTbIY KUIBKICTh Wi€HIB JaHoi ciM'i. [licis onutyBaHHS
npoOaHa 1 3'siICyBaHHS TOTO, XTO 3 HOT0O MpeAKiB, 0aThKiB, OpaTiB, CECTEP CTPAKIAE
Ha I[I0 HEAYTY, MaJIOIOTh POJOBIAHE NEPEBO 3 YpaxyBaHHSIM NPUUHATUX YMOBHUX
MO3HAYEHb.

Ha puc.3 B sKOCTI pHKiIaay MOKa3aHO IreHeajloridyHe JAepeBo CiM'T XBOporo Ha
ykpoBuii miaber. ['padiune 300paskeHHS POIOBOAY MOXKe OYTH BEpPTHKAJIbHO-
ropu30oHTaAIBLHUM (pHUC. 3) a00 pO3TallIOBAHUM MO KOJIy (B pa3l BEIUKUX JIAHUX).
Cxema poJoBOAY CYMPOBOIKYETHCS OMUCOM IO3HAYEHb MiJ] MATIOHKOM, SIKUH

AH w
T
j T T T X

Puc. 3. - PonoBin cimM'i xBoporo Ha IykpoBuii aiabdet: 1, 2 - mykpoBuit aiader; 3, 4 -

N

MO€IHAHHA LIYKPOBOTO J1a0eTy 3 OKUPIHHAM; 5, 6 - oxxupinng (3a J. bepaumesum, 1.
®. Kpusopyuxko, 1979).

Hanani 371iCHIOTh 2eHemuyHuil ananiz CcKiaoeHoz0 poooeoody, 3a SKUM
MO>KHA BU3HAYUTH:

1) Tun cmoankyBaHHS (2yTOCOMHO-JIOMIHAHTHHM, ayTOCOMHO-pPELIECUBHUM,
34YeIUICHUH 31 CTaTTIO 1 T. 1.

2) reHotuI 6aratbox 0cid poaoBoay (110,10 IEBHOTO I'eHA);

3) UMOBIPHICTh HAPOKEHHS AITEH 13 CMIAJKOBUM J1€(DEKTOM;

4) BUSIBUTU T€TEPO3UTOTHUX HOCIiB MYTaHTHOI'O T'€HA.

[Tin wac anHamizy pOAOBOJIB CIOYATKy BCTAHOBJIIOIOTH CHAJAKOBUN XapakTep
03HaKH. SKIIO B POJIOBO/II 3yCTPIYAETHCS Ta K cama O3HaKa (XBopoba) Kilbka pa3iB
y PI3HHX MOKOJIHHAX, TO MOXHA MPHUITYCTUTH 11 CMAJKOBY MPUPOIY, 32 BUHATKOM
denokomniii (KOAM TATOTeHHMM (AaKTOp BIUIMBAB HA OJKIHKY TMPOTATOM BCIX i
BariTHOCTel). Y BUMaaKy (eHoKkomiil MoTpiOHO mam'sTaTH, IO Ti K caMl npodeciiiHi
IIKIIJTMBOCT] 1 30BHINIHI YAHHUKHA BUKIMKAIOTh MOM10HI 3aXBOPIOBaHHS B YJICHIB
ofHi€el ciM'l. SIKII0 HEOOX1THO BUBHAUYUTH KUIBKICHI CITIBBITHOIIEHHS PO3IICTUICHHS 3
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METOI0 BCTAHOBJICHHSI T€HOTHITY WICHIB POJOBOJY), aHAII3YIOTh JCKIJIbKA MOIIOHUX
POJIOBO/IIB.

Hamani HeoOXigHO BCTAaHOBHTH THIT yCHAAKyBaHHS O3Haku (abo XxBopoOm).
Binomo, 1110 pi3HI O3HaKK OpraHizmMy, a TaKOK OLTBUIICTh 3aXBOPIOBAHb MOXKYTh OyTH
0oOyMOBJIEHI SIK JOMIHAHTHUMH, TaK 1 PEUECMBHHUMHM T€HaMH, a TaKOX TI'€HaMH,
3YCIUICHUMH 31 CTaTTi0. ToMy, WMOBIPHICTh TPOSIBJICHHS Ti€i YW 1HIIOI O3HAKU B
MOTOMCTBI Oyie pi3Ha B 3aJI€KHOCTI BiJI TUITY CHaJAKyBaHHS.

JIinst BU3HAUEHHS THUIY YCHAIKyBaHHsS aHANI3ylOTh pOJOBIA 3 OTJsAy Ha
HACTYITHI MOMEHTH:

1) um 3ycTpidaeTbcs OOCHIPKyBaHa O3HAKa B YCIX MOKOJIHHIX 1 4yM Oarato
YJICHIB POJOBOJY € 11 BOJIOAPSIMU;

2) 44 OJJHAKOBa YacTOTa O3HAaKU B 0OCi0 000X crarel 1 B 0ci0 sIKOI cTaTi BOHA
3yCTpIYA€EThCS YACTIIIIE;

3) ocobaM sKOi cTaTi MepesacThCsi O3HAKa BiJ XBOPOro Oarbka abo XBOPOi
MaTepi;

4) un € B poAoBOAl CiM'i, B IKHX B 000X 370pOBHX OaThbKIB HAPOKYyBAIHUCS
XBOpI1 JITH, 200 B 000X XBOpUX 0aTbKIB HAPOKYBAIKCS 3J0POBI JITH;

5) sika yacTHHA MOTOMCTBA Ma€ YCMaJKOBaHY O3HAKy B CIM'SiX, 1€ XBOPUH
OJIVH 3 OaThKIB.

3aJIe)KHO BIJ JIOKami3aimii MYTaHTHUX TeHIB (B ayTOCOMi YU B CTaTeBid
XPOMOCOMI -T€TePOXPOMOCOM1) Ta OCOOJIMBOCTEN T€HHUX B3a€MOJIiN (JOMIHAHTHICT,
PEIECCUBHOCTh Ta 1H.) PO3PI3HSAIOTH TaKl HAWBAXJIMBIIII THMHU CIAJIKyBaHHS
MOHOTE€HHUX O3HaK (y TOMY YHCIIl CIaJIKOBUX 3aXBOPIOBAHb) JIIOAUHU:

1) ayTOoCOMHO-AOMIHAHTHHH (SKIIO JOMIHAHTHUM TE€H JIOKaJi30BaHUU B
ayTOCOMI);

2) ayTOCOMHO-PEIICCUBHMUIA;

3) ayTOCOMHO-KOJOMIHAHTHHUM (SKIIO ajeibHl TEHUW KOJAOMIHAHTHI Ta
3HAXOASATHCS B TOMOJIOTIYHUX ayTOCOMaX);

4) X-34ernaeHui TOMIHAaHTHUH;

5) X-3ueruieHui perecuBHUM;

6) Y-3uerieHui TUIl;

1) muToTUTa3MATUIHUH THII.
3aie)KHO Bij] THITY CTIQJKyBaHHS 3arajibHa KapTHHA POJIOBOIY BUTJISIIAE MTO-Pi3HOMY.

1. 3a aymocomHo-0oMiHaHMHO20 CNAOKy8aHHs O3HAKa MPOoOaH/Ia Mepe1acThCs 3
MOKOJIIHHA B TIOKOJIIHHS ocobaMm Oynb-skoi crari. [Ipu 11bOMy MyTaHTHHI Te€H
JIOKaM30BaHUN B ayTOCOMI Ta TPOSBISETHCS SK B TOMO3UTOTHOMY (AA), Tak 1 B
reTepo3uroTHoMy (Aa) craHi. 3a TaKMM THUIIOM YCHAaJAKOBYIOTBCS: OpaxiIaKTHIis
(BIACYTHICTh ~ JIBOX  AMCTaIbHUX  (pajlaHr  MajdbliB -  KOPOTKOMATICTh),
XOHAPOAUCTpOodIYHA KapJIUKOBICTh (aXOHIPOIUIA3is), KaTapakTa oO4ed, KPUXKICThb
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KICTOK, BECHSIHKYBATIiCTh, CHHAPOM Mapdana ( "maBykoBi nanbii"). 3a ayTOCOMHO-
JOMIHAHTHUM THIIOM YCHAJKOBYIOTbCS TAaKOX HOPMaJIbHI MOHOIE€HHI O3HAKH
JIOJUHU: TEMHUW KOJIp OYeHd, KydepsBe BOJIOCCS, NPSIMUI HIC, sIMOYKa Ha
nig0opiai, paHHE OOJUCIHHS B 4YOJIOBIKIB, OUIMNA JIOKOH HAaJa 4YOJIOM, 3JaTHICTh
3rOpTaTH S3UK B TPYOOUKY 1 T.1I.

KiinigH1 nposiBlIeHHS XBOPOOW MOXKYTh 3HAYHO BapilOBATH B 3aJICKHOCTI BiJl
€KCIIPECMBHOCTI Ta TEHETPAHTHOCTI TeHa. Excnpecusnicmv cewa — 1€ CTYIIHb
(EeHOTUITHOTO TIPOSIBICHHS T'eHa (B HAIIOMY BHMAJAKYy - TSKKICTh 3aXBOPIOBAHHS).
[Ipy BHCOKIN EKCIIPECHBHOCTI T€HAa PO3BUBAETHCS BaXKKA, YacTO 3 JIETAIHHUM
pe3ynbraToM, (opma 3axBOpDIOBaHHS, MPU HU3bKIM - JIOJWHA 30BHI 310pOBa.
JIOMiHAaHTHUI T€H MOXXE€ MaTu pI3HUH CTYHiHb E€KCIPECHUBHOCTI, IO YCKIJIAIHIOE
BCTAaHOBJICHHS ayTOCOMHO-JOMIHAHTHOTO THUITy CHajKyBaHHsA. Hampukian, npu
BaxXKkuX (opmax cuHapomy MapdaHa crnocTepiraroThCs: KIACHUYHE YPaKeHHS
KICTKOBOI CHCTeMH (CK0J1103 a00 Kiockoios, aedopmarlisi TpyAHHI, BUCOKUH 3pICT),
HOpYLIEHHS 30py (IBOCTOPOHHIA BUBHMX KPHILTAINKA) 1 CEPLEBO-CYAUHHOI CUCTEMHU
(po3mupenHs aopth). CroCTEpiratoThCsl TAKOXK CTEepTI popMu cuHApoMy Mapdana,
AKl HE J1arHOCTYIOThCS (acTeHIYHa CTaTypa, apaxHOJAKTWUJIA - "MaByKOBl1 maybii",
HeBenuka wiomis). CnaOKo BUpaKeH1 KIIHIYHI (OPMH XBOPOOM MOXKYTh JETKO
IPOITYCKATUCS, TOJ1 POAOBIA TaKOXK BTpavae CBIA "KIACUUHUNA" BUTIISL, 3'SIBISIOTHCS
NpOMyCcKHM mokomiHb. KpiM TOro, He BCI ayTOCOMHO-IOMIHAHTHI XBOpPOOH
NPOSBJISIIOTHCA Yy BCIX WIIEHIB poAMHHU. YacToTra MposBIEHHS JOMIHAHTHOTO TEHA
cepel ycix HOro HOCIIB Ha3WBA€ThCS neHempanmuicmio. BoHa BU3HaYaeThCs
BIIHOIIIEHHSIM KUIBKOCTI 0OCI0, IKi MalOTh 110 XBOpoOy (abo 03HaKy) A0 KIIBKOCTI
oci0, fKI € HOCIIMU JIaHOTO T€Ha, BUPAXEHOMY B BifcoTKax. Hampukian,
MEHEeTPAHTHICTh aTepockiiepo3y ckianae 40%, cunapomy Mapdana - 30%,
petunobnactomu - 80% 1 T.0. SKIIO NpU JOMIHAHTHOMY THIIl CHAJIKyBaHHS
TEOPETUYHO CJII OYIKYBaTH YPaKCHHMH IOJOBUHY BCiX JITEH, TO NMEHETPAHTHICTh
MOKHA OOYMCIIUTH IUICHHSIM KUTBKOCTI XBOPUX JITEH B 1aH1i CIM'T Ha TTOJIOBUHY BCIX
Hapo/pKeHMX giTed. Hampukinan, B BOCBMH  CIM'IX  OJHIET POAWHH TIPH
TeTePO3UTOTHOCTI OJTHOTO XBOporo 6arbka 3 60 miteir 10 € XBOprMH Ha T€ X came
3aXBOPIOBAHHS. SIKa MEHETPAHTHICTh MATOJOTIYHOIO T'€Ha B LI poauHi? Y oMy
BUIAJIKy TIEHETPaHTHICTh TeHa (P) nopiBHIOBaTHME:

p=—2 _1%_1/3 10610 33 %, 260 0.33.
60:2 30
Tomy WMOBIpHICT HApOKEHHS XBOpPHX [ITed 3 JaHUMU JOMIHAHTHUM
3aXBOPIOBAHHAM y LIl poauHi cknagatume He 0,5, a 0,5 x 0,33 = 0,165, a6o 16,5%.
OTxe, 3a pI3HUX 3aXBOPIOBaHb MEHETPAHTHICTh I'€HA, L0 iX CHPUYMHIOE, pI3HA Ta
3aJIEKUTh BIJl BIUIMBY (DaKTOpIB CEpEOBHINA Ta TIEHIB - MOAM(PIKATOPIB O3HAK

MIEBHOT'O OpraHi3My.
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JIropuMHa 3 MAaTOJIOTTYHOK JOMIHAHTHOIO O3HAKOI0 Maike 3aBXKIU IeTepO3UTOTHA.
Sxmro, HapuKIIAM, JTIOJAWHA 3 MIECTUTATICTIO (TTOJIIIaKTIIIEI0) BCTYMAE B MUTIOO 3
HOPMAJIHOIO I'SITUNAJIO, TO WMOBIPHICTh Mepefadyl JOMIHAHTHOTO T'€Ha JIUTHHI
CKJIaJlaTUME Y2, TOMY IIOJOBMHA AITeH (32 YMOBHU IX JOCTaTHHOI YHCEIHHOCTI)
MaTUMYTh O3HAKy TMOJIJAKTUIli, OCKUIBKM IEHETPAHTHICTh TEHAa TMOJIJaKTUIIl
nopiBaioe npubauzHo 100%. MonoreHHo oOyMOBJEHI JOMIHAHTHI XBOpOOH B
HAWUTIPOCTIIIMX BHUIAJKAX YCHAIKOBYIOTbCS TaK caMmo, AK 1 MOJIAaKThiIis (3
NMOBIPHICTIO HapODKEHHS XBOPUX JiTeH B ciM'T XxBoporo 72 abo 50%). Ane He Bci
JOMIHAHTHI TE€HM MalOTh TOBHE NpOsBIeHHS. Tak, y BHIAIAKYy OTOCKJIEPO3Y
JOMIHAHTHUN Te€H BUSBISAEThCS (QeHotunHo aume B 50 % 1HOUBIAIB, TOMY
UMOBIPHICTh HAPOKEHHS XBOPOT AUTHHH CKJIalaTUME HE 2, a /2 X Y2, ToOTO 0,25 % .

He Bci 3axBOproBaHHS BUSBIISIOTHCS BiApa3y K MPU HAPOIKEHHI. [HOA1 Baxkke
JIOMIHAaHTHE  3axXBOPIOBAaHHS  PEECTPYEThCA  TIIBKM Mg dYac abo  michs
penpoaykTuBHOTO Tiepiomy. Hampuknaa, xopes ['eHTHHTrTOHa (ZereHEpaTHBHE
3aXBOPIOBAHHS HEPBOBUX KIITHH Yy 0a3ajbHUX TaHTIIAX, [0 TPU3BOJUTH [0
MUMOBUIBHUX PYXIB, 3MiH OCOOHMCTOCTI 1 MOCTYIIOBO HApOCTAIO4Oro Ci1aboyMCTBA)
3a3BU4yail NposiBisieTbed B 35-60 poOKiB, TOMy MpU HPOrHO3YyBaHHI MOJIOHUX
3aXBOPIOBAaHb MPOBOJIUTHCS 00UUCIIeHHS 3a popmyroro ProsiHa:

K=200xM):3(B—ai)xa
ne K — iMOBIpHICTb 3aXBOPIOBaHHS, 110 MPOTHO3YETHCSA; M - KIJIBKICTh XBOPHUX; B -
KUIBKICTh YCIX CIIOCTEPEKEHb; a1 - KUIbKICTh 0C10, 110 HE JIOCATIIM KPUTUYHOTO BIKY;
a2 — KUIBKICTh OCI0 y KpUTHUYHOMY Bimi. Takum 4YWHOM, ISl aHAJI3y KUIbKICHUX
3aKOHOMIPHOCTEH pO3ILICIUICHHS B IMOTOMCTBI JOBOJAUTHCSA, AK 1 mpu poOOTI 3
pPOCIIMHAaMH 1 TBapUHAMHU, I1JICYMOBYBAaTH KUIbKa T€HEAJIOT1H, a MaTepiall 00poOiIsSTH
CTaTUCTUYHO. AJie JUIsl JIIOAWMHH, Ha BIIMIHY Bl POCJIHH 1 TBAPUH, MOXOHKEHHS SIKUX
BIJIOMO, CKJIQJHICTh IMOJSITa€ B JIOKa3l TEHOTHUIIHOI OJHOPITHOCTI OaThKIB -
pOJIOHAaYaNILHUKIB TeHeanorii. Ha pucynky 4 300pakeHi JB1 reHeasorii:

QTEI
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Puc.4.- [Ipukian ABoX poJOBOAIB JIIOJAWHU, 32 AOIIOMOTOI0 SIKUX MOKHA 31ACHUTH

KUIBKICHUHM aHaJi3 pO3IIETUICHHS 03HAKU
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[Ipu posrmsami iX BUAHO, IO B IOTOMCTBI XBOpHUX OaThKIB MaiikKe 3aBXKJIH
3'SIBIISIFOTHCST XBOP1 JIITH, MPUIOMY Y KOKHOI XBOPOi TUTHHH Xo4ua O OAMH 3 OaThKiB
000B's13k0BO xBopuid. OTXKe, aHaTi30BaHa XBOpoOa YCHAJKOBYETHCS SIK TOMIHAHTHA
o3Haka. /g aHamizy KUIbKICHHX CHIBBIJHOIIEHb NPH PO3MICIUIEHHI HEOOX1IHO
MiJICYMyBaTH HaIaJKIB y MIII00aX XBOPOTo 1 340pOBOro OaThKiB. Y TeHealorid Ha
pucyHky 4 takux nuro0iB 11. OgHak y JIBOX NEpIIMX POJAOHAYAIBHUX IITH00ax
MOXO/PKEHHSI XBOPUX HEB1IOMO (4 Oynm ixHI OaThbKU XBOpPUMH a0 3J0POBUMH),
TOMY JJIsl BUPIBHIOBAHHS MaTepiaiy iX 13 aHaIi3y BUKIIOYAIOTh.

VY pemty AeB'AThOX MITI00AX, /1€ TOYHO BiIOMO, IO XBOPUH OATHKO TTOXOIUTH Bij
nuT00y XBOPOTO 1 370pOBOro 0aThKiB (TOOTO € TeTepO3UTOTHUM), HAMuyeTbes 16
310poBUX 1 16 xBopux aiTel. [{e criBBIHOIIEHHSI TOYHO 301ra€THCS 3 BIAHOIICHHSIM
1: 1, To6TO BIANOBIAAE CHIBBIAHOIIEHHIO PO3LIEIJICHHS! TEHOTUIIB MPU CXPEIlyBaHHI
Aa x aa. OTKe TeHOTHUIT XBOPOTo MOAPYX K - Aa, 310pOBOIO - aa.

PeriecuBH1 ayTOCOMHI T€HH 3HAXOAUTHUMYTHCS B MOMYJISALISX JIIOJAUHHU y OUTBIIIHA
KOHIIEHTpAIlii, SKIIO iX HOCIi (aa) 3MaTHI BCTyNaTy B MUTIO0 1 JaBaTH MOTOMCTBO. B
IIbOMY BHWITQJIKy CTalOTh IyK€ WMOBIpHUMHU TUTIOOM aa X Aa, B TOTOMCTBI SKHX
yCHaJKyBaHHs JaHOI O3HAaKW OyJie IMITyBaTH CHAJKyBaHHS 3a JOMIHAHTHUM THUIIOM
1:1. Ane, 3HalOuM THUIl CHAJKyBaHHS, OCOOJIMBOCTI MPOSIBJICHHS IJOMIHAHTHUX 1
PEIECUBHUX T'€HIB HABITh y BHITAJIKy HEUHCICHHUX POJIWH, aje MPU IOCTaTHIN ix
KUTbKOCT1, MOKHA BCTAHOBUTH ICTUHHUHN XapaKTep yCHaJAKyBaHHS.

2. 3a  aymocomHo-peyecusHo2o0 CHAOKY8aHHS aHANII30BaHI O3HAKU B JCSKHUX
MOKOJIHHSAX HE 3 ABISIIOTBCS, XO0Ya B IIONEPEIHIX BOHU Oyiad, MpPH IbOMY
BIJI0OYBAETHCSI HEMOB O «IepeCcTpUOYBaHH O3HAKU Yepe3 MOKOMHHS. J[1TH 3 Takoro
03HAKOIO0 MOXYTh 3'SIBUTHUCS B OATBHKIB, fK1 il HE MaJIH.

3a ayTOCOMHO-PELIECHBHUM THUIIOM YCHAaJKOBYIOTHCS O3HAKH: pyJe BOJIOCCH,
anbO1HI3M, CXWIBHICTh J0 MOJIOMIENITY, LIYKpPOBUM [1a0eT, (QEHIIKETOHYpIis Ta iH.
baTbku HOCISI PEIIECUBHOTO I'€Ha, 1110 CIIPUYMHIOE 3aXBOPIOBAHHS, YaCTIIIE 3/10POBI,
OCKUIBKH € TeTepO3UTrOTHUMH HOCISIMU 1bOTO TeHa (Aa x Aa). Ilpu Takomy mnuito6i
TOMO3HUTOTHI XBOpPI MOXYTh 3'ABISATHCS 3 4acToToro 25%, a mpu oOMExeHii
YUCENBHOCTI JITEH, HAPUKJIIA, IBOX y POJMHI, TOsIBA 000X XBOPUX AITEH TOPIBHIOE
N00yTKY IMOBIPHOCTEHN.

Bimomo, 1m0 dYactoTa BUHUKHEHHS CHAJKOBHX ayTOCOMHO-PEIECUBHUX
3aXBOPIOBAHb 3HAXOAWUTHCS B NPSIMIA 3aJ€KHOCTI BIJ CTYNEHS MOLIMPEHOCTI
MYTAHTHOT'O T€Ha cepe]] HaceleHHs. YacToTa Takux XBOpoO 0COOIMBO MiABUILYETHCS
B 130JIATaX 1 CEpell HACEJIEHHS 3 BUCOKMM BIJCOTKOM KPOBHOCHOPIAHEHUX IILIIOOIB.
Taki mTroOM HEraTHBHO BIUIMBAIOTh HA CITQJKOBICTH, HA IO BKa3ye TOH (akT, M0
pO3yMOBa BIJCTANICTh Cepel AITEH BiJ POAWHHUX INLIO0IB Yy 4 pa3u BuUIllle, HIX B
CIM'SIX 13 MaHMIKTHYHMUMHU  1uiro0aMu. B 13omsaTax (HEBEJIMKUX MOMYJISIIAX,
BIJIOKPEMJIEHUX BIJ I1HIIMX JIFOJACBKUX TMOMyJSAUid reorpa@lyHUMU, KacTOBHMH,

24



pEeNrifHUMH Ta I1HIIMMHU OaphepaMH), YacTOTa CHAJAKOBUX 3aXBOPIOBaHb MOXKE
CYTT€BO 3poctatu. Tak, B ogHOMY 3 BiagajeHux mnoceneHb lIBeinapii cepen 2200
xuteniB Oyno BusiBieHo 50 rimyxonimux 1 200 yomnoBik 13 nedekramu ciayxy. Cepen
iHaianiB [laHaMu iICHYIOTH 130J15TH, B SIKUX 4acTOTa ajibOIHOCIB CTaHOBUTH 1: 132,
ToAl SK B momyssmisx kpaiH €Bpornu -1: 20000. TakiM 4YuHOM, TreHeaJOT14H1
JTOCIIDKEHHST 3  YCIEI0  OYEBMJHICTIO TMOKa3aM HeOaXaHICTh  YKJIaJACHHS
OJIM3BKOCIIOPITHEHUX TUTIO01B.

Haiinpocrimie BUBUaTH XapakTep YCMaJKyBaHHS O3HAKW MPU aHATI31 TOTOMCTBA B
nuiro0ax, /e MOAPYX K MAlOTh OJIHAKOBI O3HAKU. AJie B yMOBax HEYHMCICHHOCTI
JITEeH y poAMHaX IbOTO KPUTEPit0 HelocTaTHhO. [logBa ogHOr0 abo IBOX 30POBUX
JIiTe y cCIM'T 1€ He BHUKIIYAE MOXKJIHUBOCTI TMOSBH XBOPOTO, SIKIIO OaThbKU
reTepo3urotHi. ToMy JOBOAMUTHCS BIABATHUCS JO OJHOYACHOIO aHAli3y JEKIIbKOX
POJOBO/IIB 3 TIEHO K 03HAKOIO.

[Ipn ayTOCOMHO-pEIleCUBHUMY THIIl CHAJAKyBaHHA (K 1 MpPU ayTOCOMHO-
JOMIHAHTHOMY) MOXJIMBA pi3HA CTYIIHb EKCIPECUBHOCTI Ta IEHETPAHTHOCTI
o3Haku. Jlo 3axBOpIOBaHb 3 ayTOCOMHO-PELIECUBHUM THUIIOM YyCHaJKyBaHHS
BITHOCSITBCA OUIBIIICTE XBOPOO OOMIHY pPEYOBHH, cepell AKuX (HEHUIKETOHYpIs,
rajakTo3emis, aab0iHI13M, MYKOBICIIHI03, MITMEHTHA Kcepojaepma (pak HIKIpH) TOIIIO.
BcranoBiieHo, 110 pelieCBHI 3aXBOPIOBAHHS YACTIIIE J1arHOCTYIOThCS B PAaHHbOMY
BILIl.

3. Henosne oOominysanusi ~ COPUYMHEHO MPOMDKHHMM TIPOSBOM O3HAKU TpHU
reTepO3UTrOTHOMY CTaHi anenei (4a). 3a THIOM HETIOBHOTO JOMIHYBaHHS B JIFOJAWHU
YCHAJKOBYIOThCSI OMYKIICTh T'y0, pO3MipH poTa Ta OY€H, BIACTaHb MIXX OYMMa, HIC
CepeaHIX pO3MipiB TOIO.

4. Kooominysanus CUpUIMHEHO B3a€MO/IIEI0 IOMIHAHTHUX ajiejiel IBOX T'€HIB Y
reTepO3UTOTHOMY CTaHi, MPH I[bOMY KOXXHUH ajellb JeTepMiHy€e CBOIO O3HaKy. Y
JIOJMHU 32 TUIIOM KOJOMIHYBaHHSI YCHAJKOBYIOTbCS Tpynu KpoBi cuctemu ABO,
MN. V nonynsmii Moxe OyTu He niBa, a Outbine (moHan 100) anenpHuX reHiB. Tak,
rpynu Kposi cucteMu ABO BH3HAuYarOTLCS TPhOMA anensamu oaHoro rema: 14, I8, 10,
Ane B TEHOTHMNI JUIUIOIHOTO OpraHi3My MOKe OyTh He Oiiblle JBOX alieliel.
B3aemonis reHiB Ipu MHOKMHHOMY ajleni3Ml MOKe OyTH pI3HOMaHITHOK. B ogHOMY
BUIAJKY MOXeE OyTH JIOMIHYBaHHS OJHOTO ajelisd Haj 1HIIUM, B 1HIIOMY BHUMAJKY -
JIOMIHYBaHHSI 000X ayened (KOAOMIHYBaHHsS), B TPETbOMY BHIIAJIKy - YTBOPEHHS
MOCTIAOBHUX PAIB AoMiHyBaHHs. [Ipu moeananni ABoX ajneneit rpymnu kpoBi A1 Oy
cy0'ekTa Oyzae apyra rpymna KpoBi, OCKUIBKM ajuielib A noMiHye Hajn amienem O, a
Ipu MoeHaHH1 aneneld A 1 B y reHotumi ¢popMyeThCst 4eTBepTa rpyra KpoBi CUCTEMH
ABO, ockinbku 00u/1Ba aneni B3aEMHO JOMIHYIOTh (KOJIOMIHYBaHHS).

5. Haooominysaunsi MOB'SI3aHO 3 TUM, IO B sl BUOAAKIB JOMIHAHTHI T'€HHU B
TeTEPO3UTOTHOMY CTaHI BHSIBIISIIOTHCS CHJIBHIIIMMH, HDK y TOMO3WUTOTHOMY. lle
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HOHATTSA KOpeNtoe 3 e(PEeKTOM TeTepo3ucy 1 MOB'I3aHe 3 TAKUMHU CKJIaJHUMU
03HaKaMH, K KUTTE3/IaTHICTh, 3arajbHa TPUBAIICTh )KUTTS Ta 1H.

['enu, nokai3oBaHi B 22 napax ayToCcoOM JIFOJIMHH, BUBYEHI MaJo. Biabil MOBHO
BHBYEHA JIOKaNi3allis FeHIB y CTAaTEBUX XPOMOCOMaX.

6. Ycnaokyeanns osnak, 3uennenux 31 cmammio. PaHillle HamMu pO3IIISIABCS
XapakTep YyCHaJKyBaHHA TE€HIB, IO 3HAXOIAThCA B ayTOCcOMax (HECTaTeBUX
xpomocomax). TyT o3Haka (ab0 3axBOpIOBaHHS), CHPUYMHEHA TMEBHUM T'€HOM,
3yCTpIYaeThCsl B OJIHAKOBIM Mipi B 0Ci0 K YOJO0BIUOi, TakK 1 >kiHOYOi crari. OMHAK
ICHYIOTh CHAJKOBI 3aXBOPIOBaHHS, IO BPaXarOTh TUIBKK OJHY CTaTb. BoHHM
o0yMOBJIeH] po3TantyBaHHsIM nedexTHux reHiB abo B X-, abo B Y- xpomocowmi. Lli
Ie€HU Ha3UBAIOTBbCS 2eHaMu, 3yeniieHumu 3i cmammio. IHIIA Tpyna TEeHIB MUISAXOM
KPOCHUHT'OBEPY 3MIHIOE CBIi JIOKYC 1 MTOCIIJOBHO B MOKOJIHHSAX KJIITHH MEPEXOAUTH 13
X-XpoMOocOMH B Y-XpoMOCcOMY a00 ayTOCOMY Ta HaBIMakW. Taki reHu Ha3MBAaIOTHCS
yacmkogo abo HenoeHo 3uenjieHumu 3i cmammio. Kpim TOro, sIKIo JOMIHAHTHHIA T€H
KOHTPOJIOE 03HAaKy (200 3aXBOPIOBAHHA) Ta JIOKATI3ZYEThCS B X-XPOMOCOMI, TaKH
TUIl CHNAJKyBaHHS HAa3UBaIOTh X-3uennenum Oominanmuum. SIKimo B X-XpoMocomi
JIOKaJ130BaHUN PELIECUBHUM T'€H - ycnaoKysanHs X-3uennene peyecusHe. B moaunu B
X-xpomocomi JokanizoBaHo moHaa 200 reHiB. SKIIO T€HU KOAYIOTh 20AAHOPUYHI
03HaKU, K1 TIEPEeIal0OThCs TIIBKKU B1J OaThKIB yCIM CHMHAM, TaKUil THUI CHAJKyBaHHS
HAa3UBA€ETHCS Y-3uenieHum.

CrareBi X 1 Y-XpoMOCOMHM HEOJITHAKOBI 3a BEJIUYHMHOIO (pHc.5). X-xpoMocoMma
METALEHTPUYHA, Y-XpOMOcOMa - akpoleHTpuuHa. OJHE IuUlede LUX XPOMOCOM
Maii’ke OJHAKOBE; JCsIKl BUCHI BBAXKarOTh, III0 B HUX JIOKAN30BaHI allclbHI T'CHHU.
[Hme nnede HeogHakoBe: B X-XPOMOCOMHM BOHO BEJIMKE, a B Y-XPOMOCOMHM -
MaJIeHbKE.

VIR

Puc. S. - CnpomeHa CX€Ma CTaTeBUX XPOMOCOM JIIOJUHU. YMOBHi Nmo3Ha4yeHHs: | -
TOMOJIOT1YHI AUTAHKH X- 1 Y-XpOMOCOM (MICTSITh pPEIeCHBHI T'€HH, 110 OOYMOBIIOIOTH PO3BHTOK
3arajibHOi KOJIbOPOBHI CIIIMIOTH, IMITMEHTHOI KCEPOAEPMH, PO3MICIUICHHS TyOW Ta TigHeOiHHS
TOIIO); 2 - HETOMOJIOTIYHA AUMSAHKA X-XpOMOCOMH; MICTUTh, KPIM T€HIB, 1[0 BU3HAYAIOThH KIHOUY
CTaTh, PEICCHBHI (U KIHOK) 1 JOMIHAHTHI (JII1 YOJIOBIKIB BHACIHIJOK IX T€MI3UTOTHOCTI) T€HU
remMo(inii,  JaTbTOHI3MY,  HELYKPOBOro  niaGeTy,  OONMCIHHSA, M'sS30BOi  aucTpodii,
rimogocdareMigHOr0 paxiTy TOmO; 3 - HETOMOJIOTIYHA MAIISHKA Y-XPOMOCOMH; MICTHTH (KpiM

26



TCHIB, II0 BHM3HAYAIOTh YOJOBIYY CTaTh) I'€HM, IO KOHTPOJIOIOTH PO3BUTOK MNEPETHHOK MIX
MajgbllIMA Ta BOJIOXaTHUX BYX, IHINI O3HAKH, sKI TEPENarOThCsi BCIM CHHaAM Big OaThbka Ta
00yMOBITIOIOTh TOJAHAPUYHE CHAAKyBAHHS.

JloMiHaHTHI Ta pPEUECHUBHI I'€HHU, JIOKaJI130BaHI B TOMOJIOTTYHMX Tuiedyax X- 1 Y-
XpOMOCOM, Ha3UBAIOTBCA HEeNOGHO 3yenjeHumu 31 cmammio. Jleski 3 HuUX
KOHTPOJIOIOTh PO3BUTOK 3aXBOPIOBaHb: 3arajibHOi KOJbOPOBOI CIIIMOTH, HIrMEHTHOI
KCEpOJEePMH, PO3IICIUICHHS TyOHM Ta migHEOIHHS, CHHIpPOMY AJBIOpTa Ta 1HIII.
Heecomonociuna oinsinka X-xpomocomu MICTUTh, KpIM T€HIB, 110 BU3HAYAIOTh
KIHOUYY CTaTh, pelecHBHI reHW remModimii 1 pi3HUX (HOPM KOJIHOPOBOI CIIMOTH,
BIJICYTHOCTI TOTOBUX 3aJl03, HEIYKpPOBOIO Jia0eTy, OOJHUCIHHA, Jedkux Gopm
M's130BOi JUCTpO(dii , a TaKOXK JOMIHAHTHI I'€HH, IO OOYMOBIIOIOTH KOPUYHEBHMA
KOJIip eMaJti 3y0iB, BiTaMiH-D-criiikuii (rinodgocdaremiunuit) paxit. Heecomonozciuna
oinanka Y-xpomocomu MICTUTH (KpIM T'eHIB, [0 BU3HAYAIOTh YOJIOBIYY CTaTh) I'€HH,
0 KOHTPOJIOITh PO3BUTOK MEPETUHOK MK MaJbIIMU (YaCTKOBA CUHIAKTHIIISN),
BOJIOXaTUX BYX (TIMEPTPUXO03), IXTI03Y, 1HIN Y — 34erieHi, a0 TOTaHAPUYIHI O3HAKH
(M's130Ba cuia, TeMOp royocy).

Po3rnsHeMo npukiaan criaKyBaHHs O3HAK, 3UCIJICHHX 13 X-XPOMOCOMOIO.

3axBOpIOBaHHS,  OOyMOBJEHI  X-3UCIUICHUMHU  JIOMIHAHTHUMHM  T'€HAMH,
CIIOCTEPITalOThCS SIK Yy YOJIOBIKIB, TaK 1 y IHOK (Xoua y KIHOK JEII0 B JICTIIIH
dopwmi). CrienndiyHuM I O3HAK, YCIAJKOBAHMX 3YCIUICHO 3 X-XPOMOCOMOIO, €
JOMIHYBaHHS HOpMH. TOMYy >KIHKH Jy>K€ PIKO CTPaXKIAar0Th Ha CIIaJIKOBI XBOPOOH,
10 KOHTPOJTIOIOTHCS TE€HaMH X-XpPOMOCOMH (TUTBKH TIPH XBOPOMY OATHKOBI 1 MaTepi
— reTepo3UroTHOMY HOCIi MarosoriyHoro rexHa). Hanpukiman, y nepegadi 34emieHol
31 CTAaTTIO PELECHUBHOI O3HAaKM reMo(uili B MOKOJIHHAX € IEpPEepUBYACTICTS;
3aXBOPIOBAHHS CIIOCTEPITAEThCA TUIBKM B TOJOBUHHM CHHIB, SIKI € HalllaJKaMu
3JI0POBUX MAaTEPIB - TETEPOZUTOTHUX HOCIIB JIAaHOT'O T€HA; XBOP1 HA reMO(d1II0 KIHKU
MOXYTh OyTH HaIllaJKaMH XBOporo 0arbka 1 XBopoi (abo 310poBoi) matepi. JKiHKH,
TOMO3HTOTHI 32 €0 03HAKOIO, SIKI CTPAXAAIOTh HAa TeMOQ1IIiI0, 3yCTPIYAIOThCS TyXKe
PIIKO, OCKUTBKM BOHM BMHUPAIOTh BIJ KPOBOTEYl MPU HACTAHHI CTATEBOI 3PLIOCTI.
TakuM 4yMHOM, Ha TeMO(DUIIIO CTPAXKJAIOTh YOJIOBIKHM, X04a I MEPENA0Th iM KIHKH.
I'emodimist cmoctepiranacs cepel 4iI€HIB AEKUIBKOX LAPCBKUX pPoauH €Bpomny;
XBOpoOa BUHUKJIA B (pOpMi MyTallli y aHITiiChbKOi KopoJieBu BikTopii.

PosrasiHemo iHIII1 03HAKH, 34erieH 3 X-XpoMOcoMot0. JIesKuMU 3 HUX €:

1) anomanvna mpuxpomasis abo oOuxpomaszis - JadbTOHI3M ab0 YaCTKOBA
KOJbOpOBa cCJiinmoTa (Ha TMpi3BHINE aHTIIMChKoro BueHoro Jk.JlampToHa, SKuUit
CTpaXJaB Ha 1€ 3aXBOpIOBaHHS). AHOMalii KOJBOPOBOTO 30py TOB's3aHl 13
HE3JIaTHICTIO JIIOAUMHU iX pO3PI3HATH. BInuil Kojip, SK BIJIOMO, CKJIAJA€ThCS 3
YEpPBOHOI'O, CUHBOI'O 1 3€JIEHOTO CHEKTPIB. Y OUIBLIOCTI JIFOAEH HOPMaJIbHHUM 31p
norpedye 3MIlIyBaHHS LHMX TPbOX E€JIEMEHTAPHUX KOJbOPIB B IMEBHOMY
CIIBBIJTHOIIEHHI. AJie JESIKUM JIIOJSIM TMOTpiOHA BeIWKa I1HTEHCHUBHICTH OJIHOTO
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KOJIBOPY 1 MEHINA - ABOX IHIMUX (TpUXpOMasisi), iHII MOTPeOyIOTh JHIIE JIBOX
€JIEMEHTApPHUX KOJBOPIB, 100 Oauntu Oimmil Kojip - auxpomasis. IcHyrOTH 1
MOHOXpPOMATH, 1 aXxpoMaTH (axpomasis), AKi HE PO3PI3HIIOTH 3a0apBICHHS MPEIMETIB
1 Oauarh Bce jnuiie B OuUIoMy abo cipomy KoJibopl. BusiBumocs, 1mo HOpMaJIbHUI
KOJLOPOBUH 31p JOMIHAHTHUHN MO BITHOIIEHHIO JO KOJbOPOBOI CIIMOTH. Y PI3HUX
HapoJiB 0101 pacu 4YacToTa KOJbOPOBOI CIIMOTH CTAaHOBUTH 5-9%. IlommpeHictsb
KIHOK-JTAJIbTOHIKIB JIOPIBHIOE KBaJpaTy 4YacTOTH YOJOBIKIB-JaIbTOHIKIB. Pi3HI
(dbopMHU KOJIBOPOBOI CIIMOTH 00YMOBJICHI PI3HUMH aJIesIMH JIBOX I'€HIB;

2) 30amuicmo giouysamu 3anax curunvroi kuciomu (HCN); 18% 4ooBikiB 1 4-
5% K1HOK HE BIAYYBalOTh 3aIax [[bOr0 OTPYUHOIO ra3sy.

3) Odeinvka munie Kypauoi crinomu (BIACyTHICTb CYTIHKOBOTO 30pY);

4) meyykposuii diabem - TiNOPyHKIISA rinodizy, MoB's3aHa 13 3HEBOJHEHHSIM
OpraHizmy;

5) siocymuicms 8ycig i 3y0i@ y HOJOBIKIB B ACSIKUX paiioHax [H1i Ta AMepuky;

6) ixmio3 - y TOJIMHU MIOPCTKA MIKipa, HEMOB TTOKPHUTA PUO'TIOI0 JIYCKOIO;

7) einocammoznoOyainomisa - 3HWKEHHS IMYHITETY, Ha{4yTIUBICTh A0 0araTboXx
1H(EKIIHHNX 3aXBOPIOBAHb;

8) einoghocchamemiunuii paxim - paxit, 0OyMOBJICHUIN HE3/IaTHICTIO 3aCBOIOBATH
BiTamiH D BHacIiJIoOK HecTadi B KpOBI HeopraHiyHoro ¢ocdopy (I1oMiHaHTHE
3aXBOPIOBAHHS, MPOSBIAETHCS SK Y YOJIOBIKIB, TaK 1 B JKIHOK y T'€T€PO3UTOTHOMY
CTaHi);

9) memna emans 3y0i8,

10) m'a306a oucmpodis Howena;

11) anvbinizm oueti;

12) ¢asizm - HETOCTATHICTh TJIIOK030-6-Pocdat AeriaporeHasu epUuTPOIUTIB -
CHAJKOBE 3aXBOPIOBAHHS, IO crocrepiraerbess Maixke y 10% amepukaHCbKUX
HerpiB. L1 mroau 1UIKOM HOpMaJIbHI, ajie IPU KOHTAKT1 3 MUJIKOM ab0 pEUuOBHHOIO
KIHCBKMX 000iB, a TakoX cyJybdaHlIaMigamMu, HaQTaIiHOM B IXHBOMY OpPTraHi3Mi
HACTa€ PYWHYBaHHS BEJIMKOI KUIBKOCTI €pPUTPOIUTIB, HACIIIKOM YOTO € Ba)XKa
dbopma anemii.

PozrisitHeMo npukiany crajgkyBaHHs O3HAK, 3UCIIEHUX 13 Y -XxpoMocoMoro. ['enn
Y-XpoMOCOMH BUSIBJIIIOTBCS TUIBKM Y YOJIOBIKIB, MEPENAIOTHCS TUIBKM CHHAM
(econanopuune  cnaoxysamus).  Y-XpomMocoma  JIIOJUHM  Ma€  TOTYXKHIM
MacCKyJIHI3yIOuUni epekT B emOpioreHesl, CHOPHUSIIOYA PO3BUTKY CIM SIHUKIB 1
BU3HAYAIOUYM OJIMH 13 AHTUTEHIB TicTOHecyMicHOcTi. KpiM TOro, Hu3zka TeHIiB Y-
XPOMOCOMH BC€ K BIUIMBAE HA PO3BUTOK JIEIKUX COMATUYHHMX O3HAK JIFOJAMHU, CEPE
SAKUX:

1) rinepTpuxo3 Kpar BYLIHOI PAaKOBHHM - Ha Kparw Byxa MPUOJIU3HO 3 17-piuHOrO
BiKYy TIOPYY OJIMH 3 OJTHUM BHUPOCTAE TOBTE BOJIOCCS;
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2) «Jlronuna-guko6paszy». ¥ 1716 p. y 30BHI 310poBHUX OAaThKiB B AHTJIIT HAPOIUBCS
HOPMAJIbHUW HA BUIJIAJ XJIOMUYUK. Y Bill 7-8 THKHIB MOro LIKIpa moyajia *OBTITH,
NOYOpHIJIA, CTajla MOTOBIIYBaTHCh. Bce TUIO, 3a BUHATKOM JIOJOHb, MIJIONIB 1
00snyysl, sIK y 1ukoOpasa, BKPUIOCS JTyCKATUMU HUJITHIPUYHUMH IIETUHOMOII0OHUMU
BUPOCTaMH 2,5 ¢M 3aBIOBXKKH. Bci 1HII AiTH B I CiM'T 3aIUIIANKCS HOPMaJIbHUMU.
Hanani, xonu Xjom4uMk BHUpPIC 1 OJIPYKUBCS, B MOTO POAMHI HAPOJIMIIOCS IIECTEPO
CUHIB, SIKI BCl MaJM TaKy >X HIKIpy AWKOOpa3a. Y KOXKHOTO 13 CHHIB Il O3HAaKa
MPOSIBIJIACS B IIECTU HACTYITHUX MOKOJIHHSX, aJie ii HIKOJU He OyJI0 B I0YOK;

3) mepeTMHYACTICTh NANbIIB - HAABHICTh y JIOAMHU NEPETHHKUA MIXK CEpeIHIMU
MMaJILLIMU HIT.

Crig TakoX 3a3HAYUTH, 10 Y JIFOAWHHU BUSABIEHO MOHAJ 50 34ETUICHHX 31 CTATTIO
peuecuBHux TeHiB. [likaBo Te, 1O OJU3BKO TMOJOBUHU 3 HHUX 3yMOBIIOIOTH
3aXBOPIOBAHHS OYEH.

Ane neski O3HaKH, SIKI 3yCTPIYarOThCSA TUIBKH Y YOJIOBIKIB (HaNpUKIIAJ, Taki
TeMOpH TOJIOCy SK OapWTOH, TEHOp 1 0ac), 3ajekaTb HE BiJl 3YCIUICHUX 3 Y-
XpPOMOCOMOIO T€HIB, a BlJl ayTOCOMHHMX TI'€HIB, MPUCYTHIX Yy YOJOBIKIB 1 KIHOK.
[IposiBieHHsT LMX TEHIB BIAPI3HAETBCS B OCIO pI3HOI CTaTl B 3aJIEXKHOCTI BIA
TOPMOHAIBHOTO (POHY, TOMY O3HAKH, IO KOHTPOIIOIOTHCS HHMH, HAa3UBAaIOTh
AYMOCOMHUMU OOMENCEHUMU CIAMMIO O3HAKAMU.

7. Lumonnazmamuyne cnaokysauns. Y KIITHHAX JIOAUHU MITOXOHAPIT MICTSITh
BJIACHI T€HH — MAA3MO2eHU, K1 KOIYITh 1H(opMallito npo GepMEeHTH KIITUHHOTO
metabomizmy. CmankoBa iHGOpMaIlisl TEPEIAEThCA B 3UTOTY IMEPEBAXKHO Uepes
IUIA3MOT€HH SULEKIITUHE (MpU 3aIllIiJHEHH] CIIEPMATo30id BHOCATH y 3HIOTY
TUIBKH sApo). Ha »xanb, nell Tun cnaakyBaHHsS BUBYEHHHN ciabko. Bimoma Hu3Ka
O3HAaK, M0 MEPEeNarThCs M0 MATEPUHCHKIN JiHIT (HANpUKIaA, CHagKkoBa CIIINOTA,
BUKJIMKaHa aTpo(di€ro 30pOBOro HEPBA).

8. Ilonicenne cnaokysanns. BIIBIIICTh 03HAK B OPTraHi3Mi BU3HAYAETHCS HE OJTHUM, a
OaraTbMa T€HaMH, TPUYOMY iX aJAUTHBHA MIJICYMOBYIOYA [ HE 3aJIeKUTh BiJ
aJeJIbHOCTI, 34YEIUIEHOCTI, JOMIHAHTHOCTI IMX TeHiB. Takli TeHHW 3a3BHYaid
BU3HAYAIOTh KUIBKICHI O3HAKW, HAINPHUKIAJ: 3pICT, Bara, PO3yMOBHU PO3BUTOK,
TPUBAIICTh JKUTTA, CTYMiHb OIMIPHOCTI I1H(PEKUIMHUM 3aXBOPIOBAHHSAM, OCHOBHHIA
OOMIH, KpOB'SHUM THCK, JIOBXKMHA MaJbIIB TOIIO. J[0 MpHKIaaiB MHOXXHWHHOI a0o
MOJIIFEHHOT CHAaJAKOBOCTI JIIOAMHU MOKHA BIJIHECTH TAaKOK 3a0apBIIEHHA ILIKIpH, fKa,
32 Cy4YaCHMMHU YSBJICHHSIMH, BHU3HAYA€THCS IM'AThbMa MapaMH JOMOBHIOUHX OJMH
oaHOro (ToOTO amUTHUBHUX) TeHIB. ICHye cmaakoBa CXWIBHICTh B TATOTreHE3I
TINePTOHIYHOI, BUPA3KOBOT XBOPOO, OPOHX1aTbHOT aCTMHU, OJHIET 13 (hOPM ITyKPOBOTO
niabeTy, aTepoCKIeposy, SKi yCHaaKOBYIOThCS MOMIreHHo. [Ipu 1mux 3aXBOproBaHHSX
KUIBKICHI MOKa3HUKU FOMEOCTa3y BHU3HAYAIOTHCA SIK T€HETMYHUM (haKTOpaMu, TaK 1
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dakTopamu cepeoBuIla, MPUYOMY ICHYE MOPIT, 32 MEKAMH SIKOTO TOMEOCTa3 JIETKO
OPYITY€ETHCA.

OCKUTbKM Ha PO3BUTOK TIOJNITEHHUX O3HAK CYTTEBO BIUIMBAIOTH (DakTopu
30BHIIIHBOTO CEPEIOBUINA, BUSIBUTH POJIb T€HIB Y IIMX BHITaJIKaxX BakKo. Po3minbpHa
3IaTHICTh TEHEAJOTIYHOTO METOAY SK CINOCOOy BHUIUICHHS T'€HETUYHOIO 1
CEpPEIOBUIITHOTO KOMIIOHEHTIB (DEHOTHMNOBOI Aucrepcii OyJb-SIKOro KiIbKICHOI, B
TOMY YHCJI TICUXOJIOT19HO1, O3HAKH, JTyKE HEBEIIUKA.

HeoOximqHO TakoXX BIA3HAYWTH, IO SKIO MATOJOTIYHUN T€H OTPUMAHUU Y
CHaJoK BiJ OaTbKIB, TO BIH HA3MBAETbCS ce2pe2aHmHuM, a XBOPHHA - BIJIOBIIHO
ceepecanmom. SIKIIO X TATOJOTIYHMNA T€H BUHUK CHOHTAHHO, BHACTIJIOK HOBOI
MyTalii y raMmerax OaTbKiB, TO BIH HA3UBAETbCS MYMA2eHHUM, a XBOPUH -
mymanmom. BuzHaueHHs cerperatHoi abo MyTaHTHOI IPUYUHHU 3aXBOPIOBAHHS Mae
1CTOTHE 3HAYCHHS JJIs1 TPOTHO3YBaHHS IMOTOMCTBA MalOyTHIX CUOCIB XBOPOTO.

3a yMOBH MOBHOI peecTpariii ycix poauH 13 JITbMH-HOCISIMU JTaHOT O3HAKH, SIKUX
OXOIUTIOIOTH  POJIOBOJIM, BUKOPUCTOBYIOTH IIJIKOM 33JIOBUIBHUNA 3a CTYICHEM
TOYHOCTI CIOCIO KUIBKICHOI OLIHKM JI@HUX 1 BU3HAYEHHS TUIy CIHAJKyBaHHS
MEHJENIOI0YMX O3HaK - Memood cubcie (Meron BaitHOepra). B ioro ocHOBI1 J€XHTb
BU3HAYEHHSI CIIIBBIIHOIIEHHS KUIBKOCTI CHOCIB mpobOaHaa (HOCIiB O3HAKH) [0
KUIBKOCTI BCIX JIITeH y CIM'T:

. D V-1
PRACE))
ne V - KUIBKICTh HOCIIB JJaHHOI O3HAKM a00 XBOPOOM B KOXKHIN pOAuUHI; S - KIJTBKICTh
yCiX MiTed y JaHHIN pOJauHi; ), - 3HAK CYMH pe3yJIbTaTiB, OJICPIKAHUX 32 OKPEMHUMH
POJIMHAMH.

S0 MOPIBHATH OTPUMAHy BEIIMYUHY 3 TIE€IO, SIKa TEOPETUYHO OUIKYETHCS MPHU
TOMY YW 1HIIOMY THIIl CHAJKyBaHHS, MOXXHa BU3HAUWUTH, IKUU came (JIOMIHAHTHUN
Yl pELECUBHUI) TIeH ycnaakoByeTbes. Ilpu aHamizi poaoOBOAIB 3 HEMOBHOMO
peecTpali€ro ciMeil BUKOPUCTOBYIOThCS 1HII METOAM KIJTbKICHOT OI[IHKH.

9. Ilneviomponna 0ia eena. Ilneiiomponisi - BAacTUBAa OUIBIIOCTI T'€HIB 3/IaTHICTh
BIUIMBATH OJIHOYACHO Ha TMPOSIBICHHS JAEKIUIbKOX O3HaK opraHizmy. Hampukinan,
cuHapoM MapdaHa KOHTPOJIOETbCS ayTOCOMHO-JIOMIHAHTHUM TeHoM. [lpu
3aXBOPIOBAHHI CIIOCTEPITAETHCS I1171a HU3KA MOPYIICHb CKeJIeTa, BHYTPIIIHIX OPTaHiB,
oueid. Takl XBOpl BUCOKOIO 3pOCTY, ACTEHIUYHOI CTATYpH 3 BUPAKEHOIO TIMOTOHIEIO
M's31B, JIOBFTUMH TOHKHMH TaJbIIMU, SK HOTH TaByka (TOMYy IIed CHHIPOM IIIe
HA3UBAETHCS ApaxHoOakmuiero). Y TaKUX XBOPUX 3arocTpeHe obiuuus (“‘mrammvHe
0o0nuyus’), BIJI3HAYAETHCS BUBHUX KpUIITAIMKA, aHEBpU3Ma aopTH 1 T.n. Takum
YMHOM TI'€H BILJIMBA€ HA CTaH HU3KHU OPTraHiB Yepe3 KIITHUHH, 3 IKUX BOHU OOYA0BaHi.

Ti  cami 3axBoproBaHHs (200 ay»ke MOAIOHI XBOPOOH) MOXKYTh KOHTPOJIIOBATUCS

pPI3HUMHM TeHaMH, TOOTO OJWH TeH (EHOTUITHO HEMOB Ou Komitoe iHmmi. Taki
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3aXBOPIOBAHHS HA3MBAIOTBCS 2eHOKONiAMU, HANPUKIANL, Miomnatii. Bigomi Tpu
HailOUTpII mommpeHi (GopMu: ayTOCOMHO-AOMiHaHTHa ¢opma Jlanmaysi-Jlerepina,
aytocomHo-perniecuBHa popma EpOa 1 3ueriena 3i ctartio hopma Jlromena.

TakuMm 4YMHOM, Yy JIOJIMHU, SIK 1 B 1HIIMX €yKapioT, BiAOMI BCl THUIHU B3a€MOJIii
aJeJIbHUX TEHIB, BEJMKa KUIbKICTh MEHJEIIOI0UMX O3HAaK, 3YMOBJIEHUX LIUMH
B3a€EMOJIIIMU. BHKOpHUCTOBYIOUM MEHENIBChKI 3aKOHU CHaJKyBaHHS, MOKHA
po3paxyBaTu NMOBIPHICTh HAPOKEHHS AITEH 3 MEBHUMH O3Hakamu. HailzpyuHimmm
METOJMYHUM MIAXOAO0M JIO aHai3y CHaJKyBaHHS O3HAK Yy JEKUIHKOX MOKOJIHHIX €
reHEeaJoT1YHUI METO/1, 3aCHOBAaHMI Ha TOOY/I0B1 Ta aHaJli31 POJIOBO/IIB.

Jlekuist 3. BIM3HIOKOBHII METO AHTPONOT eHETUKH

JocnimxeHHs: OJU3HIOKIB - OJIMH 3 OCHOBHMX METO/IIB T€HETUKHU JIIOANHU, SKUN
BUKOPUCTOBYETHCS JUIsSl 3'SCYBaHHS CIAJKOBOI OOYMOBIJIEHOCTI JOCIIIKYyBaHUX
o3Hak. [lepma cripoOa BUKOpUCTAaTH OIM3HIOKIB JIJIsi BUPIIIEHHS MTPOOJIEMU «IIpUpOaa
Ta BUXOBAHHS» HAJIECKNUTHh 3aCHOBHUKY aHTponoreHetnku @.I'anprony, sxkum B XIX
CTOJIITTI IHTYITMBHO BrajiaB T€, 10 CTaJ0 HAyKOBOI ICTHHOIO 1 CEPHO3HUM METOIOM
JOCJIKCHHS JTUIIE Yepe3 ACKUIbKa JECATUIITh.

bnu3nHiokiB Ha madeTi - 1,5-2% Big BChOro HacelICHHS, TOOTO KIJIbKA JCCATKIB
MUJIBHOHIB 40JoBIK. Cepell HMX PO3PI3HAIOTH JIBa iX BHJAM: CXOXI, 1JEHTHYHI -
MOHO3UTOTH1 O6su3HIOKK (M3), 1 He qyKe cX0XKi, SIK 3BUYaiiHl pigHi1 OpaTu 1 cecTpu -
nu3uroTHi omm3Hioku (/13). EMOpiosnoris 1 reHeTuka mnokasanw, mo M3 BUHUKAIOTH 3
OJIHI€T SAULEKIITUHHU, 3aIUTIHEHOT OJTHUM CIEPMATO30iI0M, KOJIU 3 3UTOTH 3aMICTh
OJIHOT'O 3apOJIKa BUHUKAIOTH JBa a00 OuiblIe. Lle siBuie Ha3UBa€eThCs nOMIeMOPIOHIAL.
Bnaciniiok Toro, 1o MiTOTUYHUHN MOUT 3UTOTH Ja€ JABa PIBHOLIHHUX OJacTOMEpH, B
KOXKHOMY 3 SIKHX PO3BHBAETHCS 3apOJOK, MOHO3WTOTHI OJIM3HIOKH € CITaJIKOBO
1IEHTUYHUMH, OJIHIET CTaTi, MAaIOTh OJHAKOBY TPYITy KPOBI1; OLIKH, III0 CHHTE3YOThCS
B iX KJIITUHAX, BUSBJISIOTHCS OJJHAKOBUMH, TOMY IIiJl 4ac TPAaHCIUIAHTAIlT IIKipU abo
IHIITMX OpPraHiB IMYHOJOTIYHOI HECYMICHOCTI HE BUHHUKAE. (DEHOTUTIYHI BIIMIHHOCTI
M3 GJIM3HIOKIB TTOSICHIOIOTHCS BILTUBOM (haKTOPIB CEPEAOBHIIIA.

[Tossea M3 OnU3HIOKIB - JOCUTh PIAKICHE SIBULIE CEPEH JIOACHKHUX IOIMYJISILIH,
0CO0JIMBO SKIIO OJW3HIOKIB OLIBIIE ABOX. AJIE TaKl NOOJWMHOKI BHIIAJKH BlJoMi. Tak,
y 1996 p. B CIIIA >xiHKa MicJis TOPMOHAJIBLHOIO JIIKYBaHHS B1j O€3MUI1JI1 OJTHOYACHO
HapOMJIA I'SITEPO JTITEeH OHIET CTaTI.

HuzurotHi ([3) OnM3HIOKKM pPO3BMBAIOTHCS 3 OJJHOYACHO OBYJBOBAHUX PI3ZHUX
SUIEKTITHH, 3aIUTIIHEHUX PI3HUMHU crepmaTo3oimamu. lle Moke craTucs Takox
BHACTIJIOK YTBOPEHHS JBOX SUIICKIITHH B OJHOMY (hOJIiKyJi a00 BHACIIIOK TOTO, IO
Apyre penykuiiHe Tiable (OPMY€ETbCS TAaKOro K po3MIpy, IO W HOpMalbHa
gifiexiTiHa. OCKUIBKY PI3HI SAWLEKIITUHU 1 CIEPMATO30iId MOXYTh HECTH pI3HI
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KoMOiHaIi rexi, To /I3 OJIM3HIOKM € CIAIKOBO HACTIIBKHM PI3HUMH, SK JITH OJHIET
NOJIPY’KHBOI TapH, SIKi HApOAWIWCA B pi3HUHN dac (ciOcwm). [u3uroTHi OIM3HIOKH
MOXYyTh OyTH OnHI€i a0o pi3HOI cTaTi. Y JEIKUX CIM'AX BIJ3HAYAETHCS CMAJKOBA
CXHWJIBHICTh JIO HAPOJKEHHs OJIM3HIOKIB, MPUYOMY BOHA MEpPENaEThecsl 3 OOKYy maTepi,
yCHaJKOBYETHCS PELIECUBHO, 3YEIIJICHO 31 CTATTIO.

®dakropu, 1O CHPUSAIOTH YTBOPEHHI0O M3 ONU3HIOKIB Yy JIOJIMHHU, CJIa0KO
BHUBYCHI. BCcTaHOBIIEHO, 10 13 3arajabHOl KUIBKOCTI OJIM3HIOKIB HAPOKYEThCS 75%
131 25% M3, To6TO ciiBBiAHOIIIEHHS CTaHOBUTH 3: 1. IN3UrOTHI OJU3HIOKH MOXYTh
Oytu sk omHOocTareBUMH (0OuaBa xmomi - 25%, obunBi miBumHKHA - 25%), Tak i
pizHoctateBi (50%). SKkmo OMM3HIOKKM pI3HOCTATEBl, TO 3pPO3YMUIO, IO BOHU
JTU3UTOTHI. AJie SKIIO BOHM OJHOCTATEBi, TO HE 3aBXKIU JIETKO BCTAHOBHTH
3UroTHocTh OJn3HIOKIB (M3 um JI3). CbhoronHi Halkpauiuii METOJ J1arHOCTYBaHHS
OJIN3HIOKIB - TIOPIBHSHHS 1X 0 BEJIMKIN KIJTBKOCTI CIIaJIKOBO 00YMOBJICHUX O3HAK, SIKi
MarTh IOBHY IIGHETPAHTHICTh 1 HE 3MIHIOIOTHCS IIiJI BIUIMBOM CEPEIOBHUIITHUX
dakTopiB (HanmpukiIam, cTaTh, KOJIp BoJioccs 1 odel, rpynu kpoBi ABO, MN, pesyc,
JEpMATOJIOTIYHUNM MAJIOHOK 1 1H.). Xoya >KOJHA 3 IMX O3HaK cama Mo coll He €
JIOCTaTHBOIO JJISI CY/PKEHHSI MPO 1JICHTHUYHICTh a00 HE 1JEHTUYHICTh OJIM3HIOKIB,
IpOTE BC1 BOHU B CYMI JJO3BOJISIFOTH 3pOOUTH TaKUN BUCHOBOK.

3a 10MOMOTror0 OJIM3HEIIOBOTO METOAY MOKHA JTOCTIIUTH:

1) ponp cmagkoBocTi Ta cepeaoBuiia B (opMmyBaHHI (Di310J0TIUHHX 1
TICUXOJIOTIYHUX OCOOJMBOCTEH OpraHi3zMy;

2) koe(iIieHTH ciaKyBaHHS PI3HUX O3HAK;

3) reTeporeHHICTh NOMYJIALIT 32 JOCHIKYBAHUMU F'€HAMU;

4) KOHKPETHI YNHHUKH, SIK1 MIOCUITIOIOTH 200 MOCIa0III0I0Th BIIUB CEPE/IOBHUIIIA;

5) poJib cepeioBHINa Y BU3HAUYCHHI MIHJIMBOCTI O3HAKH;

6) KOpeJsILio 03HaK 1 PYHKIIHA OpraHi3my.

Jlns 3'sacyBaHs ¢akTy TeHEeTHYHOI OOYMOBJIEHOCTI O3HAKM, a TAKOXK CTYMEHIO 1l
MIHJIUBOCT1 B 3aJIEKHOCTI BIJ] CEpeIOBUINA, HEOOXITHO BU3HAUYUTH MIPy MOAIOHOCTI
(KOHKOPJIAaHTHOCT1) 1 CTYIIHb BIAMIHHOCTI (IUCKOpAAaHTHOCTI) M3 OJIM3HIOKIB.
Ockinbku /I3 OMM3HIOKH, SIK 1 MOHO3UTOTHI, PO3BUBAIOTHCS MPUOIH3HO B OJTHAKOBUX
yMOBaX, aji¢ MaloTh JIAINE TIIOJOBUHY 3araJilbHUX 3a IMOXO/DKEHHSM TEeHIB, iX
BUKOPUCTOBYIOTh B AKOCTI KOHTPOJIO. 3po3ymMiio, 1o B M3 OIHM3HIOKIB
KOHKOPAAHTHICTh BUIIA, HIXK Y /I3 ONU3HIOKIB, IPOTE CTYMiHb MOAIOHOCTI ISl pI3HUX
03HAK HEOJITHAKOBA, 1110 Ja€ MOKJIUBICTb 3'ACYBATHU POJIb T€HOTHUITY 1 CEPEIOBHINA B 1X
MIPOSIBJICHHI.

JIng  00'eKTMBHOI OINIHKK POJII  CHAAKOBOCTI IS PO3BUTKY  O3HAKH
BUKOPUCTOBYIOTh (hopMyy XOJbIIMHTEPA:

Koediuient ycnankoBanocti (H) = % noaionocti M3 - % noaidbuocti /13 61M3HIOKIB

100% - % momi6HocT [13 OIM3HIOKIB
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[Tpu H = 1 Bcs MminnuBicTh B momyJisiii o0ymMoBiieHa ciaakoBuMu (hakropamu, npu H
= 0 — cepenoBuntauMu. Bruus cepenosumia (C) BupaxaeTtses popmynoro C = 100%
- H, ne H - koedimieHT ycrnaaxoBaHOCTI.
Ponbp cnagkoBOCTI Ta cepefoBHINAa B PO3BUTKY THUX UM IHIIUX OCOOJMBOCTEH

OpraHizMy MO>XHa BUPA3UTH TaKOX HACTYIMHUM PIBHSHHSIM:

H (100% —6)—(100% —a)

c 100% — a
ne H/C - criBBiHOIIICHHS 3HAY€Hb BIUIMBY CTAJKOBOCTI JI0 BIUIMBY CEPEIOBHUINA; d -

MPOILIEHT KOHKOPAAHTHOCTI M3 OJM3HIOKIB; 68 - NPOLEHT KOHKOpAAaHTHOCTI [I3
OJIM3HIOKIB OJIHIET CTATI.

HaBenemo mnpukman 3actocyBaHHS (QopMynu XOJbIHUHTEpa I BUPIIMICHHS
MUTAHHS MPO CHIBBIIHOIICHHS CMAIKOBHX 1 CEPelOBUITHUX (AKTOPIB Y PO3BUTKY
NeskuX o3Hak. Hampukian, KOHKOPIaHTHICTh MOHO3UTOTHHX OJIM3HIOKIB 32 MEBHOIO
03HAaKOI0 cTaHOBUTH 80%, a MM3UTOTHUX OJIM3HIOKIB 3a III€I0 K 03HAKOI0 - 30%.

Toxi H = (80-30) : (100-30) = 0,71 abo 71%; C = 100-71 = 29%. OTxe, o3HaKa, 1110
aHami3yerbcsi, Ha 71% oOyMoBIeHa CIaIKOBICTIO, HA 29% - BIUIMBOM CEPEIOBUILIA.
HaBenemo me omun mnpukian. ['pynu kpoBi cucremun ABO y M3 Oau3HIOKIB
30iratotrbest B 100% Bunankis, a y I3 6nausniokis - B 40%, Toai H = (100-40) : (100-
40) = 1 a60100%. Koediuient ycnagkoBaHocTi rpyn kKpoBi J13 OIU3HIOKIB JOPIBHIOE
100%, TOOTO MOBHICTIO 3aJIC)KUTh BiJ CIATKOBUX (PaKTOPIB.

VYV Tabua. 1 HaBelneHI NOKa3HMKM KOHKOpaaHTHOCTI M3 1 /I3 Onu3HIOKIB 3a
pPI3HUMHU CHAJKOBUMHU 1 HECHAJKOBHUMHU 3aXBOPIOBaHHAMH. 3a JIaHMMHU TaOJuIll,
BHCOKAa KOHKOPJAHTHICTb cama IO co0l 1€ He CBIAYUTh MPO 3HAYHUU BILUIMB
reHEeTUYHHUX (DaKTOPIB Ha MPOSIBIEHHS XBOpOOH ab0 Ha (POPMYBaHHS CXUIBHOCTI JI0
HEi; I TaKoro BHCHOBKY HEOOXiJHAa 3HayHa pPI3HUIS MDK [OKa3HUKAMHU
KoHkopnantHocti M3 1 JI3 OnusHiokiB. Hampukman, maixke KOXKHA TUTHUHA MOXKE
MEPEXBOPITH HA Kip, 1 MOKA3HUKU KOHKOpAAHTHOCTI y M3 1 /I3 Gnu3HIOKIB 3a III€I0
XBOpoOOr  BHCOKI. lle roBoputh mpo Te, MO TEHETHYHI YMHHUKH Maibke He
BIUIMBAIOTh Ha (POPMYBaHHS CXWJIBHOCTI 110 Li€i XBOpOOU. binpul iHPOpMATUBHUM €
CHIBBIAHOWIEHHs KOHKopAaHTHocTi JI3 1 M3 Oau3HAT, YuUM BHILE L€
CHIBBIAHOILIEHHS, TO OUIBIIOI € YacTKa T€HETUYHOro (akropa B PO3BUTKY
JOCHIDKYBaHOT O3HakW. TakMM YWHOM, Ha TiJCTaBl OJM3HIOKOBOT'O METOXIy Oyia
BCTAHOBJICHA T€HETHYHA CXUJIBHICTH 10 pi3HUX XBOpoO. [{luM MeTo0M moKa3zaHo, 1o
1 TPUBAIICTh KUTTSA B MEBHIN Mipl BUBHAYAETHCA CIIAKOBICTIO.

KonkopaantHicts y M3 Onu3HIOKIB 3HayHO BUIIE, HDK y J[3, mpu HasgBHOCTI
HU3KU TCUXIYHUX 3aXBOPIOBaHb (IIM30(PEHis, MaHIaKaJIbHO-ACIPECUBHUI TICUXO03,
eMJIENCisl), 3aXBOPIOBAaHb CKeJieTa (KJIUIIOHOTICTh, BPOJKEHHI BHBUX CTETHA),
BHYTPIIIHIX OPraHiB (BpOPKEHUI CTEHO3 MIJIOPYCY, PO3UICIUICHHS BEPXHBOI Iyow,
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IyKpoBHil miaber), 1HEKIIHHNX 3aXBOPIOBaHb (IH(PEKIIHHUIA TenaTUT, MOJ10MIENIT,
TyOepKyJbO3 JIETEHIB Ta 1H.).

Tabnuys 1
Konkopnantaicte M3 1 /I3 O1u3HIOKIB 3a JESIKUMU 3aXBOPIOBAHHSIMU
XBOpOOU KonkopmanTHicTh y | BITHOIIIEHHS
O0IM3HIOKIB, % KOHKOPJAHTHOCTEMN
M3 113 M3: J13
KJIAIIOHOTICTh 22,9 2,3 10,0
BPOJI)KEHUM BUBUX CTETHA 41,4 2,8 14,8
cunapom JlayHa 89,0 7,0 12,6
CITICTICIA 67,0 3,0 22,3
mu3openis 80,0 13,0 6,7
rinepdyHKIis IMTOBHUIHOI | 47,0 3,1 15,1
371031
niaber 55,8 11,4 4,9
pax 17,4 10,8 1,6
ncopias 61,0 13,0 4,7
TyOEpKyJIb03 51,6 22,2 2,3
CapKoino3 50,0 8,5 5,9
Kip 97,4 94,3 1,0
CKapJjaThHa 54,6 47,1 1,2
ITHEBMOHISI 32,2 18,2 1,8

BusiBieHa KOHKOPAAHTHICTh 32 CXMJIBHICTIO JO CKOEHHS PI3HHUX acoLialbHUX
BUMHKIB (y M3 Onu3niokiB - 70%, y I3 - 34%), 3a koe]illeHTOM 1HTEJIEKTyalbHOCTI
(iraexc 1Q), 3a HU3KOI0 ocobmMBoCcTel ncuxiku. s M3 Gu3HIOKIB ONMCaHO 0araTo
BUITQ/IKIB OJIHOYACHHUX 3aXBOPIOBaHb 1 HaBITh CMEpPTI B OJWH JACHb Bia TiEl XK
npuYuHA. TakuM YUHOM, OJM3HIOKOBHM METOJl MOKa3ye, B SKOMY CTYIEHI KOKHA
O3HAaKa JIIOJIMHM BU3HAYAETHCS TEHETHYHUMHU (akTopamMu, a B SKIH -
CEPEIOBUIITHUMU.

YV 1972 p I'. Annen 1 C. CmiIT 3anponoHyBaivd (opMyity sl BU3HAUECHHS
cTyneHs KoHKopaaHTHocTi M3 1 JI3 Onm3HIOKIB. SIKIIO AOCHIKYIOTHCS BCI
OJIM3HIOKM JIJaHOi MICIIEBOCTI a00 TOMyJsIii, TO TapHa KOHKOPJATHICTh
JOPIBHIOBATUME:

K, = ¢
C+4

ne C - KIIbKICTh KOHKOPJIAHTHUX Nap; [l - KIIbKICTh TUCKOPAAHTHUX Map.

JocmipkeHHs:  OJMM3HIOKIB  MMOKAa3ylHOTh, IO KOE(DIIIEHT YCHaJaKOBYBAHOCTI
TPUBAJIOCTI KUTTS JIFOJUHU KOMBaeThes B Mexkax 0,3-0,4. Ile o3Hauae, 1110 HA YaCTKy
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CEepEeIOBUITHUX BIUIMBIB ciija BigHecTH 60-70% 1HAMBIIyaIbHUX BIIMIHHOCTEH 3a
TPUBATICTIO KUTTS.

HuH1 criipHUM 3a1MIIA€ThCS MUTaHHS PO CMAIKyBaHHS KOMIIOHEHTIB IICUX1YHHUX 1
IHTENEKTyaIbHUX XapaKTEePUCTUK JOJMHU. Ha miacTaBl MpoBENEHUX AOCTIIKEHb
OPUMOMHHMX JIT€H 3 HACTYINHUM TE€HETUKO-MAaTeMAaTHUYHUM aHalli30M OTPUMaHUX
pesynbTaTiB  (Texacbkuit 1 Kosopaacbkuif  IPOEKTH)  BCTAHOBJIEHO, IO
MDKIHIUBITyaJlbHa BapiaTHBHICTh OIIIHOK 3arajbHOTO IHTENIEKTY B 3HAYHIN Mipi
BU3HAYAETHCS TEHETUYHOIO BapiaTuBHICTIO. [Ipudyomy peanizarisi 1HAWBITyaIbHOT
HOpPMH peakilli OyJe pi3HOI B PI3HOMY cepelloBUIll. B MIHJIMBOCTI 1HTENEKTY
BEJIUKY pOJIb BiAIrpae I1HAUBIAyalbHE, a HE 3arajbHOCIMEitHe cepenoBuie. Jlo
(dakTOpiB 1HAUBIAYaJIBLHOTO CEPEAOBUILA, 3HAUYLIUX JJIs 1HAUBIAYaJIbHOTO PO3BUTKY,
BIJTHOCSITBCS 1 Takl (hOpMalibHi, 110 JIETKO PEECTPYIOTHCS 1 CTaOUIbHI MOKA3HUKH, SIK
MOPSAJIKOBUI HOMEp HAPO/KEHHS TUTUHU, IHTEPBAJIM M1 HAPOKEHHSIMH MpoOaHaa
1 HAHOJMKYHUX O HBOT'O CIOIIHTIB, CTaTh JUTHUHM 1 T. JI.

VY Hu3mi pobOT MOKa3aHO, HAIPHUKJIIAM, 110 B 0araToiTHIA POJUHI € TSHACHIIIS 10
3HIDKCHHSI 1HTEJICKTY 3 MiJABUIICHHSIM MOPSAKOBOTO HOMEpPA HAPOHKCHHS TUTHHH,
OPUYOMY BOHA OUIbIIE BHpPa)X€HA MPHU MaJuX MPOMDKKAX 4acy MK HapOJKEHHAM
JITEN; OCKUIbKM BCl CHOJIHIM MawoTh B cepeaHboMmy 50% 3aranbHUX TeEHIB, L
TEHJICHIIISI He MO)Ke€ OyTH HACIIJKOM TE€HETUYHMX NPUYUH. [[J MOSCHEHHS i€l
TEHJICHINT HaWOUIbIl WMOBIPHUMU BUSBWIHCS TICUXOJOTIYHI TIMOTE3H, 5Kl
nependavyaroTh 3HIKEHHS KUTBKOCTI 1 SIKOCT1 CIUIKYBaHHS JUTUHU 3 JTOPOCIHMH Ta,
OCOONIMBO TpHM MaJUX IHTEpPBajJaX MiXK HAPOKEHHSMHU, TMOTIPIIEHHS MOBHOTO
cepenoBuma nutuHA. OCTaHHE TPUMYMICHHS OTPUMAJIO CBOE EKCIEPUMEHTAIBHE
nigTeepkernnst (TpeduioBa T.H. OcoOnuBOCTI MOBHOTO PO3BUTKY Yy JITEeH 3
OararonmitHux ciMmeit. Kang. muc. M., 1997): 30imHeHe MOBHE CEpEIOBHUIIE CTaE
OPUYMHOIO BIJICTABAHHS B MOBHOMY 1, SIK HACIiJIOK, 1HTEJIEKTYaJlbHOMY PO3BUTKY
muTuHU. [l TepMiHOM «IHTENEKT» TYyT MA€ThCA HA yBa3l T€ MOro 3HAYCHHS, SIKE
3aKpIIUICHE 32 TECTaMU 1HTEJEKTY 1, TOJIOBHUM YMHOM, 32 HOTO CYMapHOIO OLIIHKOIO.
Kpim Toro, 3a manumm Kosjopaiachkoro mnpoekTy, 1 MIKBIKOBA KOpENAIis 3a
IHTEJIEKTOM (3araJibHUM, BepOajIbHUM, MPOCTOPOBHM) BHWINE B Tpymi Oi10JOTIYHUX
CUOJIIHTIB, HIXK NpuiioMHUX. L{e roBopuTh Npo Te, mo 1 nepexija BiJ OAHOIO BIKOBOIO
eTamy J0 IHIIOrO0 KOHTPOJIOETHCS IIBHUAIIC TCHCTHYHUMH, HIK CEpPEIOBHIIHUMH
(dakTopamu.

VY 3araJibHUX KOTHITUBHUX 3/1I0HOCTSIX T€HETHYHI BILTUBU BUSABIISIOTHCS ILIKOM
YiTKO, BIANOBIZAIOYM B cepeaHboMy mnpubnu3Ho 3a 50% ix BaplaTUBHOCTI, Xod4a
OIIHKHM yCTHaJKOBYBAaHOCTI KOJMBAIOTHCS B MHUPOKKHX Mexkax - 0, 4 - 0,8. Ile o3Hauae,
mo Big 40 mo 80% BiAMIHHOCTEH MK JIOJBMH 3a 3arajlbHUMHU KOTHITUBHUMH
3110HOCTSIMU € CIaIKOBO 0OYMOBJIEHUMH.

35



OxpeMi KOTHITMBHI 3HI0HOCTI JochipkeHl MeHm cucrematndno. Cepen
cyorecTtiB 1Q HamiiiHO BUAIMMTH OLTBII-MEHII 3aJieKHI BiJl (PAKTOPIB T€HOTHITY TTOKU
HE BJANOCS, XO4ya HAMIYAae€ThCAd TEHACHLIA [0 OLIBIIOT YyCNagKOBYBaHOCTI
BEpOAIILHOTO 1HTEJIEKTY B MOPIBHSAHHI 3 HEBEpOAIbHUM; HAUOLIbII YITKO T€HETHYHI
BIUIMBU BUSBIIAIOTBCS B MPOCTOPOBUX 3M10HOCTSX. Hampukiaa, B IIBeICbKOMY
JIOHTUTIOJTHOMY JOCIIKeHHI Onm3HIOKIB 12 1 18 pokiB BepOaiabHI TECTH BUSIBUIU
OUTBbIIly TEHETUYHY 3yMOBIICHICTh, HDK HEBepOalibHI, MPUYOMY 3 BIKOM
yCHaAKOBYBAHICTh MiABUIIYETHCS OCOOJIMBO YITKO came JIJIsi BepOaIbHUX 3/110HOCTEH
(3 0,20 y 12 pokiB mo 0,70 y 18 pokiB). 3'acyBajiocs Takox, 110 HeBepOalbHI
3M10HOCTI OUTBIN Yy TIMBI O BIUIUBIB CEPEIOBHUIIA.

V JIOHTITIOAHHMX JOCIIDKEHHSX TaK0o)K TIO0Ka3aHO, IO 3arajbHOCIMEHHE
cepenoBulle (TOOTO Ti MapaMeTpu CEepPeOBUINA, sIKI BapIIOIOTHCS B CIM'T 10 CiM',
ajie OJHAKOBI1 JIJIS1 YJICHIB KOXKHOI CIM'T 1 TOMY MIJBHIIYIOTh X CXO0XICTh MK COOO0)
nosicHioe  10-40% MDKIHIUBIIyanbHOI BapiaTUBHOCTI 3a 3arajilbHUM 1HTEJIEKTOM.
[HauBiTyaapHe CepeOBHUINE BIAMOBIAANIBHE 32 MEHINY YacTUHY aucrepcii 6amis 1Q
(10-30%). Kpim 3aranpHOCIMEHHOIO Ta IHJMBIAYalbHOIO CEPEAOBHINA BHUILISETHCS
cepefoBuile, creuudpiuyHe I PI3HUX BaplaHTIB BHYTPIIIHbOCIMEHHUX Jiafl,
OpUYOMY MOro BIUIMB Ha KOTHITMBHI 3A10HOCTI PI3HUN y pI3HUX [lajax. 3arajibHa
TEHJEHIIs Taka: OJU3HIOKOBE CEpPEIOBHILE - CUOIHIOBE - OATbKIBCHKO-IUTAYE -
JBOIOPITHUX POJWYIB; Il THIH CEPEIOBUINA TMOSICHIOOTH, BiANOBiAHO, 35, 22, 20,
11% nucnepcii. Ilpu 1boMy BIUIMB 3arajibHOCIMEHHOTO CEpeloBHUINA MATA€ 0
M/UTITKOBOTO BIKY Ta IPAKTUYHO 3HUKAE B JOPOCIIHX.

OCHOBHUMHU pI3HOBUJAMH OJIM3HIOKOBOIO METOJY €: METOJ PO3JIyYeHHUX
ONM3HIOKIB, ciMell M3 OJIM3HIOKIB, KOHTPOJBHOIO OJIM3HIOKA, OJIM3HIOKOBOI MapH.
Ilepmii  nBa  [O3BOJISIIOTH  BUPINIYBATH T€HETWYHI 3aBJaHHS, JiBa  IHIIHUX
BUKOPHUCTOBYIOThCA JUIsl 1HIIMX 1iiel. [locniqoBHO po36epemo ix.

Memoo posnyuenux OIU3HIOKIE TIONSATAE B OLIHII  BHYTPIIIHBOIAPHOI
NMoAIOHOCT1 JTOCHIPKYBAHOT O3HAKUW B OJIM3HIOKIB, PO3TYyYEHUX B JTUTUHCTBI, SKI
BUXOBYBAJIKCS B PI3HUX cepefoBHUIIax. HalOibiny IIHHICT MPEACTABISIOTH TapH
M3 Onu3HIOKIB, PO3IYYEHUX B TMEpIIl Micsii ab0 POKH KUTTSA: ABI TEHETUYHO
OJIHAKOB1 JIIOJIMHU POCTYTh Y PI3HUX CEPEIOBUIIHUX YyMOBAX; IX CXOXICTh, SIKIIO
BOHO KOHCTAaTY€TbCAd, HE MOKe€ OyTH TOsICHEHAa MOMAIOHICTIO CepeloBHILa, a
OJIEp>KyBaH1 KOPEJISIIIii € 6€3MocepeTHbOI0 MIPOIO YCIaIKOBYBAHOCTI O3HAKHU.

Memoo pooun M3 6ausnioxie, ad0 METOJ MOHO3UTOTHHX HAaIBCUOIIHTIB,
MoJIsira€ B 3ICTaBJICHHI JITEH y ciM'Ax, ¢ Marepi abo OaTbKM € MOHO3UTOTHUMH
onmuzHiokamu. L{i miT MalTh BETbMHU CBOEPITHUN TEHETUYHHUM CTaTyC: TiTKa (UM
JS7IbKO) 3 TEHETUYHOI TOYKH 30Dy - T€ XK came, o maTip (abo 6aTbko), TOOTO BOHH,
He OyAy4yu CUOJIIHraMH, HE € 1 ABOIOPIAHMUMH OpaTamu 1 cecTpaMu, OCKUIbKHA MarOTh
TUIBKM 10 OJHOMY TI€HETHYHO BIIMIHHOMY poaudy (HamiBcuOminru). ['oioBHa
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3ajmava, JJIs BUPIMICHHS SKOi 1€ BapiaHT METOAY Ja€ I[IHHUNA Martepial, MOoJIArae y
BUSBIICHHI TaK 3BaHONO MaTE€pUHCBKOro egekTy. LluM TepMiHOM MO3HA4Ya€eThC
NepeBaKAlOYMil BIUIMB MaTepl Ha (DEHOTHIN HAINAJAKIB, IO BUHUKAE HE TIIbKU
3aBISKM Tiepefadl TeHiB, aje W 13 I1HIIUX M[PUYUH, JO0 SIKUX BIJIHOCSTHCS
IICUXOJIOTIYHI, TIOCTHATaJlbHI YMHHUKHK (iAeHTU(IKaIisl JUTAHU 3 MaTip'io,
0COOJIMBOCTI iX B3aeMO/I11) Ta 010JI0T14HI, BHYTPIITHEOYTPOOHI (CTaH MaTEPUHCHLKOTO
OpraHi3My IIiJl Yac BariTHOCTI, IIMTOIUIa3MaTHYHA CIAJIKOBICTh). HasBHICTH
MATEPUHCHKOTO €(PEeKTy B MCUXOJOTIUHIA PUCI Ma€ 3'SIBUTUCA 3a HASBHOCTI OLIBIIOT
no10HOCTI JiTeH, 10 MarTh MaTepiB - M3 ONM3HIOKIB, Y MOPIBHSAHHI 3 JITbMH, Y
akux Oatbku € M3 Omms3Hiokamu. OO0'eM NHUTOIUIA3MU B SMIEKIITHHI Habararto
OUIBILINM, HIXK Y CIIEpPMATO30i/l, KUI CKIIAJA€ThCS MPAKTHUYHO MOBHICTIO 3 sijipa Ta
00O0JIOHKH.

KpiMm MarepuHChKOro e(exTy s eKCIepruMEeHTalIbHa MOJEIb JO3BOJISIE OLIbII
JETANbHO BHUBYUTH (PEHOMEH acOpPTaTUBHOCTI, TOOTO HEBHUIIAJKOBOTO MiI00PYy
MOJIPY’KHIX Tap (Y CXO0XKi MOAPYXOKS Y TEHETUYHO OJTHAKOBHX JF0/1eH?) 1 3UETIICHHS
31 cTaTTI0. B OCTaHHBOMY BUIIAJKY HAMIBCUOJIIHIY - XJIOMYUKU MOBUHHI OyTH OLIBII
CXOKMMHU, HI)K MOHO3UTOTH - iX MaTepl (OCKUIbKUA CBOIO €AUHY X-XpPOMOCOMY KOXXEH
3 HUX OTpPUMA€ BiJ] TEHETHUYHO 1ACHTUYHUX KIHOK), 1 MEHII CXOXHMH, Ko M3
Onu3HIOKamMu Oyyid OaTbKu. Y NIBYATOK HAMIBCHOJIHTIB LISl KapTHHA MOBUHHA OyTH
3BOPOTHOIO.

Memoo kommponvHoco 6ausznioka 0a3yeThCsi Ha TOMy, 10 M3 OJIU3HIOKU €
FEeHETUYHO OJIHAKOBUMH JIIOJIbMHU, SIKI MAalOTh 3arajpHy eMOpioHanbHEe Ta (B
3BUYANHUX YMOBAaX) CIMEITHE CEpEeOBHILE; TaKl OJIM3HIOKH € 1€aTbHUM KOHTPOJIEM
OJIMH JUIs1 OHOTO. SK11o rpyny M3 GiM3HIOKIB pO3UIMTH HA /1Bl BUOIPKH Tak, 1100 B
KOXHY YBIMILIM MO OJHOMY OJIM3HIOKY 3 KOXKHOI Mapu, TO AOCTIAHUK OTpHUMAE
YHIKQJIbHY CHUTYyallilo: JB1 BHUOIPKH, PIBHI 32 T€HETUYHOIO KOHCTPYKIIEID Ta 3a
CepeloBUIHMMU TapameTpamu. Hanani Mo)kHa, HaNpuKIIa, OJHy TPYyIy TPEHYBaTH,
a 1HI1y — Hi, a00 TpeHyBaTH iX y pi3HOMY Bili. Ha migcraBi mogiOHUX €KCIEPUMEHTIB
OTpUMaHUN MaTepiall, SKUH CBIIYUTH MPO 3aJEKHICTh €(PEKTUBHOCTI HABYAHHS
(pyXoBOro Ta MOBHOTO) Bij BiKy. Pi3HHUII B MOBHOMY PO3BUTKY, CTUMYJILOBAHOMY Y
M3 Onau3HIOKIB TPEHYBaHHAM Y Bill 1,5-2 poku, crepiacs NpoTAroM TPhOX MICAIIIB.
OckiJIbKM B paHHBbOMY AWTHHCTBI JI03pIBaHHS ICTOTHO BHU3HAYAETHCS T'€HETHYHOIO
OpOrpaMor0, TUMN 1 TeMN YTpUMaHHA eQeKTy TpeHyBaHHiA B M3 OIM3HIOKIB €
onHakoBumu. llIBenchbkuii gocmigHuk A. He3mryHO OIIIHUB TaKUM METOAOM pi3HI
crocoOu HaBYaHHSI YMTAHHS 1 TTOKAa3aB, IO OJJHOTO ONTUMAJIBLHOTO ISl BCIX COCO0Y
HEMae€, X e(EeKTUBHICTD 3aJIEKUThH BiJl PIBHS 1HTEIEKTYyaIbHOTO PO3BUTKY JAUTHHH.
HapuanHs 3a mOmOMOror MeTody Mojeield € OUThbIl e(pEeKTUBHHUM, HIXK IPOCTE
KOIIIOBAHHSA: HE TUIBKM TMOJINIIYEThCA caMa KOHCTPYKTHMBHA [ISJIBHICTh, a W
nepeOy10BYIOThCS 1HII MICUXOJOT14H1 (GYyHKIIT JUTHHHU.
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Memoo 6ausnioxosoi napu. llle B 30-Xx pokax MHHYJOTO CTOJITTS 3'IBUIIUCS
po0OTH, B SIKMX PO3MOBLAAIOCA MPO OCOOJIMBY IICUXOJOTIYHY CHUTyalll0 B Mapax
ONMM3HIOKIB, «ocoOnuBuil edext mapu». OCHOBHMMH XapaKTEPUCTHKAMHU IIi€i
0COOJIMBOI TICUXOJIOTTYHOI CUTyalli € Bl TEHJEHIi: ieHTudikaiii 31 CBOIM CO-
OJIM3HIOKOM 1, HABIMAKW, 1HAMBIAyati3alii KO)KHOro wieHa napu. Ilepina TeHaeHiis
NPU3BOAUTH 10 BIAUYTTS ceOe CIoYyaTKy WICHOM IapH 1 JIMIIE MOTIM - OKPEMOIO
OCOOUCTICTIO; Jpyra - MOXX€ MPHU3BECTH [0 BHUPAKEHUX KOHQIIKTHUX BIJHOCHH
OJIM3HIOKIB, CBOEPIHOTO MPOTECTY MPOTH APYTOi TAKOi K JIFOJAWHH. 3 BIKOM TepIia
TEH/ICHIIIA 3a3BUYail crnabiae, MOCTYMalunCh MICHEM APYTid, IPUIOMY B OJIM3HIOKIB
- YOJIOBIKIB II€¥ TMporiec BimOyBa€ThHCS JIETIIE, HIXK Y KiHOK. Pori «crapmioroy (skui
HapOJUBCS MEPIIMM) 1 «MOJOALIOT0» (POPMYIOTh BIIMIHHOCTI B IICHUXOJOTTYHOMY
o0Opa3i OJIM3HIOKIB. 3a JOMOMOrOI IIbOTO BaplaHTa METOJY BHPIIIYIOTHCS TpPH
3aBJAHHS:

1) mapa renetnyHO iAeHTHYHUX M3 OJIM3HIOKIB MOXKE€ OYTH TapHOIO MOJEILTIO
JUIL BHUBYCHHS IIPOIECIB 1HAMBIMyasizallii, BIUIMBY KOHKPETHHX CEpPEIOBUIIHHUX
(BHYTpILUHBONIAPHUX 1 CIMEMHMX) YWMHHUKIB Ha (OPMYBAaHHS THX YU I1HIIUX
MICUXOJIOTIYHUX PHUC;

2) BUBYAETHCSA BaJJIHICTh CaMOro OJU3HIOKOBOTO METOAY Ta IMOCTyJaTy Ipo
PIBHICTh CEpEOBUIIHUX BIUIMBIB B mapax M3 1 /I3 OIu3HIOKIB, a TAKOXK MUTAHHA MPO
T€, YW BIJANOBiJIa€ OJM3HIOKOBE CEPEIOBUIIEC TAKOMY CEpEJOBHINY, B SIKOMY
PO3BUBAIOTHCA MOOAMHOKO HApODKEH1 MITH. SKIIO YMOBHM PO3BUTKY 1 KHUTTS
ONM3HIOKIB  BHUCOKO  crernu@idHi, MaiTh BJACHI, TUIBKM HHM BJIACTHUBI
3aKOHOMIPHOCTI, TO OJIM3HIOKH NEPECTatOTh OyTH BUOIPKOIO, PENPE3EHTATUBHOO IS
3arajpHOl MOMYJsAUli, 1 HE MOXYThb OYTH BHKOPHCTAHI JJisi BHUBYEHHS 3arajibHUX
3aKOHOMIPHOCTEH.

3) HagmipHa iaeHTHdIKalis cede 31 CBOIM CO-OJIM3HIOKOM, ad0 mapu B LIJIOMY,
10 TPHU3BOJUTH JO BIJCYTHOCTI OCOOMCTOI 1IGHTMYHOCTI, MOXKE CTaTH MPUUYUHOIO
dbopMyBaHHS OCOOMCTICHUX pHC, SKI YCKIAIHIOIOTH COIIaJIbHY aJanTailiio B
JTUTAHCTBI Ta B Jopociiomy Biri. ToMy BHBYEHHS CHelU(PIUYHUX IICHXOJOTIUHHX
XapaKTEPUCTHK OJU3HIOKOBOI Mapu HEOOXITHO 1 JJI MPOBEACHHS KOHCYIbTAIIHOT
poboTu 3 OaThbKaMu, SIKi MAIOTh A1TEH-OJIM3HIOKIB.

3a maHuUMU OJM3HIOKOBUX JIOCTIKEHb MOYXHA MPOBECTH HE TUIBKU KIJIBKICHY
OLIIHKY TMOPIBHSJIBHOI POJII TEHETUYHUX 1 HEreHETHMYHUX BIUIMBIB Ha OYJb-KY
O3HaKy, a ¥ OIIHKY CWJIM 30BHIIIHbOIO BIUIUBY. 3arajioM TYT TOPIBHIOIOTHCS
MOKJIMBOCTI TPhOX rpyn Onu3HIOKIB: /I3 B ogHakoBux ymoBax, M3 B OJHAaKOBUX
ymoBax, M3 y pizaux ymoBax. Tak, Ha MiACTaBi bOTO METOMY OyJIO MOKa3aHO, IO
YO - onpomiHeHHS Mpu paxiTi 1 OpoHX0aaeHITI € HepoiapHuM. [lum Metogom Oyra
TaKOX BCTAHOBJIEHA KOPEJALIS MK PI3HUMH O3HAKaMH Ta (PYHKLISIMU JTFOJUHU.
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BuB4yeHHST MOHO3UTOTHUX OJIFO3HIOKIB, SIKI OKPEMO BHXOBYBAJIHCS Ta KWIH B
PI3HHX YMOBax CEpEIOBHUINA, TTOKA3aJI0, IO il BIUIMBOM CEPEIOBUITHOTO YHHHHUKA
PO3MIpH CKEJETy, MIBUIKICTh POCTY TOJOBU 3MIHIOIOTHCS Majo, Bara 3MIHIOEThCS
OUIBIIIE, a TICHXOJIOTIYHI BJIACTHUBOCTI - Iie Ounbmie. Bim3HIOKOBUI METOJI TaKOX
MOKe OyTH BHUKOPUCTAHUM [IJI1 TIepeBIpKU €(EKTUBHOCTI JIIKYBAaHHS PI3HUX
3aXBOPIOBAaHb; JJII BUBYEHHS EKCIPECHUBHOCTI Ta TIEHETPATHOCTI TEHIB, IO
BHUKJIMKAIOTh CITAJIKOBI XBOPOOH.

Jlekuisi 4. llutoreneTnuHuii MeTox aHTponoreHeTukn. CrnagkoBuil anapar
JIIOTUHU
4.1. Cymmnicmov yumozeHemuuHo20 Memooy, 020 NPUIHAYEHHA

Humozenemuunuii memood NOCIIJKEHb TPYHTYETbCSI HA BUBUYEHHI CIIaJIKOBOTO
Marepially KJIITHHU: OCOOJHUBOCTEH XpoMocoM (KapiOTUITyBaHHsS), HasSBHOCTI Ta
KUTBKOCTI X-XpOMOCOM (BU3HAYEHHSI KUIBKOCTI TPYJIOYOK CTaT€BOTO XPOMATHHY —
tinens bappa). JlocnipkeHHs KapioTHITy J1a€ 3MOTY BUSBIATH MYyTallii, COpUYUHEHI
3MIHOIO KIJIBKOCTI XpOMOCOM, iX CTPYKTypH. KapioTun AOCHKYIOTh Y KIITUHAX Ha
ctanli Meradasu, KOJU CTPYKTypa XpOMOCOM BHUpakeHa HaiuiTkimie. Ilei meton
3aCTOCOBYIOThH 1 B CUCTEMAaTHIIl OpraHi3MiB (kKapiocucremaTtuka). Tak, 0arato BU/IIB-
JNBIMHUKIB (BHUIB, K BAXKKO PO3IMI3HATH 3a 1HIIUMHU OCOOJUBOCTSIMHU) PO3PI3HSIIOTH
32 XpOMOCOMHHUM HabOpOM.

[uroreneTuuHuid METOJ € IIHHUM TIpU BHU3HAYEHHI CTaTl JIIOJAMHU Ta
XPOMOCOMHHX XBOpPOO; BiH J03BOJIIE€ BHUSBIATH 3HAYHI aHOMAaIl XPOMOCOM, SIKi
BUHUKAIOTh SIK Yy CTaTeBUX, TaK 1 B COMAaTWYHUX KIITHHAX. 3aBASKA PO3pOOLI
METO/IB KyJbTUBYBaHHS KIITUH JIOAUHU in Vitro Ta audepeHuinnoro ¢papOyBaHHS
XpOMOCOM MOKHAa OTPUMATH IIHHY 1H(OpMAII0 MPO IFeHOM JIOJUHHU K MiJI 4Yac
MITO3Y, TaK 1 IpU JOCIIKEHH] IHTep(Pa3HUX KIIITHH.

OCKUIbKM TEHeTHMYHMH aHalli3 CHAJKyBaHHS O3HAK IIJISXOM CHPSIMOBAHOTO
CXpellyBaHHS ISl JIOJMHUA HEMOXJIMBUN 1 HOCIT XpPOMOCOMHHMX MOPYIIEHb, SIKIIO 1
BIDKMBAIOTh, TO BHUSBIIIIOTHCS 3a3BHYail OC3IUIIIHUMH, LIEH METOJ TpPaBUJILHIIIC
HA3UBATH YUMONO2IYHUM. AJie TIpU JESIKUX XPOMOCOMHHUX TOPYIICHHSX MOXHA
BUKOPUCTOBYBAaTH IMTOJIOTIYHUNA METOJ, Yy TIO€IHAHHI 3 TEHEAJIOrIYHUM 1
BCTAHOBJIIOBATH 3B'SI30K (DEHOTUINIYHOTO €(EKTy 3 MEBHUM THUIIOM XPOMOCOMHHX
3MiH. Y 1bOMYy BHUIAQJIKy METOJ HA3UBAETbC  yumoeeHemuuynum. HuHi
UTOT€HETUYHUN METOJ YCIIIITHO BUKOPUCTOBYETHCS JJISI HACTYITHUX I[LICH:

1) niarHocTHKa XpOMOCOMHHUX XBOPOO;

2) BUBYCHHS NIPUYMH MHUMOBUIBHUX BHKHJHIB. HuHI 3’scoBaHO, M0 OUIBIIICTH
KJIIHIYHUX BUKHJHIB (1Bl TpeTMHH abo0 TpWU YBEPTI B PI3HUX JOCITIIKECHHSIX)
BIIOYBAIOTHCSI MPOTATOM IEPUIOr0 TPUMECTPY BariTHOCTI. XPOMOCOMHI aHOMail
3yCTpIHarOThCA OUIbII HIK y TMOJOBHMHM €MOpIOHIB Miciig BUKHAHS B mepmil 13
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TYOKHIB. BariTHICTh 3 T€HETUYHUMH MPOOIeMaMHu 3 IMOBIPHICTIO 95% 3aBepIryeThes
BUKHIHEM. BiTbIIiCTh XpOMOCOMHUX TPo6JieM BiOyBalOTHCS BUIAAKOBO, HE MAlOTh
HIYOrO0 CHIIBHOTO 3 OaThbKaMM 1 HaBpsig YU IOBTOPATHCS. AJie XPOMOCOMHI
npoOsiemMu, MoB'sI3aHl 3 TeHaMH OaTbKIB, MOXJIMBI. Y pa3l MOBTOPHUX BUKHUAHIB €
UMOBIPHICTh TE€HETUYHUX MOPYIIEHb B OJHOTO 3 OaThbKiB OUTHUHU. TaKoX IO
NPUYMHY BapTO PO3IJISHYTH, SKIIO B OaTbKiB € JiTH abo OJu3bKi poaudi 3
BiIXWICHHSIMU abo Bajgamu. [IpuumHOI0 TeHETHYHHX MpoOJeM € BiK OaThKiB:
YacTillle BOHM BUHUKAIOTH Y JITHIX O0aThKIB.

3) ckiagaHHs KapT XpOMOCOM;

4) BUBUCHHS MyTal[IHHOTO MPOLIECY;

5) BUBUEHHSI HOPMAJIBLHOTO XPOMOCOMHOT0O OJIMOP(13MYy B JIFOJICBKUX MOIMYJISIIAX;
6) BUpILIEHHS ACSIKUX €BOJIOLINHUX MPOOJIeM Y T€HETHIIl JIFOIUHU.

OCHOBOIO IUTOT€HETUYHOT'O METOY € BUBYEHHSI MOPQOJIOTii OKPEMHUX XPOMOCOM
KIITHH JIOJUHM. ['OJIOBHI BIJIOMOCTI MPO XPOMOCOMHHME Habip B IijIoMy 1 TIpO
1HUBITyaJIbHI XPOMOCOMHU 30KpeMa OTPHMaHI B PE3yibTaTi BUBUCHHS XPOMOCOM Y
metadaszi miTo3y (Ha cranii MmeradaszHoi mactuHkn). [Ipemapat XxpoMocoM MOXKHA
OPUTrOTYBaTH 3 yCIX TKAHMH 1 KIITUHHUX CYCHEH31H, 110 MICTATh KIITHHH, SKI
nutsTees. IlpenapaTu XpoMOCOM JIOAUHU OTPUMYIOTh Ha OCHOBI KJIITHH KICTKOBOTO
MO3KY (IyHKIIi51), KODOTKOYACHOI KYJbTYPH KIITUH KPOB1 (JiM(OUUTIB), MOCTIHHOT
KyapTypu (ibpobsactiB (Olomcist IIKipu), KIITHH emTeniro moku. Hailgacrime
BUKOPHUCTOBYETHCS METOJl KYJbTHBYBaHHS JIM(QOUUTIB TmepudeprudHoi Kposi
moaunu. [lepeBaroro mpemnapariB XpoMOCOM 13 KICTKOBOTO MO3KY IOJISITA€ B TOMY,
1110 BOHU JO3BOJISIIOTH BUBYATH MITO3H in ViVO.

4.2. Kapiomun noounu. Kapiomunyeannsa ax memoo 6u3HayeHH:
XPOMOCOMHUX abepauyiil

Kapiotun — cykymnHicTh 0O3HaK (4ucio, po3mipu, gopma xpomocoM; (opma,
KUIBKICTh 1 BEJIMYMHA BTOPUHHUX TEPETHHOK; PO3MOJILI TE€TEPO- Ta €yXPOMATHHY)
JUTUIOITHOTO HAa0Opy XpPOMOCOM, BIIACTMBA COMATHYHUM KJIITHHAM TEBHOTO BHIY
(6udosuti kapiomun), AaHOTO oOpraHidmy (iHOusidyanvHuil kapiomun) abo MiHIT
(xnomy) xmiTuH. KapiloTumom 1HOJI Ha3MBAaKOTh 1 BI3yallbHY KapTHUHY ITOBHOTO
XPOMOCOMHOTI0 Habopy — kapiorpamm. TepMUH «KapiOTWUID» BBEICHHUM B HAyKy B
1924 poui nuronorom I'. A. JleBUTChKUM. 30BHIIIHIN BUTJISAT XPOMOCOM CYTTEBO
3MIHIOETBCS TIPOTITOM KIIITUHHOTO IMKJY: BIPOJOBXK 1HTEpGa3u sIEPHI XPOMOCOMH
3a3BUYall Jiecripai3oBaHl Ta Ba)KKOJOCTYIHI JJisi CIOCTEPEKEHHA. Tomy s
BU3HAYCHHS KapIOTUIy BUKOPUCTOBYIOTh KIITHHH Ta cTaiii Mmetadasu mitosy. s
npoLeaypu BU3HAYCHHS KapiOTUIY BUKOPUCTOBYIOTH OyAb-sIKI TOMYJSIIi KIITHH,
10 JIJISATHCS.
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VY kpoBi 3m0poBHX JtOojeH (a00 XBOpHX, alieé HE JIEMKO3aMU) BIFCYTHI KIIITHHH,
IO AUIATHCS. AJle MITO3 IUX KJIITUH MOYKHA CTUMYJIFOBAaTH IUTYYHO, OOpOOMBILIN iX
¢itoremarrmoturinoM (PI'A). KiituHu BEeHO3HOT KpOBI  KyJIbTHBYIOTH Ha
creniajJbHOMY KUBUJIBHOMY CEPENOBHILI, MOTIM J0JAl0Th Y KyJIbTypy KIiTUH DT'A,
SKUN CTUMYIIIOE€ KIITUHU 0 MOJALLY, Ta MOMIIIAIOTh X Ha 72 TOAUHU B TEPMOCTAT.
Uepes oany roauny micis iHKyOarli y mamux T -miMdonuTax Bii3HAYAETHCS CUHTE3
PHK, a dgepe3 24 romunu noumnHaetrhcss cuHTe3 JIHK. 3a 6 roawH 0 3akiHYeHHS
iHKyOamii B KyJIbTYypy KIITHH JOJal0Th KouxinuH (abo pedoBUHY 3
KOJIXIIIHOMOAIOHUM e(heKTOM, HApUKIIad, KoJemigom). Taki pedoBUHU 3yHTHHIIOTh
HOJI KIITUH B TpomeTadasi, NPUTHIUYYIOYM YTBOPEHHS BepeTreHa mnonimy. s
BUIBHOTO PO3MIIIEHHSI XPOMOCOM Yy IUIOIIMHI Mpenapary KIITHHU OOpoOJIsiOTh
npotssrom 10-30 xBunuH rinotoHiyHuM po3unHoMm NaCl. Ile npuszBoauth a0
HaOyXaHHsI KIJITHH, JIETKOTO PO3pUBY OOOJOHOK fJipa Ta MEPEeXoay XpOMOCOM Yy
UTOIIa3My, Ji€¢ BOHHM BUJIBHO PO3MIIIYIOTECS B IUIOMIMHI mpenapaty. Hamami
npenapaT (IKCYIOTh CYMINIIIIO €TaHOJly Ta OITOBOI KuciaoTth. Kparmo Ttakoi
CycleH3li HaHOCATh Ha CKJIO, BUCYLIYIOTh Ha MOBITP1 Ta 3a0apBIIOIOTH SAECPHUMU
OapBHukamu  (OGapBHukoM ['im3a, 2%-num  aneropceinoM abo  2%-HuM
alleTOKapMIHOM), PO3MISAAI0Th Mpenapar B CBITJIOBUN MIKPOCKOI 13 iMepcieto. Ilin
MIKPOCKOTIOM BpPaxOBYIOTh 3arajibHy KUIBKICTh XpoMocoM, ¢oTorpadyroTh iX.
JItoMiHECIIEeHTHa METOJUKa [O03BOJSE IIBUAKO 1 TMPOCTO IMPOBOJUTH MACOBI
JOCIIJKEHHS 3 METOI0 BHSBJICHHS XBOPUX 13 PI3HUMHM THUIIAMH XPOMOCOMHHX
nedeKTiB.

Jns  uuied  [1arHOCTUKM — YUCIOBUX — aHOMaJli  XpOMOCOM  JIOCTaTHBO
BUKOPUCTOBYBATH HABEJICHI BUINE METOIM iX BUSABICHHSA. Y THX BUMAJKaX, KOJIU
HeoOXx1HO Bu3HauuTu KuibKicHui BMicT JIHK y Xxpomocomax, BUKOPHUCTOBYIOTh
3a0apBnenHst 3a Denbrenom. s oTpumaHHs OuUIbII JeTanbHOI 1HGOpMALIl TPO
CTPYKTYpPY XpoMoOcOM, iAeHTHU(IKamii OKpeMHX XpPOMOCOM 1 CETrMEHTIB
BUKOPHUCTOBYIOTh Pi3HI criocoOu iX audepeHiliiHoro 3adbappieHHs. HuHi HaibOub
IHTEHCUBHO JIOCHIJDKYIOTBCS CTPYKTYpHI OCOOJIMBOCTI ayTOCOM 1 CTaTeBHUX
xpomocoMm. Jlms  imeHTHdiKamii  XpOMOCOM  BUKOPHUCTOBYIOTh  Ki1bKICHUIL
Mopgomempuunuit ananiz, 3a JIONOMOIOK SIKOTO IMPOBOJAATH BUMIPIOBAHHS iX
JIOB)KMHU B MIKpOMETpax, Ta BU3HAUYAIOTH BIAHOIICHHS JOBXWHHU KOPOTKOTO Iieua
JI0 IOBKUHU BCI1€ET XPOMOCOMU — UYEHMPOMEPHUIL iHOEKC.

4.3. Mopgogyukuyiiitna xapakmepucmuka ma KiaciQikayis Xxpomocom.
Kapiozpama
[Tpu po3minieHH] ap TOMOJIOTTYHHX XPOMOCOM Y PSJIy B HAMPSMKY 3MEHIIECHHS
iX po3MIpiB OTPUMYIOTh iiorpamy (KapiorpamMmy) KapioTHILy JIOJWHU - TpadidHe
300paxeHHs XpoMocoM (puc. 6).
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Kapiozpama, abo idiocpama — TpadiuHe 300paKEHHS  KapiOTHUITY;
CUCTEMATHU30BaHUK Ha0Ip XPOMOCOM KIITUHH 3 PO3MIMICHHSIM iX Yy TOPSAIKY
3MEHIIEeHHS BeauuuHHu. CKiIagaHHs Kaplorpam, sIK 1 caM TEpMiH, 3alpOIIOHOBAaHUMN
mutosioroM C.I'. Hapammuaum (1857—-1930). Kapiorpama € CBOEPITHUM «I1ACIIOPTOM
BUIY, KU JO3BOJISI€ BUSBIATU MOPYUICHHS CTPYKTypud a00 KiTBKOCTI XpOMOCOM
KapioTuiry. 30Kpema, Kapiorpama XpoMOCOM JIFOJAMHU IMUPOKO BUKOPUCTOBYETHCS B
NOPAKTUIl ~MEIUKO-TeHETUYHOro KoHcynbTyBaHHi (MI'K) anga  nmiarHocTuku
XPOMOCOMHHX 3aXBOpioBaHb. [IOpiBHSHHS i1lI0TpaM XBOPOi JIOJWHU Ta 3I0POBOTO
IHIUBITYYMY JO3BOJISIE JIIKAPSM-TEHETHKAM BHSBUTH XPOMOCOMHI TIOPYIICHHS Ta
NOCTaBUTH MpaBUibHUN JiarHo3. Ha kapiorpami mtoguHu cepen 46 XxpomocoMm
PO3PI3HAIOTH TPU IX TUIH B 3aJIEKHOCTI B1J] OJIOKEHHS LICHTPOMEPH:

1) MeTalleHTpUYHI - IIEHTpOMEpa 3aliMae IIEHTPATbHE MOJOKEHHS B XPOMOCOMI,
oOuBa miedya MaloTh MaiyKe OJJTHAKOBY JTOBXKHHY;

2) cyOMeTalleHTpUYHI - IEHTpOMEpa pOo3MilleHa OJMXKYe JI0 OJHOTO KIHIIA
XPOMOCOMH, B pe3yJIbTaTi IJIe4l Pi3HOI JOBXKUHU,

3) aKpOLIEHTPHUYHI - LIEGHTPOMEpa 3HAXOUTHCS y KIHLS XPOMOCOMH, OJIHE TIJIeUe
Iy’K€ KOPOTKE, Ipyre - 10Bre.

XpOMOCOMHU JIIOJIMHU CKJIAJTHO BIIPI3HUTH OJHY BiJ 1HIIOI. TOMY IIUTOT€HETUKH
3 MeTO yHidikalii MeToaiB 1aeHTudikanii xpoMocom Ha kKoHpepeHnuii B 1960 p. B
micti [lenBep (CILIA) 3ampomnonyBanu kjacu@ikalilo Ta HOMEHKIATYpy, SIKI
BPaxoBYIOTh IX BEJIMYMHY Ta po3TamryBaHHs HeHTpomep. Ilaray (1960) momoBHUB
10 Ki1acu@ikaiio 1 3anpornoHyBaB PO3IUIUTA XPOMOCOMH 3a iX JOBXHHOK Ta
dbopmoro Ha 7 TpyIl, MO3HAYECHHUX JIATUHCHKUMU JiiTepamu Big A 1o G. Bcei ayrocomu
B NOPAJIKY 3MEHILEHHS 3arajibHOi JOBXHHHM HyMepyroThcs Bl 1 mo 22. CrareBi
XPOMOCOMHM IO3HAYAKOTHCS JJATUHCHKUMU JiiTepamMu X 1 Y, NpU KaplOTUIyBaHHI iX
MOKa3ylTh OCTaHHIMU (Ta0J1.2).
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Tabnuys 2
Krnacudikariiss XxpoMOCOM JIFOMHHM 32 PO3MIPOM 1 PO3MINICHHSIM IIEHTPOMED
(3a JlenBepiBChKOIO HOMEHKIATypoto, 1960 p.)

I'pyna Howmep 3a xapiotunom XapakTepuCcTUKa XpoMOCOM
XpOMOCOM
A (D) 1,2,3 1 1 3 maiike MEeTalleHTPUYHI,
2 — BenuKa cyoOMeTarieHTpuyHa
B (II) 4,5 BEJIMKI CyOaKpOLIEHTPUYHI1
C (II0) 6-12 cepeiHl CyOMeTaleHTPUYHI
D (IV) 13-15 CepeaHi aKpOIEHTPUYHI1
E (V) 16 - 18 npiOHI cyOMeTaneHTpUYHI
F (V]) 19 -20 HaUAP1OHIII METalEHTPUYHI
G (VL) 21-22 HaWAP1OHIII aKPOLEHTPHUYHI
Xpomocoma X CepeaHs MaiiKe METAIICHTPUYHA
(HaJIeXKUTh 23
no 111 rpynn)
Y- xpoMocoma 23 npiOHA aKpOIEHTPUYHA

Icuytors 1Hm knacudikamii xpomocom (Jlonmonceka, Ilapusbka, UYukasbka), B
AKUX  pPO3BUHEHI, KOHKpPETU30BaHI, JIOMOBHEHI TMOJOXeHHsA JleHBepiBCckoi
KJacudikaii, 1o BPElTI-PEIIT MOJETrIIye ieHTU(IKAIII0 Ta TO3HAYEHHS KOXKHOI 13
XPOMOCOM JIFOJIMHU Ta X YaCTHH.

Axpornentpuani xpomocomu [V rpymu (D, 13-15 nmapu) ta VII rpynu (G, 21-22
napy) Ha KOPOTKOMY IUIedi HECYTh MaJjieHbK1 JOJIATKOBI CTPYKTYpH - camenimu. Y
JCSIKUX BUMAAKaX CATENITH € MPUYMHOI0 3YEIJICHHS XPOMOCOM MiXK CO0O0I0 MpH
HOJLIl KIITHH Y MEi031, BHACTIAOK YOro BiJOYBa€ThCS HEPIBHOMIPHMIA PO3MOALI
XpoMocoM. B oaHili rameri OnMHSIOTBCA 22 XpoMOCcOMH, a B iHWINA - 24. Tak
BUHUKAIOTh MOHOCOMII 1 mpucomii 3a TIE€I0 YU IHIIOK Mapor XpoMocoM. dparMeHT
OJIHI€ET XpOMOCOMH MOXX€ MPHUEIHATUCS O XPOMOCOMHM 1HIIOI Tpynu (HaNpUKIa,
dbparment 21 abo 22-0i XxpoMocoMu NpHEAHYEThCS 10 13 abo 15- of). [Ipu npomy
BUHUKAE mpanciokayis. Tpucomiss xpomocomu 21 abo TpaHcnoxkaiis ii ¢pparMenrta
Ha 13-y abo 15-y XxpoMocoMy € NpUYMHOIO BUHUKHEHHS CUHApoMY JlayHa.

Ha cranmapTHO BUTOTOBJIEHUX 1 PIBHOMIPHO 3a0apBJICHUX MpernapaTax XpoMOCOM
ix (hopMa BH3HAYAETHCS BiTHOMICHHSIM JJOBKUHU KOPOTKOTO IJIeda IO TOBXKUHH BCI€T
xpoMocomH, npuiHAToi 3a 100%, sike Ha3UBAETbCS YeHMpPOMepHUM THOeKCcOM. Y
MeXax TMepesiueHux 7-mMu Tpyn XxpomocoMm (A-G) Ha mMiACTaBl JIMIIE 30BHINIHIX
BIJIMIHHOCTEH, BHIUMHUX Yy CBITJIOBUH MIKPOCKOIN, TMPOBECTH 1ICHTH(IKAIIIIO
XpPOMOCOM Maif’ke HEMOXKJIUBO. AJie mpu 0OpoOIll XpOMOCOM aKpUXIH-IIIPITOM 1 3a
JIOTIOMOTOI0 1HIIIUX METO/IB 3a0apBieHHs X MoxkHa inenTtudikyBatu. Ha [lapusbkiii

KoH(epeHwii 13 cTangapTu3alii 1 HOMEHKJIATypu XpomocoM moauuu (1971 p.) 6ymo
43




3'sICOBaHO, M0 BCl METOAM AM(PEPEHIIHOrO 3a0apBiCHHS BUSBISIIOTH TI X cami
CTPYKTYpH, ajie¢ KOK€H 3 HUX TMOKa3ye CIenu(IuHICTh MO BiJHOIICHHIO JI0 TEBHUX
CErMEHTIB, SIK1 3HaXOASATHCS B3JI0BK XPOMOCOM.

Pi3H1 TUNU CerMeHTiB MO3HAYarOTh y 3aJI€KHOCTI BIJl METONAY, 32 JOINOMOTIOIO
SIKOTO BOHM HaMKpaIlUM YUHOM TIPOSBIISIOTHCS:
a) O - ceemenmu (quinacrine, aKpuxiH) - IUISHKA XPOMOCOM, IO (IIH0OPECIHyIOTh
micis ¢apOyBaHHS aKpUXiH - IIPUTOM Ta MOAIOHUMH 10 HBOTO crioykamu. Y 1969
p. mBencekuit Oionmor T. Kacmepccon 1 Horo croiBpoOITHMKM TOKa3aiu, IO
Xxpomocomu, nodapOoBaHi TIPUYMYHUM aKPUXIHOM Ta OCBITJICHI MiJ] MIKPOCKOIOM
HaAOUTBII JOBrOXBUJIBOBOIO YACTHHOIO YJIbTPa(ioneToBOTO CIEKTpa, MOYWHAIOTH
JIOMIHECIYBAaTH, IPUYOMY MEBHI AUIIHKHA XPOMOCOM CBITATHCS SICKpaBIILE, HIXK 1HIII.
[Ipu4rHOIO LBOTO € PI3HUM XIMIYHUN CKJIAJ XPOMOCOMHU.

Kinmi  Y-xpomocomMu JIIOIMHHM  CBITATBCA  SICKpaBilie Oyab-AKOi  1HIIOT
XpPOMOCOMH, TOMY ii JIETKO TOMITHUTH Ha Tpemnapari. AKpPIXiH-PIT MEPEBaKHO
3B'I3Y€ThCA 3 TyaHIH-IIMTO31HOBUMH mapamu JIHK, mpudomy mroMiHECIyIOTh OKpeMi
IUCKU TreTepoxXpoMaTHHOBUX JuUIsHOK. [Ipum Bupanenni JIHK BunpoMiHroBaHHS
3HUKae. BecranoBieHo, 110 3 27 BUJIIB CCaBLIB TUIbKU B JIIOAUHU, IUMIAH3€, TOPUIU
Ta OpaHryTaHa CBITATbCA Y- XxpoMocoMmu. CBITIHHS NOB'I3aHO 3 OBTOPaMU T'€HIB, SKi
3'IBUIIUCS €BOJTIOLIMHO 20 MIJTLHOHIB POKIB TOMY.

0) G - ceemenmu (Giemsa) BUSBIAIOThCS TIpU GapOyBaHH1 OapBHUKOM ['iM3a Ta
IHIIMMU OapBHUKAMH B MOEJHAHHI 3 JOJATKOBUMHU Ipolieaypamu. Bussuiocs, mo Q
1 G - cermeHTH 1eHTHUYHI. Y OUIBIIOCTI J1abopaTtopiii BUKOPUCTOBYIOTH (G-METOf,
TOMY IO BiH HE BHMAara€ BHKOPUCTaHHS (PIyOpECIEHTHOTO MiKpockorma, ane Q-
METOJI Ma€ Ty TMepeBary, IO Ja€ MOXKIUBICTh 1ACHTH(IKYBATH Y-XpPOMOCOMY
JIFOJIMHY 3aBJISIKU i1 ICKpaBii (IH0OPECLICHIII].

B) R - ceemenmu (reverse, MOBEPHEH1) BUSABIISIOTHCS MICIS T030BAaHOI TEIIOBOI
nenarypaiii (magirpiBatoun poszunHu JIHK mo temmeparypu 80-100 rpamyciB 1o
enbciro). 3a meBHuX ymMoB JeHarypoBaHi HUTKH JIHK 31aTHI 3HOBY peacolliroBatu B
ctiiiky nBouuTkoBy Mosiekyny JIHK (penatypamis JIHK). Skmno micns aenarypariii i
penatypanii JJHK nmpenaparu dikcoBanux xpomocom 3abapButu O0apBHUKOM ['im3a,
TO B HUX BHSBJISIETHCS YITKA MOMNEPEYHA CMYIacTIiCTh, IO CKJIAJA€ThCA 31 CBITJIMX 1
TeMHUX cMmyr. R - cermeHtu nokami3yrotbcsi Mk Q- (abo G-) cerMeHTamu.
Po3ramryBanHsa cMyr B KOXKHIM XpoMocoMi pi3He, Tomy 3a "['iM3a-guckamMu’ MoxHa
TaKOX 1JICHTU(IKYBaTH KOXKHY 3 23 T1ap XpoMOCOM.

c) C-ceemenmu (constitutive heterochromatin, KOHCTHUTYIIHHUT
reTepOXPOMATHUH) MICTATBCS B MPHUICHTPOMEPHUX JUIIHKaX 000X IJiedei
xpomocomu. Ilpupoma XiMIYHMX BIIMIHHOCTEH, BHUSBJICHUX IIMMH METOJAMH,
OCTaTOYHO 1€ He 3'scoBaHa. OOroBoprorThCs AB1I ocHOBHI rimorte3u: [IHK-Ba 1
oinkoBa. Ilepma OasyeTbcsi Ha TOMY, HIO PI3HI JUISHKA XPOMOCOM JIFOJMHU
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BIIpI3HAIOTHCA KUTbKICHHM BMicToM A-T 1 G-C map. BBaxkaroTs, mo Q - cerMeHTH
BIJIMOBIAIOTH NijisiHKaMm, 6aratum A-T mapam, a R - cermedTu mictsate 6araro G-C
nap, sSKMM BJIaCTHBA BEJMKa CTIMKICTh JI0 TEIUIOBOi JeHarypauii. Jpyra rimoresa
[oJiArae B TOMY, 110, ockiabku Mosiekyaun J[HK xpomocom 3B'si3aHi 3 pi3HUMH
OlTKamM#, MOXXHA JOMYCTHTH, IO 1HAMBIAyaJdbHUNA MaJIOHOK CETMEHTallli KOXHOT
XPOMOCOMHM 3JICKHUTh BiJ ocoOmuBocTed 1iricHoro komruiekcy JIHK - Gimok.
Paiionu sneprieBoro opranizatopa crenudigao 3a0apBIOOTHCS CPiOIOM, TICTS YOTO
BOHU BUTJIS/IAIOTH SIK TEMHI IJIIMUA Ha KOBTO-KOPUYHEBOMY TJI1 XPOMOCOM.

[luMu Ta IHIIUMH METOIUKAMH, OCOOJIMBO TiIOPHUIM3AIIEI0 COMATUIHUX KITITHH
PI3HMX TBAapHH 1 JIIOAUHHU, KOPUCTYIOThCS JJIA KapTyBaHHs xpoMocoM. Y 2000 pori
aMEPUKAHCHKUMHU Ta aHTJIHCHKUMU BYCHUMH PO3IMM(PPOBAHUI T€HOM JFOAUHH, IO
BKJIFOYA€E 25 TUCSY T'eHIB.

3a [Tapu3bpK0I0 HOMEHKIIATYpOIO, TJIedl XPOMOCOM MO3HAYAIOTHCS JATUHCHKUMHU
OykBamu p (KopoTke 1iede) 1 ¢ (moBre mieue). [1nedi ainsTecs HA palloHU, MEKaMU
SAKUX CIY>KaTh MOCTIMHI 1 4iTKI MOP(}OIOTIYHI MapKepH, a pallOHH MICTSTh CETMEHTH
- TUISTHKA XPOMOCOM, IO BIJPi3HSAIOTHCS BiJ CYCIHIX IHTEHCUBHICTIO (hapOyBaHHSI.
Paifonn Ta cermMeHTM HYMEpyIOTh apabchbkumu IudpaMu, Bi TECHTPOMEPH [0
TEJIOMEPH, OKPEMO ISl KOKHOTO ievya. Hanpuknan, cumBon 1p 22 no3Havyae apyrui
CErMEHT B paiioH1 2 KOPOTKOTO Ijieya ayTocoMu 1.

BignocHo uucTi nipenapatd OKpeMHX Ipyr MOPQOJIOTIYHO MOAIOHUX XPOMOCOM
1 HaBiTh OKpeMi XpPOMOCOMHM MOXXHAa OTpUMATH 3a JOMOMOTOI JIa3€PHOIO
oOnagHanHs. [ aHamizy 3a JOMOMOTOI0 JIBONPOMEHEBOT MHUTOMIOOPOMETPIi
XpPOMOCOMH OOpOOJIAIOTH IBOMa OapBHUKAMH, 10 MAlOTh MaKCUMYM (PJIyOopecLeHIIi1
y PI3HUX CIEKTpax OCBITIEHHA. Taki XpoMocomu "NpOMyCKaroTh'" OJIHY 3a OJHOIO
gyepe3 3allOBHEHY BOJIOI0 BHMIPIOBAJIbHY YacTHUHY MPUJIaAy, J€ BOHU IOCIIiIOBHO
ONMPOMIHIOIOTBCSA JIBOMA JIa3epHUMM IydyKamu (Hanpukiaja, yiabTpadiloieTOBUM 1
BUJIUMHUM CBITJIOM 13 JJOBXKUHOIO XBWJI1 459 HM). 3aBIsSKH IbOMY MOKHA MO0y 1yBaTH
JBOBHMIpHE 300pa’kKeHHSI XpOMOCOMHU, IO MOJETIye ii iIeHTu]iKaIio Ta OTpuMaTH
JIOCHUTh YKCTI MIPEnapaT OKPEMUX XPOMOCOM.

4.4. /liaznocmuka cnadKogux 3axe0pioeans JH0OUHU 3a HAAGHICHIO
Cmameego20 XpomMamumy

Y cynoBiii MeAauIMHI Ta 3 METOI0 MpPEHATaJbHOI JIarHOCTUKHU CIaJIKOBUX
3aXBOPIOBaHb BU3HAUYAIOTH IMPUCYTHICTh y KITHHAX miteyb bappa  (cTaTeBoro
XpOMAaTUHY) - IHTEHCHBHO 3a0apBJICHUX TUICHH B IHTEp(aA3HUX spax KIITHH 0Ci0
KIHOYO1 CTaTi, YTBOPEHHMX YHACHIJOK crmipanizaiii oaHiel 3 X-XpOMOCOM.
[HakTHBALIIS CTATEBOT XPOMOCOMHM € MEXaHI3MOM, 1[0 BUPIBHIOE OalaHC TeHIB B X - 1
Y- xpoMocomax camiliB i caMOK (TOOTO I1e OJMH 13 MEXaHi3MiB J030BOI KOMITCHCAITii
reHiB). 3a HasBHICTIO 3aiiBOro abo BiACYTHOCTI Tl bappa MoXHa iarHOCTyBaTH
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JesKl BUAM CIHAJKOBUX 3aXBOPIOBaHb, Hampukiaa, cuHapoMm KraitHbensTepa
(xapiotun 47, XXY), cungpom lllepemescbkoro-Tepuepa (kapiotum 45, XO0).
Inentudikamis tineup bappa B kimiThHax 3icko0y CIM30BOi OOOIOHKH POTOBOI
MOPOKHUHU BUKOPUCTOBYETHCS IS BUBHAYCHHS TEHETUYHOI CTaTi IEIKUX MAIli€HTIB
OpyU TEHETMYHOMY KOHCYJIbTYBaHHI, a TaKOX VY CIOPTUBHIA MeIuUUHI. Y
MOJIIUIOITHUX KJIITUHAX KUIBKICTh CTaTEBOTO XPOMATHHY BIJMOBIAA€E IIOITHOCTI 3a
Gopmynow I'apounepa:
B=(X-P):2,
ne B - kuibkicTs Tutens bappa; X — kuibkicTe X—xpomocoMm; P - cTyniHb miIoigHoCTI
KJIITAHUA. Y HENOJIIUIOIAHUX KJIITHHAX KUIBKICTh TUIELb CTAaTEBOIO XPOMAaTHHY
JOPIBHIOE KIJTBKOCTI X - XpOMOCOM MiHYC 1:
B=X-1.

[{uTonoriuauii MeToJ OTPUMAB HOBI MOXIIMBOCTI B TO€JHAHHI 3 METOJIaMHU
riopuan3aiii COMaTHYHUX KIIITHH, O10XIMIYHUMH METOJAaMHU BU3HA4YCHHS ()EPMEHTIB,
pectpukiiiaum a"amizom JHK xpomocom, BUKOpUCTaHHSM (DIIFOOPECIIEHTHO
miuenux JIHK-3oumiB Tomo. Take ImoegHaHHS METOAIB IIUTOIC€HETHKH, O10XiMii 1
MOJIEKYJIIPHOI 010JI0T1i MPHU3BEJIO JO BUHUKHEHHS HOBOI'O HAYKOBOI'O HAMNPAMKY —
monekynapuoi yumozenemuxu. Came 3 ITUM HAYKOBUM HANPSIMKOM TOB'S3aH1  YCIIXH
AHTPOIOT€HETUKHU ChOTOJCHHSI.

Jlekuis S. IlonyasiniiHO-CTATHCTUYHHUIA METOJ

[TonyAiHO-CTATUCTUYHUI METOJ y T€HETULI JIFOJUHU BUKOPUCTOBYETHCS IS
BUPILIEHHS! HACTYIHHUX MPOOIeM:
1) 3'sicyBaHHS CTyNEHs T€T€PO3UTOTHOCTI 1 HOJIMOP(I3MY JHOJCHKUX MOMYJISALIM;
2) BUBUYEHHS MEXaHI3MIB MIATPUMKUA MOCTIMHOCTI YaCTOTH 3YCTPIYaJIbHOCTI MEBHUX
T'€HIB Y TTOMYJISIIIT;
3) BUSIBJICHHS BIJIMIHHOCTEH 4aCTOT OKPEMHUX T'€HIB 1 TCHOTHIIIB Y PI3HUX MOIYJISALISIX
Ta 1X MPUYHH;
4) BUBYEHHS TCHETHYHO1 CTPYKTYPH TOIYJISIIIN;
5) BHBYEHHS NOIIMPEHOCTI CHAJAKOBUX XBOpPOO, CIIBBIJHOIICHHS MIX YacTOTaMU
TOMO3HTOT 1 F€T€PO3UTOT;
6) BCTAHOBJIEHHS CTYNEHS CIOPIIHEHOCTI MDK pI3HMMH pacaMH Ta €THOCaMU
JIOAVHY;
7) BUBYEHHSI MEXaHI3MIB FT€HETUYHOTO TOMEOCTA3Y;
8) BUBUEHHS F€HETUYHHUX MEPETBOPEHD Y MOMYJIAIIAX - (PAKTOPIB MIKPOESBOJIIOIII.

VY nomynsmisix JIOJWHA B TETEPO3UTOTHOMY CTaHI 3HAXOAUThCS —OaraTto
MYTaHTHUX PELECUBHHX aJeJIei, 1K1 00YMOBIIOIOTh BUHUKHEHHS CIIAJJKOBUX XBOPOO.
[lopsin 3 1HIIMMU F€HETUYHUMHU 3MIHAMHM OpPraHi3My, IO CKOPOYYIOTh 3arajibHHiM
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pPIBEHb MOT0 JKUTTE3AATHOCTI, Il MyTallll CKJIaJal0Th TCHETUYHUN TATAp IOIYJIAIT,
AKUI HEOOX1HO BpaxOBYBaTH IMpH BHUPIMIEHHI 0araTbOX COLIATBHUX MPOOIEM.
OKpIM TOro, 4acToTa Mepexoly peLEeCUBHUX aJleJed y TOMO3UTOTHUM CTaH 3pOCTaE 31
30UTbLIEHHSIM CTYNEHS 1HOPUAMHTY; TOMY HapOKYBaHICTh AITEH 13 CIAJKOBUMH
aHOMAJIISIMHM 3HaYHO 30UIBIIYETHCS MPU OJIU3BKOCIIOPITHEHUX IUTFO0aX.

[HOoMI ToOMyNAMIRHO-TEHETUYHI JOCHIDKEHHST JIONOMararoTh HaBiTh (DaxiBIsM,
JaneKkuM Bim  Olosorii: icTopukam, eTHorpadam, apxeosioram. 3'COBYIOYH Ta
31CTABJISIIOYM YACTOTY TOIIMPEHHS THX YM IHIIUX AHTUTEHIB KPOBI, HUM BJAJOCH
IPOCTEXUTH LUIAXU MIrpauii JIOAeH y JajJekoMy MHUHYJIOMY - LIMIraH, HOPMAaHIB.
I'eneTnuH1 nepeTBOpEeHHs B momyJiii, adbo wmikpoesonroyisa (3a 10.0. ®DiuaimyeHKo)
JeXaThb B OCHOBI MOXO/KEHHS BHUAIB. ToMy pe3ynbTaTH JOCHIKEHb B 00JacTi
NOMYJISIIAHOT TEHETUKHU € (PYHITaMEHTOM PO3BUTKY €BOJIIOLIMHOI TEOpii.

3a BU3HAUEHHSAM BHUJATHOro reHeruka M.TumodeeBa-PecoBcbkoro, nonynauis
— 1€ CYKyIHICTh OCOOMH OJHOTO BHY, SIKI MPOTATOM JOCHUTh TPUBAJIOTO YaCy
(BeMMKOT KUIBKOCTI TIOKOJIIHBb) HACENSAI0OTh MEBHHUM TPOCTIP, Y SKOMY HPAKTUIHO
31MCHIOETHCS Ta YM 1HILA CTYIIHb NMAHMIKCII 1 BIACYTHI OMITHI 130JIsAL1iHI Oap'epu;
I CyKyIHICTh OCOOMH BIAOKpEMJIEHA BiJ CYCIJHIX TaKMX CaMHUX CYKYyIHOCTEH
O0COOMH IILOTO BHJAY THM YH IHIIMM CTyHE€HEM THCKY NneBHUX (opm i3oiaii. Take
PO3YMIHHS TTOMYJISIIIT MPUHAHSITO B Cy4acHIi T€HETHII].

5.1. I'enemuuna cmpykmypa ma zemepo2eHHiCmb RONYIAYI

3Ha4YeHHS] TEHETUYHOI TeTEepOreHHOCTI (TOOTO PI3HOMAHITHOCTI) TPHUPOIHOI
nomynsauii ouiHuB C.C. YerBepukoB y cBoid crarti «IIpo ngesxki MoMeHTH
€BOJIIOLIITHOTO TPOIECYy 3 TOUKU 30py cydacHoi reHetuku (1926 p.): «lIpupoani
nomyJsilii MaloTh OyTH TE€HETHMYHO rereporeHHuMu. Bup, sik ryOka, BOupae B cebde
TFeTEPO3UTOTHI MYTaIlll, 3aJIMIIAI0YUCh TPU LIOMY BeCh 4ac 30BHI ((hEHOTHUIIYHO)
OJIHOPITHUMY». bBINBIIICTh BUHMKAIOYUX MyTalliil € penecuBHUMH. [Ipu BHUCOKIM
YUCETBLHOCTI MOMYJIAIIT 11l peIIeCUBHI MyTallii HEMOB O PO3UMHSIOTHCS, ONMTUHSIOYUCH
y CKJaJl TEeTepO3UroT, MPUYOMY IMOBIPHICTH I1X TOMO3UTOTaIii O0OEpHEHO
MPOTOPIIiitHA YUCETHFHOCTI OPraHi3MiB Y HIH.

[cHYIOTH B1 TOUKHM 30py Ha CTPYKTYPY IPUPOIHUX MOMYJIISAIIN:

1) knacuuHa MojeNnb - MNPUPOJHI TMOMYJSALii NpPEICTaBlieHI B OCHOBHOMY
TOMO3UTOTAaMHU 3a JOMIHYIOUMMH  aiensMu. YacTtoTa JOMIHYIOUMX ajenei
Oonu3bka 10 1 3a BUKJIIOYEHHSM HE3HAYHOI YaCTKU IMIKIIJIUBUX PELECUBHUX
MYyTallii.

2) GajmaHCcOBa MOJENb MOMYJAIIl - OUTBIIICTH JIOKYCiB (a0 BCi) mpeacTaBieHi
cepisiMU arnesell 13 pi3HUMH 9acTOTaMU B MOMYJISIil. 3HAYHUM € TONTUPEHHS B
OPUPOAHUX MOMYJSALISAX €(EKTy TeTepo3ucy, TOOTO MepeBard reTepo3uror y
NOPIBHSHHI 3 TOMO3UIOTaMHU 3a TUMHU X ajeiasiMu. EBomtouniiiHa auHamika
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MOMYJIAIIT ITPYHTYETHCS Ha 1000p1 HE 3a OJIHMM I'€HOM, a 3a 0araTbMa I'¢HaMHU,
aseni sSIKUX 3HaXOAAThCS B OaaHci MiX cO0010

[Tomymsist moael GOpMYEThCS IIITXOM BUIBHOTO CXPEUTyBaHHS 0Ci0 13 pi3HUMH
F€HOTUIIAMM, TOOTO LUIAXOM naumixcii. BumnaakoBe BUIbHE CXpPEIlyBaHHS
(manMikcis) BiAOYBAa€ThCS TOJMI, KOJM MMOBIPHICTh YTBOPEHHS HIIHOOHOI Mapu Mix
0COOMHAMU HE 3aJIe)KUTh BiJl IXHHOI TEHETUYHOT KOHCTUTYII1. OTXKEe, B MAaHMIKTHYHIN
aJloraMHIA TMOMyJAIIl 4YacToTa CHapioBaHb HOCIIB THX 4YH IHIIMX TEHOTHIIIB
IPOTOPIIIfHA YaCTIIl, B AKIHM 111 TEHOTHUIIN MPEICTABIICH] B 1A IMOITYJIAIIIT.

KoxHa momyssiiss Mae CBOKO T'€HETHUYHY CTPYKTYpYy — CHIBBIJIHOUIEHHSI B HIi
4acTOT P13HUX T€HOTUIIIB.

Tenemuuna cmpyxmypa nonynayii - OAWH 3 HAWMBaXIUBIMKMX (HaKTOPIB, SKI
BHU3HAYAIOTh OCOOJIMBOCTI MEpeaayl B ClAJOK PI3HUX O3HAK. BUBYEHHS! T€HETUYHOIO
CKJIaZy TOMyJisilii BiIOYyBAa€ThCA IUIAXOM BH3HAYEHHS YAaCTOTH THUX UM 1HIIUX
TCeHOTHUITIB, a TAKOX YaCTOTH OKpeMHX anesieid. HacToTy OKpeMOoro reHOTHITy MOKHa
BUPA3UTH B MPOIEHTAX B1J] 3arajbHOI KITLKOCTI OCOOMH MOIYJISIII1, IKE MPUUMAEThCS
3a 100%. Y nomynAmiiiHIA TeHETUIl 3a3BUYail 3arajbHa KUIBKICTH OCOOWH
NpUAMAETHCS 32 OJIMHMINIO, @ YAaCTOTAa TOTO YW IHIIOTO T€HOTUIY BUPAKAETHCS B
YacTKax OJUHUILL.

Hanpuknazn, npu gocnipkeHH1 rpyn kpoi cucteMu MN y nomymsiuii 3 4200 oci6
1218 3 Hux maroth rpyny MM, 882 - rpymy NN, 2100 - rpyny MN. Heo0xigHo
BU3HAYUTH YACTOTY BCIX TPhOX T'€HOTHUIIIB B MOMyJslii. Po3paxyHOK MpOBOAUTHCS
TakuM 9uHOM. [Ipuitmaemo 3aranpHy KUTbKICTh oOcTexkeHux (4200 oci6) 3a 100%
a0o 3a oxuuuito. Toai yacrora reHotumniB rpynu MM cknagatume: (1218 x 100) :
4200 = 29,0% (a6o 0,29). Yacrora rpynu NN cknagatume: (882 x 100): 4200 =
21,0% (abo 0,21), a ywacrora rpynu MN: (2100 x 100):4200 = 50,0% (a6o 0,5).
OTtxe, B JaH1i MOMYJIALIi CyMa 4acTOT yCiX TPhOX '€HOTHUIIB, 10 BU3HAYAIOTH TPYIY
kpoBi cuctemu MN, nopiBHioe: 29% MM + 21% NN + 50% MN = 100%, a6o B
yactkax oaunumi 0,29 + 0,21 +0,5=1.

[Ipu oOuncieHHI 4YacCTOT TEHOTHUINIB, SKI PIOAKO 3YCTPIYAIOTHCS, CIOYATKY
00YHUCITIOIOTh, KA KUTBKICTh OCOOMH 13 IIMM PIIKICHUM T€HOTUIIOM PUXOAUTHCS Ha |
MUIBHOH (200 Ha 100 THCs4) ocoOuH momyJsnii. JJid HpOro 4acToTy 3alUCyIOTh Y
BUTJISII ApoOy 31 3HaMeHHuKoM ImiH. abo 100 000. Hampuxnax, y momymsmii 3
280000 ocoOuH BUSIBISIIOTH 7 XBOPHUX 13 PIAKICHUM PELIECUBHUM 3aXBOPIOBAHHSIM.
Heo6xi1HO BU3HAUUTH YaCTOTY I[LOTO PELIECUBHOTO T'€HOTUITY B JIaH1M MOMYJISIII.
OOGuucaroeMo 4acToTy 3BHYaHUM criocobom: 7: 280 000 = 0,000025. Otpumanuit
pe3yibTaT MOXKHA 3amucaTH y BUTISAL apoOy 31 3HameHHuKoM: 25/ 1000 000 abo
25x10°°,

Icaye # iHmMI cioci® 0O0YMCIEeHHST YacTOT TeHOTHITIB, IO PIIKO 3yCTPIYarOThCA,
U SKOMY YacCTOTH BHUPAXAIOTHCS Y BUTIISAII APOOY, YUCETHHUKOM SIKOTO CITY)KHTh
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OJIMHUI, a 3HAMEHHHMK OOYHCIIOETHCS, BUXOJSYM 3 JAHUX MPO TMOUIMPEHHS
reHotuny B nonysanii. Hanpuknaza, B nomymnsuii 3 84 000 ocobun BusiBiieHo 210
XBOpHUX Ha NIEBHE pelleCUBHE 3aXBOpIOBaHHA. [I0TpiOHO BU3HAUNTH HOTO 4acTOTY.
[Ipu 06uKCIIeHH] YaCTOTH 1ILOTO 3aXBOproBaHHs oTpumaemo: 210: 84 000 = 0,0025, a
OTIM OOYHUCITIOEMO 1[I0 YaCTOTY B YacTKaxX OJMHUII. [ 1IbOro YMCENbHUK IPOO0Y
Tpeba CKOPOTUTH A0 OAWHHIN, TOOTO po3aimuth Ha 210. BiamoBigHo Tpeba
3MEHIIIUTH B CTUIBKH X pa3iB 1 3HamMeHHuK: 210: 84 000 = (210:210): (210:84 000) =
1/400, a6o 0,0025. To6To yacToTa 3yCTPIYAIBHOCTI JAHOTO T€HOTHUITY B IMOIMYJIAII]
cknagae: oguH xBopuil Ha 400 oci0. Ane He 3aBXAH 3HAMEHHUK MOKE JUIMTHCS 0e3
3aUMIKY. Y [IbOMY BHUIAJIKY 3aJHIIOK OKPYTJISIOTH 70 JECSTKIB.

VY nonynsAuiiHIA TeHeTHlll 4acTo JOBOJMUTHCS BU3HAYATH YACTOTY HE OKPEMMX
TCHOTHUIIIB, & YaCTOTy OKPEMHX ajelieidl TOro 4YM IHIIOrO reHa YW O3HAKU. Y LbOMY
BUITQ/IKy BUKOPUCTOBYIOTh 3aKOH Xap/i-BaiinGepra.

5.2. Ilonynauia 6 cmani 2enemuunoi pienoeazu. 3axkon Xapoi-Baiinoepza

[Monmynsiuii nroAMHU MOAIOHI KMBUM OpraHi3Mam, siki TOHKO pearyrTh Ha BCl
3MIHU CBOTO BHYTPIIIHBOTO CTAHY 1 3HAXOJATHCS 1]l MOCTIMHUM BIUIMBOM 30BHIIIHIX
dakTopiB. Anie ysBIMO cO01 JesKy MOMYJISIIiI0 B CTaHl CIIOKOIO, Ha Ky HE JII0Th BCl
YUCJICHHI 30BHIIIHI 1 BHYTPIIIHI YUHHUKU - ideanvbHy nonyaayiro. IloTim mu Oyaemo
BKJIIOYATH OJIMH YMHHUK 32 1HIIMM, JOJAI0YU iX B CKIAJHY CHUCTEMY, 110 BU3HAYAE
CTaH MPUPOJTHUX MOIMYJIAIIHN 1 PO3TIISTHEMO XapakTep ixHIX crienudiuyHux BUMBiB. Lle
JI03BOJIMTH TMOBHIIIE OTPUMATH YSIBICHHS MPO 0araTOBUMIPHY PEaIbHICTh ICHYBaHHS
HNOMYJISALINA JTFOJUHU.

Ha nmepmmii nornsj, TOMIHAaHTHE CHAaJKyBaHHS O3HAKHU, KOJM IPH 3yCTPIdl JBOX
ajnesieil B 3UroTi OJUH MPUTHIYY€E MPOSB 1HILIOTO, MOBUHHO MPU3BOJUTH 0 TOTO, IO
4acToTa 3yCTPIYaIbHOCTI JOMIHAHTHUX T'EHIB BiJl MOKOJIHHS JO TOKOJIHHS OyJe
30uIbIIyBaTUCS. BuHWKae TWTaHHS: SKIIO KOPOTKOMANICTh (OpaximakTijais) -
ayTOCOMHO-/IOMIHAHTHA O3HAaKa, 3/1aTHA MepeJaBaTUCS 3 TMOKOJIIHHS B TOKOJIHHS 1
KOHIIEHTPYBATHUCS B MOMYJAIISAX (BIAMOBITHO O 3aKOHY poO3IIerUieHHs MeHzens B
crhiBBigHOMIEHH] eHOTUNIB 3: 1), TO YoMy OUIBIIICTH JFOJIEH HE € KOPOTKOMAIUMHU?
[lporo He BimOyBaeTbCsA, TOMY IO ICHYE MEXaHI3M MIIATPUMKH YacTOTH T'EHIB
NOMmyJisilli y pIBHOBAXXHOMY CTaHi. 3aKOH pIBHOBarM TIE€HHUX KOHIIEHTPALIM
NAHMIKTUYHOI TMOMYJSALii BCTAHOBJIEHWM aHIIIHCBKUM MareMatukoMm [.Xapoi
(Hardy) 1 Himenibkum stikapeMm B. Batinoepeom (Weinberg) y 1908 porii.

OcHoOBHE 3aTBEpDKEHHS 3aKoHy Xapai-BaiinOGepra monsirae B TOMy, IO TpHU
HAsIBHOCTI aJbTEPHATUBHUX ajIeJIei Ta OJJHAKOBIHM )KUTTE3MaTHOCTI PI3HUX T€HOTHIIIB
1 3a BIZICYyTHOCTI €JIEMEHTAapHUX €BOJIIOIIMHUX MPOIECiB (MyTaIlii, 1000py, MIrparii,
npeidy reHiB) BHXITHE CIIBBIIHOIICHHS ajenei (He3aJIeXKHO Bil iX abCOMOTHOT
yacToTH) 30epiraerbcsi B YyCIX HACTYNMHUX THOKOJIHHIX (ToOTO 30epiraerbcs
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nomyJsiiiiHa piBHOBara). Lleit 3akoH CTBEpIKYE TaKOXK, IO SKIIO CXPEUlyBaHHS €
BUMAJAKOBUM (TIAHMIKCisl), TO YaCTOTHM TEHOTHUIIIB MOB'S3aHI 3 YAaCTOTAMHU TEHIB
IpOoCTUMU (KBaAPATUYHUMU) CITIBBITHOIIEHHSIMHU.

I3 3akony Xapni-BaiinOepra BumivBae HACTyNMHUM BUCHOBOK: SIKIIO YaCTOTH
ajneniel y caMIliB 1 CaMOK MOYaTKOBO OJIHAKOBI, TO MPH BUITAJIKOBOMY CXpEIlyBaHHI
PIBHOBaXHI YaCTOTH TEHOTHUITIB B OYyJb-SIKOMY JIOKYCl JOCATAlOThCA 3a OJIHE
MOKOJIIHHS. SIKIIO YacTOTH aneneid y JABOX CTaTe€d MOYAaTKOBO pi3HI, TO IS
ayTOCOMHUX JIOKYCIB BOHU CTAalOTh OJJHAKOBUMH B HACTYITHOMY MOKOJIHHI (OCKIJTBKH
1 camll, 1 CAaMKH OTPUMYIOTh IOJIOBUHY CBOIX I'€HIB BiJ OaTbka 1 MOJIOBUHY - BiA
matepi/. TakuM YWHOM, PIBHOB@KHI YAaCTOTH TEHOTHUIIIB JIOCSATAIOTHCS B I[HOMY
BUIIAJKY 32 JBa MOKOMiHHA. OJIHaK y pa3i 3UeIIEHUX 31 CTATTIO JOKYCIB PIBHOBAXKHI
YaCTOTH JOCSITAIOTHCS JIMIIE MOCTYIOBO (AUB. 3UETICH] 31 CTATTIO T€HU).

3akon Xapni-BaiinOepra B reHeTuill aHajJoriyHHM nepiioMy 3akoHy HproToHa B
MexaHimi: Oyab-sKe TUIO 30epirae cTaH CIOKOK ab0 piIBHOMIPHOTO MPSIMOJIIHIMHOTO
PYXYy JIOTH, ITOKH 11049l Ha HHOTO CHJIM HE 3MIHIOIOTH IIei cTaH. PeanbHi Tija 3aBxkau
OIJIAI0TBCA  BIUIMBY 30BHIIIHIX CHJI, ajle nepmuid 3akoH HproTOHa CIyXHUTb
BIJIITPABHOIO TOYKOIO JIJIsl 3aCTOCYBAHHS IHIIMX 3aKOHIB MEXaHIKM. Tak caMoO 3aKOH
Xapai-Baiin6epra roBoputh, 1m0 3a BIJICYTHOCTI 30yprOIOYMX MPOLIECIB, 3JaTHUX
3MIHIOBaTH YacTOTH TEHIB y NOMYJslLIi, OCTaHHI 3aJIMIIAIOTHCS B PIBHOBAKHOMY
He3MiHeHoMy cTaHl. [lepeBipumo 11e TBepKeHHs. CTBOPUMO MOJIETBHY MOIMYJISIIIO
JUITUIOITHUX OPraHi3MiB, 33J1aMO 3aKOH 1X CXpEIlyBaHHS, B IKOMY HasiBHUN €JIEMEHT
BUITQJIKOBOCTI, 1 MPOCTEKHUMO, IO CTAHETHCS 3 IIEI TOMYJAIIED Yepe3 KiJIbKa
MOKOJiHb. YSBIMO TakOX, 0 BCl OpraHi3MH I[1€i MOMYJsLil TEHETUYHO MPOCTI: y
KOXHOTO 3 HUX € TUIbKUA OJUH reH. JIoKyc nbOoro reHa MiCTUTh OJIMH 13 IBOX aJiejei,
A abo a, mpeACTaBIECHUX 3 OJTHAKOBMMH JIJIsI CaMIliB 1 CAMOK 4YacToTaMu: pA Ta qa.
[Ipunyctrmo, 1o caMmill 1 CaMKH CXPENIYIOThCSl BUMAJIKOBUM YMHOM, abo0, 10 T€ X
came, TaMeTH CaMIliB 1 CAaMOK yTBOPIOIOTh 3UT'0TH, 3yCTPIYAIOUMCh BUMAAKOBO. Toi
4acToTa OyAb-SKOr0 TEHOTHIY JOPIBHIOBATUME JOOYTKY YacTOT BIAMOBITHUX ajieyen
(Ta6:n.3). ImoBipHICTH TOro, MmO TEBHA OCOOMHA Mae€ TEHOTHUN AA, ITOPIBHIOE
UMOBIpHOCTI (p) OTpUMAaTH aijienb A BiJ maTepi, MOMHOKEHAa Ha WMOBIPHICTH (D)
OTpHMATH aeb A Bix 6aTbKa; TOOTO p X p = p°. AHAJIOrIYHO HMOBIPHICTH TOTO, 110
IIEBHA 0COOMHA Ma€ TEHOTUIIOM ad, TOPIBHIOE :

Tabauys 3
PosnoainienHs ABOX ayieneld npy piBHOBAXKHOMY CTaH1 MOMYJISIT
Yacrotun YacToTu reHOTHUITIB
rameT
0aThKiB p(4) q(a)
p(4) p(44) pq(Aa)
q(a) pq(Aa) q*(aq)
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['enotun Aa mMoke BUHUKHYTH JBOMA IIIJISIXaMU: OPraHi3M OTpUMYE alielb A Bij
MaTepi Ta anenb a Bim Oarbka, a00 HaBHakw, aneilb A Bij OaThbka Ta ajljIeNb a BiA
matepi. IMOBIpHICTE 000X MO JOPIBHIOE pg, OTXKE, CyMapHa WMOBIPHICTb
BUHUKHEHHS TEHOTUIY Aa TOPIBHIOE 2pqg.

Tenep Mu MOXXEMO JIOBECTU CIPABEIJIUBICTh TPbOX TBEPIXKEHb, 1110 MICTITHCS B
3akoH1 Xapi-BaiinOepra:

1) gactoru aneneit He 3MIHIOIOTHCS BiJ TMOKOJIHHS J10 TOKOMiHHA. Ile MoxHa
Jgerko npoBecTd. Yacrora amens 4 B TOTOMCTBI (BiamoBigHO 10 Tabm.3)
JOPIBHIOE CyMI YacTOTH TeHOTUNy AA 1 NMOJIOBUHM YacTOTH TeHOTHNY Aa,
10070 cKiIanarume p>+pq=p (p + q) = p (ockineku p +q = 1). ¥ Tomy, mo
4acToTa aJebHUX I'eHIB A 1 @ B 1€alIbHIM MOMYJISILiT 31 3MIHOKO MOKOJIIHb HE
3MIHIOETHCS, JIETKO IIEPEKOHATUCS, [TiICTaBUBILK B GiHOM (pPA+ qa)? KOHKPETHI
yucia. Hexaii y 6arpkiBcbkoro nokodiinasa pA = 0,4, qa = 0,6. Toxi yactora
redoruniB B F cknagarume: (0,4A + 0,6A)? = 0,16AA + 0,48Aa + 0,36aa.
Pospaxyemo B Fi wactory aneneit y ramerax 6arbkiB (4 Ta @), BUXOASYU 3
4acTOT T'€HOTHIIIB:

pA=016+28 =04 =036 + 2% =06
Takum 4YMHOM, 31 3MIHOIO TOKOJIHHS YacTOTa aJleIbHUX TE€HIB y MOMYJALil He
3miHunacd. [IponoBxkyoun po3paxyHKH, MOKHA MTEPEKOHATHUCS, 1110 CHIBBIHOIICHHS
ajieseil A 1 a 3aJIMIIAETHLCS HE3MIHHHUM 1 B HOJAIBIINX ITOKOJIHHSIX.

2) piIBHOBaXXKHI YaCTOTU M'EHOTHITIB 33/Ial0ThCS 3BEICHHSIM Y KBaJpaT CYMH 4acTOT
aJieJIer 1 He 3MIHIOIOTHCS Bl IOKOJIIHHS 10 HOKOJIHHA. TaK IK 4acTOTH ajeiei
y TOTOMCTBA 3QJIMIIAIOTHCS TakuMmu (p 1 (), AKUMU Oynu B OaThKiB, TO 1
YaCTOTU TEHOTHUIIB B HACTYITHOMY TIOKOJIIHHI TaKOX 3aJMIIAIOThCS
MOCTIHHUMY 1 piBHUMU P2, 2pq, q°.

3) pIBHOBaXHI YaCTOTU F€HOTHIIIB JOCITAIOTHCS 32 OJIHE MOKOJIHHS. SIKuMu O He
OyJau YacTOTH TE€HOTHUIIIB B OATbKIBCBKOMY MOKOJIIHHI, YaCTOTH TE€HOTHUIIIB
HalaakiB OyayTe p?, 2pq i @°, SKIIO 4acTOTH ajejieil y CaMIiB 1 CaMOK
OJIHAKOBI 1 piBHI p 1 q.

®dopmyna Xapai-Baitn6epra nificHa mpu HACTyITHUX YMOBax:

1) BpaxoByeTbcsi mapa ayTOCOMHHUX aJlejield OJHOro TeHa; 2) CIaploBaHHS Ta
MO€THAHHS TaMeT B 0COOMH MOMYJISIIT BiZOYBa€THCS BUMAAKOBO; 3) 3BOPOTHI MyTallii
HACTUIBKHU PIJKICHI, III0 HUMU MOXHA 3HEXTYBaTH; 4) BEJIUKa YUCEIbHICTh MOIMYJISLIII;
5) pi3HiI T€HOTUIIM MAalOTh OJHAKOBY JKUTTE3AATHICTD, IJIOAIOYICTD 1 HE MiIIaI0ThCS
nii no6opy. o momymsiii oprani3miB, 10 €aMO3aIlIiIHIOIOTHCS (TOOTO aBTOraMHO1
nonyJisii), ¢opmyna Xapsai-BalinGepra He 3aCTOCOBYEThCS.

B sxocTi mpukiaay BUKOpHUCTaHHS 3aKoHy Xapjai-BaiinOepra naBenemo JaHi mpo

posnoain Oiumoro HacenenHs CIIIA 3a rpymamu kpoBi cuctemu MN: MM - 1787
yosioBik, MN - 3039, NN - 1303, Bcroro B BuOipui 6129 uvonosik. Ha mizacrasi
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3HAHHS KUTBKOCTI 0Ci0 13 pI3HUMU IPyIIaMHi KPOBi, MU MOKEMO pO3paxyBaTu YaCTOTH
aneneit. Yacrora anens LM nopiBHioe cymi 1mOJBOEHOro 4mcia iHAMBIAYYMiB 3
reHoTurnoM MM 1 KUIBKOCTI 1HAUBIYYMIB 13 reHOTUIOM MN, noaiiaeH1i Ha 3arajabHy

KUIBKICTB 0c10 y BUOIpIIl (TOOTO HA MOJBOEHY KIJIBKICTh OOCTEKEHUX OCI0).

M (1787x2)+3039 _
LY = e =0,5395,

Tak, yactoTa amiesns

Tak camo pospaxoByeTbcs uactora amtens LN, Bonwa mopisaioe 0,4605. Toxi
BIJTHOIICHHS] TEOPETHUYHO OYIKYBAHUX PIBHOBAXHUX YACTOT T€HOTHUITIB, PO3PAXOBAHE
BifnosigHo 10 3akoHy Xapmi-BaitnOepra, cranosuts 0,2911 LMLM; 0,4968 LMLN;
0,2121 LNLN, mo Ty’ke OJM3BKO JI0 PETHHOTO CITIBBITHOIICHHS TEHOTUITHUX YacTOT,
AK1 cnoctepirarotbes B nomyssuii (0,292: 0,496: 0,213 ) (Tadu.4).

Sxmo B momymsAUii A1l JAHOTO FeHa ICHYIOTh TPH ajiesisl 3 YaCTOTaMM B1JNOBIIHO
p+q+r =1, To 4aCTOTK TN€HOTHUMIB TAKOX BIANOBIIAIOTH (POPMYl OIHOMHOIO
posmoxiny: (p+q+r1)2=p>+q*+12+2pq+2pr+2qr=1. Sxmo x aneneil oqHOro
JOKYCYy N, TO KUIBKICTh MOJIMBUX T€HOTHINIB Yy TMOMYJAIii OOYHUCITIOITH 3a
dbopmyioro: n (n+1) .

2
Tabauys 4

YacToTu reHOTHUINB 1 ajiesiel Y TPhOX MOMYJIALISX JIOUHHU 33 TPyIIaMH KpOBI
cucremu MN

[Momymsmis | KitbkicTh Bcro | HacToTu reHOTHIIB Yacrortu anenei
BOJIOJIApiB ro
TPy KPOBi
M MN | N LMLM | LMY | LNLY LM LY
AbGopurenu
ABctpadnii 22 | 216 492 730 0,030 [ 0,296 [ 0,674 | 0,178 0,822
Ig et
Hasaxo 305 | 52 4 361 0,845 (0,144 | 0,011 0,917 0,083
bim CIIIA
1787 | 3039 | 1303 | 6129 | 0,292 | 0,496 | 0,213 | 0,539 0,461

Ipaxmuune suxopucmanns 3akony Xapoi-Bavinbepea:

1) 3akon Xapmni-BaitnOepra no3BoJiie po3paxyBaTH J€sKI 3 YacTOT T€HIB 1
TEeHOTUITIB Yy BUMNAAKaX, KOJM HE BCl T'€HOTUIIM MOXYTh OyTH BHU3HAYECHI
BHACJIIJIOK JOMIHAHTHOCTI anienedd. Hampukiasn, 3HaOUM 4acToTy OCOOMH 3
peuecuBHUMHU O3Hakamu (q’aa), 3a (dopmynor Xapai-Baiinbepra MoxxHa
BU3HAYUTH YaCTOTY PEIECHMBHHX, a MOTIM 1 JOMIHAHTHUX alleJiell y HaHiid
nomynsauli. Tak, anbOIHI3M y JIOJWHU OOYMOBJIEHUW JIOCUTh PIAKICHUM
pPEUECUBHUM TE€HOM. Y mnomyssmisx €Bponu anb0iHOCHM HApOJKYHOThCA 3
yactotoro 1:20 000 wyosoBik. [1oTpiOHO BU3HAYUTH YACTOTY HOPMAJIbHOTO
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2)

JIOMIHAHTHOTO aJiessl 1 YaCTOTY HOPMAajbHO MITMEHTOBAHUX JIIOJICH, a TaKOX
4acTOTY reTePO3UTrOTHUX HOCIIB IreHa alibOIHI3MY.

Ski110 anienb HOpMaIbHOT MITMEHTAIllT MO3HAYUTH A, a aljieNb alboiHI3MY - a,
TO T€HOTHI aJb01HOCIB OYJI€ aa, a TEHOTUIl HOPMAJIbHO MIrMEHTOBAHUX JIIOICH
- AA 1 Aa. BignoBingHO 10 3akOHY Xapii-BaitnOepra, yactota roMo3uror (aa)
2_ L 000005 toni q=+0,00005=0,007. Ockinbk

20000

ptq =1, o p=1- g, abo p=1 - 0,007=0,993, a uvactora IOMIHAHTHUX
romo3uror A4 cknagarume p?=(0,993)*=0,986.

IOpiBHIOE °; OTXKE, q

KinbkicTh rerepo3uroTHUx HOCIiB ann0iHi3My 2pgAa = 2x0,993x0,007
0,014. Toxi TeHOTUIIHA CTPYKTypa €BPOIEHCHKOI MOMyJAii Taka: p’AA =
0,98595; 2pgAa = 0,01400; g%aa = 0,00005, a6o B abGCOMOTHUX LUPpAX
Bigmosiguo 19 719; 280; 1.

Ha TIJCTaBl pO3paxyHKIB MOKHa 3'ACyBaTH, OAHMM abo OaraThbmMa TeHaMU
BU3HAYAETHCS Ta YM 1HIIA O3HaKa. SIKIo0 4YactoTa po3HOALITYy TOMO3UIOT 1
reTepO3UroT B NMOMyJsLii OyJe BIANOBIAATH PO3PAXyHKOBIM, 1I€ O3HAYaE, IO
JaHa O3Haka abo I BJIACTUBICTh BHU3HAYAETHCS OJHUM T€HOM abo OJIHIEIO
naporo anenei. Hampuknan, po3noxain siroaeit 3a rpynamu kpoBi MN cepen
nHacenenuss CIA Taki: 29,16% wmatote rpyny kpoBi MM, 49,58% - MN 1
21,26% - NN. IlepeBipsiemo, uu BIANOBITAE CyMa ITMX YacTOT PIBHSHHIO
Xapui-Baitn6epra: p? +2pq + q> = 1, 10610 29,16MM + 49,58MN + 21,26NN

= 100%. Yacrora renoruny NN, To6to q*> = 0,2126, Tomi q =+/0,2126 =0,46.
Yacrora p rena M = 1-0,46 = 0,54, po3paxyHKOBa 4acToTa TeHOTUILy p°MM =
0,54x0,54 = 0,29, mo y3rojKyeTbes 3 icHyrouorw yactororo (0,2916 abo
29,16%). Yacrora rerepo3uror 2pq MN = 2x0,54x0,46 = 0,49, mo nmyxe
Ou3bKO 110 (pakTH4HOI YacTtoTu reHotuiry MN (49,58%). Omxe, p* + 2pq + ¢
=0,29 + 0,49 + 0,21 a6o B mpoueHTax 29% MM + 49% MN + 21% NN, To6TO
TEOPETUYH1 JaHl 30iratoThcs 3 akTuuHuMHU. Lle roBoputh npo Te, Uo rpyna
KpoBi MN niiicHO BU3HAYAETHCS OJIHIEIO MAPOI0 KOJOMIHAHTHUX I'€HIB.

[umu X po3paxyHKaMH BCTaHOBJICHO, IIO OJHIEI0 Mapo0 ajieJbHUX T'EHIB
BU3HAYAETbCS  3MIaTHICTh  BiA4yBaTH cMmak (QeHinTiokapbamimga, xopei
['enTHHrTOHA 1 HM3KM I1HIIUX 3aXBOPIOBaHb. MeTogaMu IMOIMYJISALIHHOT
TCeHETUKH BCTAHOBJICHO, IO KOXXEH COTHHM XKuUTenb €Bpomu Hece B
reTEePO3UrOTHOMY CTaHI T'€H 1710Tii, X04a XBOPIIOTH 25 YOJOBIK 3 KOXHOIO
MUIBHOHY 0c10. HaBITh B reTepo3uroTHOMy CTaHi MyTaHTHI T€HH B NI€BHIM Mipi
nposBIsAOThCA. KoxkeH 70-Tuil MelkaHenb €Bponu reTepo3uroTHUM 3a FTEHOM
anpOIHIZMY, X04a alb01HOCH 3yCcTpiyaroThes 3 yactororo 1:20 000.

Orxe, 3HarouMm mpaBuiio Xappi-BaiinOGepra, Mo)kHa gaBaTH  OIIHKY
TeHETUYHOTO CKJIA Ty TMOIYJISIT JIFOAUHU. AJle 1 11e 1€ HE BCe.
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3) 3a gomomoror dhopmynu Xapsi-BaitHOepra BU3Ha4arOTh CTYIIHb OPYIICHHS
F€HETUYHOI PIBHOBArM MPUPOJHUX TMOMYJSALIA I JI€0 30BHINIHIX 1
BHYTpIIIHIX (akTopiB. [IpunmycTuMo, Mo MHUCIUBISMHU MIEBHOTO MaTepUKa 3a
ce30oH BuA00yTOo 16 000 mKypok aucuilb, 3 HuX pyaux (AA) - 10 400, yopHo-
Oypux (Aa) - 4900, gopuux (aa) - 700. Cnig BUSHAYUTH, YU 3HAXOIUIIACS O
MOYaTKy MPOMUCITY IMOMYJIALIS B 33J0BUIBHOMY CTaHl 1 YA MOXHA BBaXKaTH
BUIIPABAAHUM 11 IPOMUCIIOBE BUKOPUCTAHHS.

Buznaunmo, sxkuM Ou Oyso CIIBBIJHOIIEHHS LHUX TPbhOX TEHOTHUIIIB JUCHIb Yy
BUOIpII, SKOM momymsiis Oyna imeanbHOr0. YacToTy aneneir 4 i a po3paxyeMo 3a
4acTOTOIO TeHOTHIIB (Ta0J1.3).

Tenep, ckopuctaBmmuch ¢Gopmysnoro Xapnui-BaitnOepra, po3paxyemMo KUIbKICTb
OCOOMH BIAMOBIJHUX T'E€HOTUIIOBUX KJACiB B aHAJIOTIYHIA BUOIpI 17eadbHOl
MOy JISIII:

p*AA = (pA)*x16 000 = 0,80°x16 000 = 10 240
2pqAa = 2(pA)x(qa)x16 000 = 2x0,8x0,2x16 000 =5 120
q*aa = (ga)*x<16 000 = 0,2°x16 000 = 640
Tabnuya 3
['eneTnyHa CTpyKTYypa MOMYJIALI1l JTUCUIb

I'enotun 1 penorun | Kinpkicte | YacTora renotumiB | YacToTa aneneit

0COo0OUuH
AA (pyni) ' 10400 10400:16000=0,65 PA = 0,65+ 0,30 _ 0.80
Aa (9opHO-0yp1i) 4900 4900:16000=0,30
Aa (9opH1) 700 700:16000=0,05 qa =005+ 0,30 _ 0.20
Pasom 16 000 1,00 1,00

TakuM 4YWMHOM, aHAJIOrIYHA 3a YMCEJIBHICTIO BHUOIpKa 3 11€ajJbHOI NOMYJISALIi
cranoBuna 6u 10 240 pyaux, 5 120 yopno-Oypux, 640 4opHUX JHCHIIb; TPUOIHUIHO
Taka K KiIBKICTh MIKypoK Oyla B MMCIMBI[GB. 3a JONOMOIOK METOLYy ¥’
NEePEKOHYEMOCS, IO PO3MOAUT OCOOMH MIK OKPEMHMH KJlacaMH JIMCHUIlb B JIaHii
peanbHOI MOMYJIAIIl TOCTOBIPHO HE BIAPI3HIETHCSA Bl TEOPETHYHO PO3PAXOBAHOIO
(p>0,05). Lle o3Hauae, M0 TEHETUYHA CTPYKTypa MOMYJIALIT JTUCUIh JAHOTO PETIOHY
HE MOpPYIIEHa 1 MOKHA BECTH MIPOMHUCEI Y Iiil momyJsiii. B iHmMX Bumagkax MokHa
Oy7n0 O BU3HAYMTH, SKI YUHHUKYM BUKJIMKAIHM MMOPYIICHHS, Ta 110 YEKa€ TOMYJISIIII0 B
HAWOIMKYMH 1 BIIIaJICHU Yac.

I3 3akony Xapni-BaiinOepra BuIUIMBae, 110 PIAKICHI ajiesll 3HAXOASATHCS B
NOMyJISALIi TOJIOBHUM YHWHOM Yy TE€TEPO3UTOTHOMY, @ HE B TOMO3MIOTHOMY CTaHi.
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Posrisnemo HaBeaeHui Bullle npukIiaz 3 anb0iHi3MoM. YacTtoTa anb0iHOCIB (T€HOTHIT
aa) nopisaoe 0,00005, a yacrora rerepo3urotr Aa - 0,014; yacTtora perecCUBHOrO
ajensi @ B TeTepO3UroT CTAHOBUTH MOJIOBUHY YacTOTH rerepo3urot, tTooto 0,007.
OTxe, Ipy HU3bKIA YaCTOTI PEUECHMBHHMX ajiejedl B MOMyJsAUii BOHM NEPEBa)KHO
3HAXOASATHCS B T€TEPO3UTOTHOMY cTaHi. Tak, yacToTa PelieCUBHOTO ajeisl @ B CKIIal
rerepo3urotT (sika gopiBHioe 0,007) mnpubiauszno B 140 pasiB Ouiblle, HIK Y CKJIaIl
TOMO3HTOT. Y 3arajbHOMY BHIIAJIKY, SIKIIIO YaCTOTa PEIECUBHOTO ajeisl B MOMYJIAIIl
JIOPIBHIOE ¢, YaCTOTA PEIIECUBHUX aJieiell y TETePO3UroTax CTAHOBUTH pg (TIOJIOBUHA
Bix 2pg), a B TOMO3MIOT - ¢°. BigHOLIEHHs mepuioi 4acToTu 10 APYroi JOpiBHIOE
%:B. [Is BenmuuMHA MPU MalUX 3HAYEHHSIX ¢ TPUOJIM3HO CKIIaIae 1 Takum
q9 4 q

YMHOM, UMM HWKY€ YacToTa ayielisi, TUM OuIbIlla YacTKa LbOro ayelis MPUXOBaHa B
MOMYJIAIIi y TETepOo3UuroTHOMY cTaHi. Hampukian, yactora mozei, ki CTpaKIaloTh
Ha aIKanToHypiro, nopisaioe q° = 0,000001, To6ro 1 xBopa mroauHa Ha 1 MijbioH
HACEJIeHHs, TOAl K YacToTa TIETEPO3UroT 3a LKUM T'€HOM JOpIBHIOE 2pg, TOOTO
omm3eko 0,002.

VsaBiMO Temep, WO SKUIICh IUKTATOp, MarOYd Ha METI "MOJINIIeHHS pacu"
BIJIMOBIAHO JIO 1/I€aJliB, BUPIIIMB EIIMIHYBaTH ajbOiHI3M (a00 ajKanTOHYpIi) 3
nonyJisiiii. OCKIIBKM TE€TEPO3UTOTH BIJAPI3HIIOTHCS BiJI TOMO3UIOT HASBHICTIO
JIOMIHAHTHOTO ajelisd, Moro mporpamMa MOBHHHA TPYHTYBATHCS Ha 3HUIIEHHI a0o
cTepuii3alii perecuBHUX romo3urot. lle mpusBene nuiie 10 BEIbMU HE3HAYHOTO
3HM)KEHHSI 4aCTOTH PELIECHUBHOrO ajelisl B MOIYJALli, OCKUIBKM OLIBIIICTh ajeneu
anbO1HI3MY MICTUTHCSI B T€TEPO3UTOTaX, OTHKE, HE BUABIIAETHCS. TOMY B HACTYITHOMY
MOKOJIIHHI 4YacToTa ajbOIHOCIB OyJle Maiike Takow 3, SK 1 B IONEPEIHHOMY.
Hanpuxnan, skmo BuxigHa yactota ajiens craHoBuTh 0,01, To mns toro, 1mo0
sau3uTH i A0 0,001, motpidHO 900 MOKOJIHE (MPUIHATO BBAXKATH, IO y JIFOAUHU

3MiHa TOKOJIIHb BiIOYBA€ThCA KOXHI 25 POKIB). Y 3arajibHOMY BUNAAKY KIJIBKICTh

1 1
TIOKOJTiHb t, HEOOX1THA JUTsl 3MIHM YaCTOTH aJiesl Bif (o 10 {1, AOpiBHIOE {=———.
4 Y

5.3. Pienosasicni wvacmomu 2enis, 34enjieHux 3i CMammio

JIns 3UeryieHnX 31 CTATTIO TeHIB PIBHOBaXKHI YaCTOTH I'EHOTHUITIB y CaMOK (TOOTO
rOMOraMEeTHOI CTaTi) 301ratoThCs 3 PIBHOBAKHMMM YaCTOTAMU ayTOCOMHHUX TI'EHIB
(to6to p? mna AA, 2pq i Aa i ¢* aus aa). YacTOTH T€HOTHUIIIB T€MI3UTOTHHX CAMIIIB
(ToOTO reTeporaMeTHOI cTari) 301raloThCA 3 YaCTOTAMHM ajiesiel UX TeHiB: p aiad A i
q i a. CaMKU 3 TEHOTUIIOM Aa OTPUMYIOTh OJIHY rameTy A BiJ O0aTbKa Ta ramety A
BiJ MaTepi. SIKIo yacTora anens 4 B caMmIliB TaK caMo, K 1 B CAMOK, JIOPIBHIOE p, TO
CaMKH 3 TeHOTUIIOM AA OyayTh 3'IBIATUCS B IIOTOMCTBI 3 4aCTOTOK p°. AHAIIOIT4HO
YacTOTa CaMOK 3 I'€HOTHIIOM da IOpiBHIOBATUME (°, a 4acToTa caMokK Aa - 2pq.
Cam1ii, oJlHaK, 3aBXJM OTPUMYIOTh CBOIO €IMHY X-XpOMOcCOMYy BiJ Marepl. Tomy
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YaCTOTH ABOX I'EMI3UTOTHUX T€HOTHUIIIB CAMI[IB 301rar0OThHCA 3 YaCTOTAMHU B1IIOBITHUX
ajenel y camMok B momnepeaHboMy MokoiiHHi. [le o3nauae, mo QeHoTumnu, ski
KOHTPOJIIOIOTHCSl PELIECUBHUMHU T'€HAaMHU, B CAMIIIB 3yCTPIYAIOThCS YacCTILIE, HIK Y
caMOK. SIKIO 9acToTa 34YEIUICHOTO 31 CTATTIO PELIECHMBHOTO ajiejs JOPIBHIOE ¢, TO
4acTOTa BiANOBiMHOTO (PEHOTUIY MOPIBHIOBATUME ¢ JUIS CaMIB 1 ¢° JUIi CaMOK.
3icTaBlIeHHS MX JBOX BEJIMYMH IIPU3BOAMTE 0 3HadeHHA q/ q° = 1/q. Omke, yum
MEHIIIC 3HAYCHHS (], THM BHINE BIJIHOIICHHS YaCTOTH PEIECHBHOrO (PEHOTHUIY B
CaMIIiB JI0 HOro 4acTOTH B caMoK. Hampukiias, yacToTa peleCCUBHOTO, 34EIIJICHOTO 31
CTaTTIO ajens JaibToHI3MYy ckianae B moaunu  0,08; omxe, meit gedexr
3yCTpIYa€eThbCsl B YOJIOBIKIB B 0%:12,5 pa3iB wyacTilme, HiK Yy >XKiHOK. Yacrora

b

PELIECUBHOTO TE€Ha, 0 KOHTPOJIIOE HalnommupeHimry dopmy remodiiii, JOpiBHIOE
0,0001. BignoimHo a0 3akoHy Xapmi-BaitnOepra, remoduiisi B YOJIOBIKIB

3yCTpIYA€ETHCS B

00001 =10000 pa3iB yYacTilie, HIX y KIHOK (1 PU LIbOMY BEJIbMH

piako B 000x crarei: 3 yactoToro 1:10 000 y yonosikiB i 1: 100 MiIbHOHIB y KIHOK).

5.4. @akmopu, uwio énausaromey Ha 3IMIHY Yacmom ajieneil y nonyaayii.
Mikpoesoniouyin

3akon Xappi-BaiinOGepra cBiguuTh, IO 32 BIACYTHOCTI 30YpIOIOYHX TMPOIECIB
YacTOTU T€HIB y MOMyJLil HE 3MIHIOIThCA. OHAK y peaJbHOMY JKUTTI T'€HH
MNOCTIMHO 3HAXOMASTHCA MiJ BIUIMBOM MPOLECIB, SIKI 3MIHIOIOTh iX 4acToTu. be3 mux
npoueciB  eBojiroliss Ou He BinOyBanacs. CamMe B 1bOMY CEHCI 3aKOH Xapni-
BaitnGepra ananoriunuii nepmomMy 3akoHy HproToHa - BiH 3aja€ TOUKY BIJJIIKY, IO
BIJIHOIIIEHHIO JI0 SIKOi aHAJI3YIOThCS 3MIHMU, BUKJIMKAHI €BOJIIOIIMHUMU MPOLIECAMHU.
Takumu mporiecamu € MyTailii, mMirpaiii ta apeid TeHiB, sSKi 3MIHIOIOTh YacCTOTH
ajnenen y momyJisii.
Mymayii ax oocepeno cenemuunoi minaugocmi. MyTallliHUN TPONLEC CIYKUTh
OCHOBHHMM JDKEPEJIOM T'€HETHUYHOI MIHIMBOCTI. BiH 3a0e3meuye BUHUKHEHHS HOBUX
aJeJIbHUX TEHIB, € OCHOBOIO T€HETHYHOI TI'eTepOreHHOCTI mnomyJsaui. MyTtamii -
TOJIOBHE JDKEPEJO0 TE€HETUYHOro MNOJIMOP(I3MYy B MOMYJISLIAX, TOOTO HAasSBHOCTI
JEKUTBKOX ajiesieit ogHoro jokycy. CymapHa pojib MyTaliidi B TeHETHIIl MOMYJIALIN Ta
€BOJIIOIIT 3HAYHA, XO4Ya CIIOHTAaHHI MyTallli TeHIB BiIOyBalOTHCS 3 JYyXKE HHU3BKOIO
4acToTOI0. MyTyBaHHS - MPOIEC HAJ3BUYAWHO MOBUILHUHN. SIKOM BOHO BimOyBajocs
came o co0i, a He B KOHTEKCTI Jii 1HIIMX MOMYJIALIAHUX (aKTOpiB (HANPHUKIAL,
npeiidy rediB abo mirpaiiii), To €BOJIIONIS TpUBaia O Ty>Ke MOBLILHO.

OpnHoYacHO 3 MPSMUMHU MyTallissMu (A—a) B MOMYJISAIIT 311MCHIOIOTHCS 1 3BOPOTHI
(a—A). [lo3zHaunMo 4YacTOTy MPSAMUX MYyTallid 3a MOKOJIHHSA - U, a WMOBIPHICTb

3BOPOTHHX - V. TO/Il 3MiHA YaCTOTH aneysi A B MOMYJIALIT 3a MOKOJIIHHS CKJIalaTUME:
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A p =vq - up. 3MiHa YacTOT aJiejeil B MOMYJIAIil BHACIIOK PI3HOI YACTOTH MPIMHUX 1
3BOPOTHUX MYyTallil HA3UBAETHCA MYMAYIUHUM MUCKOM.

VY pesynbTaTi MyTalii 30UIbIIYBAaTUMETHCS YAacTOTa TOTO ajleIbHOTO T€Ha, B
HANpsIMKY SIKOro MyTal[liHUN mpouec e 3 HalOuIbIIow WMoBipHICTIO. [Ipu 11bOMYy
4acTOTH aJyieJiel OyayThb 3MiHIOBATUCS, NMOKK vq He Oyzae piBHuUM up. Ilpu vq = up
TUCK MYyTallil 3HUKHE 1 HACTaHe CTaH PIBHOBAard reHHUX 4acToT. MoxHa 3HANTH
3HAYCHHS, MPU IKOMY HacTa€ piBHOBara Ta MyTall[iiHUHN MPOIIEC MepecTae 3MIHIOBATH
TeHETUYHY CTPYKTYPY JaHOT MOIMYJIAIli, BUXOASUU 3 PIBHSIHHS Vq = Up:

up =vq =v (1-p),
u

\%
OTXKE utv)=v, p= ,» 4= .
> Puty) =v, u+v’ u+v

1x107°
(3x107°)+(1x107)

[Mpunyctumo, mo v=3x10°, u=1x10>. Torma q= =0,25 Ta

BiamoBigHo p = 1- 0,25 =0,75.

PiBHOBa)kHUI1 CTaH MOMYJISAIIT MOXKe OyTH TOCSTHEHUH JIMIIE TIPU JJOCUTh BUCOKUX
BUXIJHUX 3HAYEHHSIX p 1 . SKIIO X Ta 4YM 1HIIA MyTalis HEIIOJAaBHO BUHUKIIA B
nomyJsilli, TO UMOBIPHICTh ii MOLIMPEHHS cepell OCOOMH MOMYJIALi 1 JOCSITHEHHS
cTaHy piBHOBaru pyxe He3Hauna. [.dimep (1930 p.) migpaxyBaB, 1m0 B
NaHMIKTUYHIA MOmyssaiii HWMOBIPHICTE 30€pEeKEHHsI CEJIEKTUBHO HEUTpaIbHO1
myTarttii 6au3bka 110 0.

Takum 4YMHOM, YaCTOTH aleiedl y MNPUPOJHUX TMOMYJALIsIX 3a3BUYall HE
3HAXOAATHCS B CTaH1 PIBHOBArd MK MPSAMHMH 1 3BOPOTHUMHU MYTalisiMU. BUIbIICTh
MyTallid MIAJA0ThCs eNIMIHALII, ane JedKl 3 HUX MOXKYTh 30epiratucsi mpoTsArom
MOKOJIIHb. 30KpeMa, NPUPOAHUI J00Ip MOXKE CHPUSITH OJAHOMY eI Ha LIKOAY
iHIIOMY, 1 B IIbOMY BHUMAJKy YacTOTH ajieJieil BU3HAYAIOTHCS B3a€EMOMICI0 MIiX
MyTaIisMu 1 gooopom. Lle cTBOproe ymMoBHU ISl 301IBIISHHS] YaCTOTH TUX YU THIIUX
MYTaIIHHUX T€HIB y MOMYJISIT 3aBASKH iX MAXOIJIEHHIO T000poM ab0 BHACIIIOK iX
BHITQIKOBOTO JIpeidy.

Brnepie $hakT HacCHYEHOCTI MPUPOIHUX TOMYJIAIINA MyTallisIMH, 3aMaCKOBaHUMHU
TeTEePO3UTOTHICTIO MYTaHTHHX TreHiB, BcTaHoBUB C.C. YerBepukoB. MytauiiiHuii
TUCK € TIPOIIECOM TIOTMIOBHEHHSI TE€HO(OHAY HOBHUMH MYTAllisIMH B KOXHOMY
NOKOJIIHHI. Y OUIBIIOCTI BUMAJKIB 3HOB BHHMKAKOUl MYTallli BHSBISIOTHCS
IIKIIJTABUMU 1 MOXYTh 1HTETPYBATUCA B CHCTEMY I'€HOTHIY TUIBKH ITICIISI TPUBAJIOTO
BUMPOOYBaHHSI T0OOPOM 1 BCTAHOBJICHHSI 3B'SI3KYy 3 TeHaMHU-MOIU(iKaToOpamH.

Cepenniit momiMopdi3M 1 cepeiHs TeTepO3UTOTHICTh BU3HAUCHI JIs OaraThb0oX BHUIIB.
besxpebetHi B cepenmHbOMYy OBl TEHETHYHO MIHJWBI, HIXK XpeOeTHi
(rerepo3urotHicTh BIANOBIAHO 13,4% 1 6,0%). CepeHsl reTepO3UrOTHICTD JIFOACHKUX
nonyisauid cknanae 6,7%. I'eHOM JIIOIMHM MICTUTH 25 TUCSY CTPYKTYPHHX TI'€HIB,
TOJ1 cepelHld 1HaUBIAYyM Terepo3urotHuid 3a 25 000 x 0,067 = 1675 renam. Taka

21675 260 107° TumiB rameT (118 MOPIBHAHHS
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KiIBKICTh IIPOTOHIB i HeliponiB y Beecsiti Hamiuye 107°) Takum 4uHOM, MOTEHIiHHI
MOKJIMBOCTI ~ KOMOIHATUBHOi  MIHJIMBOCTI, sIKa 0a3yeTbCcsd Ha  MPHUPOAHIN
reTePO3UTrOTHOCTI MOIYJISLIN 1 BUIIB, CKIAJA€ KOJOCAIbHUI PE3EPB E€BOJIIOLIITHOIO
poLecy.

Miepayia. Mirpalii€ro Ha3uBa€ThCs MPOIEC MEPEMIIEHHS] OCOOMH 3 OJIHIET MOIYJIAIT
B IHIIY 1 TOJajblla ydacTb B MPOIECI PO3MHOXKEHHS MPEACTABHUKIB LUX JBOX
MOMYJISAIINA. 3MIHA YacTOT ajesieid TUM OUIbIa, YUM OUTBIIOI0 € YaCcTKa MPHUOYIIBIIIB 1
YUM ICTOTHIIIIE BOHU BiJIPI3HSIOTHCS BiJl CTAPOKUJIIB.

Mirpamisi 3a0esneuye "moTik TreHiB", TOOTO 3MiHYy TEHETHYHOTO CKJIaxy
nomyJisiiii, oOyMOBIEHY HAaJAXO/DKEHHSIM HOBHUX TeHIB. Mirpailisi HE BIUIMBAaE Ha
4acTOTy ajieJiel y BUy B IJIOMY, ajie¢ B JOKaJbHUX MOMYJISLISIX MOTIK T'€HIB MOXE
ICTOTHO 3MIHUTH BIAHOCHI YacTOTH ajeled 3a yMoBU, IO Yy "cTapoxumiB" 1
"MirpaHTiB" BUX1JHI YaCTOTH aJIeJICH pi3HI.

B sxocTi mpukiamy po3TiasHEMO ACSKY JIOKAJIbHY MOMYJIAIiI0 A, YIeHIB AKOI
OyZleMo Ha3WBaTU CTAPOXKUJIAMHU, 1 MOMYJIAIi0 b, WieHiB SKOT HA3BEeMO MITPaHTAMH.
[IpunycTrmo, 010 YacTKa OCTAaHHIX B MOMYJISLII JOPIBHIOE 71, TOJI B HACTYIHOMY
IOKOJIIHHI TIOTOMCTBO OTPHMYE€ BiJ CTapOXWIIB YacTKy TeHiB, piBHY (l-m), a Bix
MITPAHTIB - YaCTKY, PIBHY m. 3pOOMMO I1I€ OJHE MPHUIYILIEHHA: B MOMYJALIi, 3 SKOi
3MIMCHIOETHCST MITpallisi, CEpE/IHs YacTOTa aJielisi TeHa @ CTAaHOBUTH p, a B JIOKAIbHIN
MOMYJISAIi, IKa TpHiiMae MIrpaHTIB, KOO BUX1HA YAaCTOTa JOPIBHIOE Po.

YacToTa nomupeHHs ajieni (a) B HACTYMHOMY (3MIIIaHOMY) TTOKOJIIHHI B TOMYJISIIT -
PELHUITIEHTI CKIIaIaTUME:

pr=(1-m) po + mp = po-m (p-po).

3a oJHE TMOKOJIIHHS YacToTa ajuiesis a 3MIHUThCA Ha BenuuuHy AP, ska
po3paxoByeThes 3a popmyioro: AP = p; - pe. IlincTaBUBIIM B Lie PIBHSAHHS OTpUMaHe
BHUILIE 3HAYEHHS pi, oTpuMaemo: AP = pg - m (po- P) - po = - m (po - P). Takum
YUHOM, YMM OUIBIIIE YacTKa MPUOYJIBIIB B MOIMYJIALIL 1 YUM OUTBIIIUMU € BIJIMIHHOCTI
B YACTOTaX ajeis @ B MPEJACTaBHUKIB MOMYJSAIi, B Ky IMMITPYIOTh OCOOMHH, Ta
MOMYJISAIIT, 3 IKOT eMITPYIOTh, TUM BUIIE MIBUAKICT 3MIHU YaCTOTH I[LOTO aJIEIIS.

AP = 0 B aBoX Bumajkax: 1) skmio mirpaiist BicyTHs (To0To m = 0); 2) AKmio
yacToTu anens (a) 30iraroThesi B 000X momyJsisauisix (po - P). OTxe, sikio mirparis He
3YNUHAETbCS 1 NOMyJSLli MPOAOBXKYIOTH 3MIIIYBaTUCS, TO YacToTa ajuens B
MOMYJISIIIi-PEIUITIEHT] 3MIHIOBATUMETHCSI JIOTH, TOKU Po HE JOpiBHIOBaTUME P 1
YaCTOTH 3yCTPIYaIbHOCTI ajes (a) He CTaHyTh OJTHAKOBUMH B 000X TOMYJIAIIISAX.

Jyist po3paxyHKy 3MiHU 9aCTOTHU MOIIMPEHHS aliefisi B IBOX CYCITHIX MOMYJISIISAX Y
4yacl BUKOPUCTOBYEThCA popmyra:

pi-P = (1-m)' (po-P),
ne t - KUIbKICTh TOKOJIHb MIrpailii; pi-P - pi3HULS B 4acTOTax HAPOJKEHHS ajielis B
000X MOMyJISILIAX.
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s ¢dopmyna mnpencraBise TeBHY IiHHICTh. [lo-mepine, BoHa JO3BOJISIE
pO3paxyBaTy 4YacTOTy ajUlejisl B JIOKAJIbHIA HOMyJALil (MOMYJISIii CTapOXUIIiB) MO
3aKiH4YeHH1 (t) MOKOJIIHb Mirpamii 3 BIJIOMOIO MBHIKICTIO (m) (3a yMOBH, IO
JOCIITHUKY BIJIOM1 BUXIAHI 4acTOTH aneneil po 1 p1). | mo-agpyre, 3Har0uM BUXIiJAHI
4aCTOTH ajiejisl B IMOMYJIALIi, 3 SKOI MIFPYIOTh OCOOWMHHM, 1 B MOMYJIAIIi, B SIKY BOHH
MITPYIOTh, KiHIEBl (TiCas Mirpaiii) 4YacTOTH ajiefii B TOMYJISIIi-peruImenTi 1
TPUBATICTH Tpoliecy mirpaii (t), MOKHa po3paxyBaTH IHTEHCHUBHICTh NMOTOKY T'€HIB
(m).

[IpuknagoM MOXYTh CIy’)KUTH T€HETHYH1 Hacmiaku mirpaunii Herpis y CIHA.
[ToTomMcTBO Bl 3MIIIAHUX LLIOO0IB MK OUIMMH 1 HETpaMu IPUHHATO BIAHOCHTH 10
HErPUTAHCHKOro HaceneHHs. OTxe, 3MIlIaHI HUTIOOM MOKHA PO3MISIAATU SIK MOTIK
reHiB 3 0101 momyJisiuii y HerpuTsHChKY. YacTtora anenst Rh, mo koHTpostoe pesyc-
daktop, y Oimoro HaceneHHs CIHIA cranoButs P = 0,028. B adpukancekux
IUIEMEHAaX, BlJ SKHUX IMOXOJUTh cydacHe HerputsHcbke HaceneHHs CILIA, ugacrora
1poro anens npopiBHioe po = 0,630. IIpenku cydyacuux nerpiB CIIIA Oynu BuBe3eHi 3
Adpukn npubnuszao 300 pokiB Tomy (6mm3pko 10 mokomnine), oTxke, t = 10. Yactora
anenst Rh y cydacnoro nerputsucekoro Hacenenns CIIIA cranoButh pr = 0,446.
OTtpuMaHe BUIIIE PIBHSHHS MOKHA NIEPETUCATH a BUTJIISIIL:

(1 _ m)t — pt — P
p,—P
[ToncraBnsirtoun 3Ha4YCHHS Bi,Z[HOBiI[HI/IX BCIIMYHH, OACPIKYEMO!
(1—m)" = 0,446 0,028 _ 0,694
0,630-0,028
1-m=140,694 = 0,964
m = 0,036.

Taxkum unHOM, TIOTIK reHiB Bij O6ioro HaceneHHs: CILIA 10 HErpuUTSAHCHKOTO TPUBAB
13 cepeHbor0 1HTEHCUBHICTIO 3,6% 3a ojHe mokoJiHHA. Y pe3ynbrari yepe3 10
MOKOJIIHb YacTKa TeHIB Bl appUKAHCHKUX MPENKIB Y CYYaCHOTO HETPHUTSIHCHKOTO
nacenenns CIIIA cranosuts HuHi (1-m)!% = 0,694 a6o 69,4%. Biusbko 30% renis
(1-0,694 = 0,306) amepuKaHCBbKI HErpv YyCHAAKyBaJIM BiJ OLIOr0 HACEJICHHS.
HaBeneni Buie po3paxyHKH HOCATh HAONMKEHWUW XapakTep, aje JaloTh 3arajibHe
ySBJIEHHS MPO TNEHETWYH1 HaciiAku MikpacoBux uuio6iB y CHIA. OyeBuaHo, 110
MOTIK T'eHIB MIXK O1JTUM 1 HeTPUTSIHCHKUM HaceJIeHHSAM OyB JIOCUTh 3HAYHUH.
Bunaoxosuii opetigh eenie.  bynb-sika mpuUpoIHA MOMYJIALIS XapaKTepU3y€eEThCS TUM,
10 BOHA Mae€ KiHIEeBY (0OMEXeHy) KiIbKICTh OCOOMH, sIK1 BXOIATH 70 ii ckmany. Lle
BUSIBJISIETHCSI B BHIMAJAKOBHX CTAaTHCTUYHUX 3MiHaX YacTOT T'€HIB 1 TCHOTHIIB Yy
IpoLEeCl YTBOPEHHS BHUOIPKM TaMeT, 3 sKOI (OPMYETbCS HACTYyIHE MOKOJIHHS
(OCKUTBKM HE KOXHA OCOOWHA B TOIYJIAII J1a€ MOTOMCTBO), O00'€THAHHS TaMeT Y
3UroTH; peaiizaiii "comianbHuX" mponeciB (3aru0esi HOCIiB MEBHUX M'EHOTHUITIB il
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yac BO€EH, JIMX, CMEpPTEH  JIOPENpPOAYKTIBHOTO BiKYy); BIUIMBY MYTAIlIHHOTO 1
MITPALIITHOTO TPOLECIB, NPHUPOAHOrO A000pY. VY BEIMKUX MOIMYJSLIsAX BIUIUB
NmoMiOHUX TPOIECIB 3HAYHO CJIA0KiIIe, HI B MAJICHbKUX. BUMaaKoBi, CTAaTUCTHUYHI
daykTyallii 4acToT TeHiB 1 T'eHOTHUIIIB HA3UBAKOTLCS NONYAAYIUHUMU XGULAMU. JIJis
MO3HAYCHHS POJII BUNAJKOBUX YMHHUKIB y 3MiHI 9acTOT reHiB B monysaii C.Pait
BBIB TOHATTS "apeid reniB" (BumaakoBuil nperid reniB), a M.ILJIyGiniH i
J1.JI.PomamioB — moHSTTS "T€HETUKO-aBTOMATHYHI TIporiecu’.

Bunaokosum opetigpom cenie (ab0 TEHETHUHUM JIpeiioM) HA3UBAETHCA 3MiHA
YacTOTH ajenied B HU3Ll MOKOJiHb, OOYMOBJEHA BHIAJKOBUMU MNPUYNHAMH,
HAIPUKJIaJ, HEYUCICHHICTIO MOMYJIALll. 3MEHIIEHHS YMCEIbHOCTI MOIYJISLIT MOXe
OyTH HacHiIKOM Mirpamii y Hei HEBEJMKOI CYKYMHOCTI OCOOMH 13 MOJAJIBIION iX
130JI51[1€10, BIUTMBY aHTPOIMOT€HHUX (DaKTOPIB TOLIO.

[Ipunycrtumo, 1110 B NEBHIN MOMYJIAIIl YaCTOTH JBOX ajeiel, A 1 a, TOpPiBHIOIOTh
BiamoBigHo 0,40 1 0,60. YacToTa anens 4 moxe Oytu menie (a6o 6inpire), Hix 0,40,
TOMY, III0 y BUOIPIII TAMET, [0 YTBOPIOIOTH 3UTOTH I[LOTO MOKOJIIHHS, YaCTOTa IIbOTO
ajieJisi BHACIIJIOK MEBHUX BUIAJKOBUX MPUYMH BUSIBUIACA MeHIIE (200 OLible), Hixk
MO>KHa 0yJI0 O OYIKYBaTH.

Hpeiid reHiB - nporiec aOCONIOTHO BUIAJIKOBUM, 110 BITHOCUTHCS N0 SIBHII, SIK1
HA3UBAIOTh NOMUIKAMU 8UOIpKU. 3arajbHe MPABWIO MOJSATAa€E B TOMY, 110 BEJIMYHUHA
"moMusiKK" BUOIPKHU 3aBXKIW 3HAXOJAUTHCS B 3BOPOTHIN 3aJ€KHOCTI Bl BEJIUYHUHH
BUOIpkH. UMM MEHIIOI0 € KIJTBKICTh OCOOWH, IO CXPEIIYIOTHCS, B MOIMYJIALIl, THM
OinbIie 3MiH, 00YMOBIICHUX Aperi(oM reHiB, 3a3HaBATUMYTh YaCTOTH aJieyei.
EdexTrBHA YKMCENBHICTD - KUIBKICTh OCOOMH, 3JaTHUX 1aTH MOTOMCTBO.

YucenpHICTh MOMYJISILIT MOKE CYTTEBO BIUIMBATH Ha il FEHETUYHY CTPYKTYpy. llpu
pI3KOMY 3MEHIIEHHI YHMCEJIbHOCTI OCOOMH MOXYThb 30epiraTucs HOCIi PIAKICHUX
BIIXWJIECHb, $KI CTaHyTh BHUXIAHOIO (OPMOIO MpU HACTYMHOMY 3POCTaHHI
YUCEJNBHOCTI, 1110 MPU3BEAE JO 3HAYHOTO MOIIMPEHHS TaKux (opM, HE 3yMOBJIECHOTO
pEaTbHOI0 CEJICKTUBHOKO IIHHICTIO. [IpM BUHMKHEHHI HOBOI MOMYJISIi O1IBIIICTD
ajenel BUXITHOI MAaTEPUHCHKOI MOMYJIALIi BTpaydaeThcs. TOAl HOBA MOMYJISIIS
PO3BHUBAETHCS HA OCHOBI 301AHEHOI CMOYATKy pPI3HOMAHITHOCTI TEHO(MOHMIY, IO
3MIHIOETHCA B pe3yJIbTaTl MyTalliil, 1000py Ta IHIMUX (PAKTOPIB AUHAMIKY MOMYJISALI].
BB BuximHOI 0OOMEXKEHOI PI3HOMAHITHOCTI TeHO(MOHIY Ha TOAAIBIILY JOJIO
nomyJsuii Ha3BaHui EpuecroM Maiipom edexkTom 3aCHOBHUKA.

Egexm 3acnoénuxka - TpaHMYHUN BUMNAAOK JApeddy TeHIB; MpoleC BUHUKHEHHS
HOBOI MOMYJISII, 110 CKJIaJAa€ThCsl BCHOTO 3 JACKIIBKOX OCOOMH. AMEpUKaHCHKHIMA
nocniguuk B.Makkpiocuk omucaB e(eKT 3aCHOBHUKA B CEKTH MEHOHITIB (IITat
[TencinbBanis, CIHIA). VY cepenuni 60-x poOKiB MHHYJIOTO CTOJNITTSA IEH
nonyJisiiiiauii 130187 HaimiyyBaB 8 000 4OJOBIK, 1 Maii’ke BCl BOHHM THOXOJSTH BiJ
TPHOX MOJPYKHIX Nap, skl npuOyau B AMepuky B 1770 p. Jlns Hux Oyna xapaktepHa
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HE3BMYAHO BUCOKA YacTOTa I'e€HA, IO BUKIHMKAE O0COOIMBY (OpMY KapJIUKOBOCTI 3
MOJIIIAKTUIIIEI0 (HASIBHICTIO 3aiiBUX MalibIliB). [le HACTINBKYU piIKICHA MATONOTIS, IO
710 MOMEHTY BUXOJY KHUT'M MakKbpIOCHKa y BCI MEAMYHIN JliTepaTypl OyJi0 OMUCAHO
He Outbmie 50 momiOHMX BUMAJKIB, B 130JITI K MEHOHITIB OYyJ0 BHUSBJICHO 55
BUIAJKIB J1aHOi aHoMalli. O4eBUAHO, BUIMAJKOBO CKJIAJIOCS TaK, IO OAWH 3 HOCIIB
BOTO PIAKICHOTO TeHa 1 CTaB "3aCHOBHUKOM' MIiJBHUINIEHOI HOro 4YacToTH B
MEHOHITIB. AJie B TUX iX Trpymax, siki ®uBYTh B iHIUX paiioHax CIIA 1 BeayTh CBiif
MOYATOK BiJI 1HIIUX IPEAKIB, Il€i aHOMaIT1 He 3HalaeHo. TakuM YHHOM, BHACIIIOK
NOMMJIOK BHOIPKM YacTOTH TE€HIB B PI3HUX JIOKycax y Hebararbox OCOOWH, IO
3aCHOBYIOTh HOBY MOITYJISILII0, MOXYTb CHJIBHO BIJIPI3HATHCS Bl 4YacTOT TI'E€HIB Yy
NOMYJISIIi, 3 SKOI BOHU IMOXOJATh, II0 MOXE€ HAKJIACTH CWJIbHUN B1IOUTOK Ha
€BOJIIOLI}0 TAKMX 3HOB YTBOPEHUX 130JIbOBAHUX MOMYJISIIH.

BunankoBi 3MiHM 4YacTOT ajyeniei, moaiOHI g0 TUX, IO OOyMOBIIEHI €heKTOM
3aCHOBHHMKA, BUHUKAIOTh 1 B TOMY BHIIAJIKY, SIKIIIO TOMYJISAIiS B MPOIIECT €BOJIOMIT
IPOXOJIUTH Yepe3 "MUIAMKOBY MHUKY" 1000py (puc.7).

Yucenvuicmo nonyasayii

S : >
Yac icnysanua nonyaayii
Puc. 7. — Edexr “msimkoBoi mmiku”

Konu kmimatuyni abo SKICh 1HIII YMOBHM ICHYBAaHHS TMOMNYJIALIl CTalOTh
HECHPUSATIMBUMH, ii YACETBHICTh PI3KO CKOPOUYETHCS 1 BAHMKA€E HeOe3MeKa MOBHOTO
BuMHupaHHsA. Hamami Taki momyssiiii MOXXYTh BITHOBUTH CBOIO UHCEIIBHICTB, MPOTE
BHACTIJIOK Aperipy reHiB B HUX 3HAYHO 3MIHIOIOTHCSl YaCTOTH aJIeJie B TOW 4ac, KOJIH
MOMYJISAIIA MPOXOAUTh depe3 '"IJISAIIKOBY IMMUKY" i1 CKOpOYEeHHS, 1 Il 3MIHH
30epiratoTbCsa MPOTITOM HACTYIMHUX IOKOJIHb. B yMoBax ICHyBaHHS NpajaBHIX
arofel  0araTo TJIEMEH HEOJHOPA30BO OMHMHSUIACS HA MEXI TMOBHOTO BUMHUpPaHHS.
Jlesiki 3 HUX BUMHpAIIU, aje OUIBIIICTh, MPOUIIOBIINA CTaJII0 3aHemnaay, WUMOBIPHO,
BIJIHOBJIFOBAJIM CBOIO YHMCEJIBHICTh 1HOI 3a JIOMOMOTOI MITPAHTIB 3 IHIIUX MJIEMEH
a00 3aBASKH 30UIBIICHHIO HAPOHKYBAHOCTI. BIIMIHHOCT1 MIXK MOIMYJISALISIMU JIFOAMHU
B 4aCcTOTax ajieJiel, o BU3HAYAIOTh Ipymu KpoBi cucteMu ABO, MOTIM BUHUKHYTH,
NPUHANMHI YaCTKOBO, B pe3yJbTaTl €eKTiB 3aCHOBHHMKA 1 "TUISMIKOBOT ImHHKK".Y
TaKUX MOMYJALISAX y MEepioJi HAMMEHIIOT YMCEIbHOCTI 3A1MCHIOEThCS Jpei( TreHiB,
BHACIIJAOK YOro iX YacTOTH ICTOTHO 3MIHIOIOTHCS, I[I 3MIHM BIUIMBAlOThH Ha
NOIAJILIINI PO3BUTOK MOITYJISLIII.
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Uum Oinbiia KUTBKICTh OCOOMH Oepe ydacTh y CTBOPEHHI HACTYITHOTO MOKOJIIHHS,
TUM OJIM>KY€ TEOPETUYHO OYiKyBaHa 4acToTa ajelisl B 0aThKIBCBKOMY ITOKOJIHHI JI0
(aKTHIHO ICHYIOYOi YaCTOTH aJieisl Y TOTOMCTBA.

YucenbHICTh MOMYJIALII BHU3HAYAETHCSI HE 3arajibHOI0 KUIBKICTIO OCOOMH Yy
MOMyJISAIii, a il Tak 3BAHOI e@exmusHo YucelbHicmio - KIIBKICTIO OCOOWH, IO
JAl0Th MOYaTOK HACTYMHOMY MokoiHHI0. Came 111 0coOMHU (2 HE BCS TOMYJIAIIS B
IIJIOMY), CTaro4l O0aTbKaMu, BHOCSITh TEHHHM BHECOK B HACTYMHE MOKOJIHHA. SIKIIO
NOMyJISAIIA BEIMKa, TO OOyMOBJIEHI Jpel(oM TEHIB 3MIHM YaCTOT aJyielied, o
B1I0YBaIOTHCS 32 OJJHE MOKOJIIHHS, BIJIHOCHO MaJli, MPOTE, HArPOMAUBIIKNChH Y HUBIIL
MIOKOJTIHb, TaKl 3MiHU MOXYTh CTaTH JOCHUTh 3HAUHUMH. [Ipu boMy dacToTa anenei
y TieBHiM BUOIpIIi (TOOTO MOKOJIIHHI) SIBJIIE COO0I0 MMOBIPHICTh MOSIBH I[LOTO aJICIIs B
HACTYMHIN BUOipL (TOKOIIHHI).

SAkimo, Hanpukian, yacrota amiens 3Midwiacsa Big 0,5 go 0,6, TO HMOBIPHICTH

TOTO, IO Il ajuleNb 3'SBUTHCS B HACTYMHOMY IMOKOJiHHI, nopiBHIOE 0,6. Takum
YUHOM, 3MIHM 4YacTOT ajieJleii HEeMOB OM HAKOMWYYIOThCS B HU3II IOKOIIHb.
OCKUIbKM BUMNAJKOBI 3MIHU 4YacTOT aliejield BiIOYyBalOThCA B Oy/b-KUX HaIpPSMKaXx,
TEHJICHIIISl IO MJBUILECHHS 1 3HUXKEHHSI YaCTOTH ajelisl 3aBXKAU MOXKE 3MIHUTHUCS Ha
3BOPOTHY, TIOKH YacTOTa ajeisi He JOCATHE HyJs abo OAWHUIN. Ko X aiienb
BTpavaeTbest abo "(ikcyerbes" (ToOTO 3HaUEeHHS Horo yactotu gocsarae 0 ado 1), To
npolec MpPUIUHSEThC. YacToTa ajens BKE€ HE MOKe OUIblIe 3MIHIOBAaTHCS TOTH,
MOKU B pe3yJIbTaTi MyTallii HE BUHUKHE 1HIIUK anenb. OIHAK U1l TOro, mo0 (dikcaris
BimOyacs, moTpiOHO TOCHUTH O6arato 4acy, OCKIJIbKU KiTbKICTh IMTOKOJIiHb, HEOOX1THUX
st ikcanii anens, npuOIU3HO B 4 pa3u Ouiblie, HIXK KUIBKICTh OaThbKIB KOXKHOTO
nokoiHHA. Dikcallis IEBHOTO ajesis Ta elIMiHaLisA BCIX albTEPHATUBHUX aJeliel B
IpoIIeCi €BOJIIOIIIT CIOCTEPIraTUMEThCS, KO HA YACTOTH ajejed y JaHOMY JIOKYCl
HE BIUIMBAIOTH 1HIII MPOLIECH: MYTallisl, Mirpauis abo 100ip.
Ilpupoonuti 006ip. Buiie po3risHyTi TpU 3 4OTHPHOX MPOIIECIB, IO 3MIHIOIOTH
4acTOTy T€HIB y MOMYJIAIi, a came MyTalii, mirpaiis 1 aped. Icaye 1 yeTBepTHi,
HAWBKJIMBIIIUHN TPOIIEC - NPUPOOHUL 000ip. MU MOXKeMO mepedaunT HAMpPSIMOK 1
IIBUJIKICTh 3MIHM YacTOT ajieJield, B pe3yJbTaTi MyTalii abo Mirpaiii, Koiau Bigomi
3HAYEHHs BIANOBIJHUX IapaMeTpiB (TeMmy MyTalii, IHTEHCHBHOCTI MIrparii,
BUXIJIHUX YacTOT ajiesiel). 3Haro4u 3Ha4eHHsI €()eKTUBHOI YMCEIBHOCTI MOMYJIAII 1
JacTOT aJieJicl, MOKHA PO3paxyBaTH TEOPETHYHO OYIKYyBaHY BEIWYUHY BiIXWIICHHS
4acTOT aJjieJied BiJl BUXITHOI YacCTOTH, TOOTO TEOPETHUYHO OUIKYBAaHY IIBUIKICTH
3MIHU 4acTOT ayiesiel (apeiidy TeHiB), ajge He HAIPSAMOK IMX 3MiH, OCKUIBKA BOHH €
BUIAIKOBUMH. ICHye BaxxiamBa puca, Tak camMo TMpUTaMaHHA MYTaliMHUM 1
MITpAIifHUM TIpoIiecaM, TEeHETHYHOMY JAperdy: KoJeH 3 HUX HEe MPU3BOAUTH IO
M1JBUIIICHHS 200 3HUKEHHS! TPUCTOCOBAHOCTI OPTraHI3MiB.
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[Tpupoguuit 10o6ip cripuse MiABUINIEHHIO TPUCTOCOBAHOCTI 1 3a100irae pyiHIBHUM
HACJIIKaM BCIX I1HIIMX MPOLECIB. Y LbOMY CEHCl HNPUPOAHHIA J00Ip € HalOLIbII
BXKJIMBUM IPOIECOM €BOJIIOIT, OCKIIBKH TIJIbKM HUM MOKHA MOSICHUTH aJalTUBHY 1
BHUCOKOOPIaHI30BaHy MNPUPOAY KUBHUX I1CTOT. IlpupoaHuit 1001p MOSCHIOE TaKOXK
PI3HOMAHITHICTh OpPraHi3MiB, OCKUJIbKM BIH CHpHS€ iX ajanTaiii 0 PI3HHUX YMOB
1ICHYBaHHS.

Ilpupoonuii  0o6ip - mporec NUQPEPEHINATBHOTO BIATBOPEHHS IMOTOMCTBA
FCHETUYHO PI3HUMH OpraHiaMaMu B momyJiiii. PakTHYHO me o3Havae, Mo HOCii
IIEBHUX I'€HOTHIIIB MAlOTh OLJIBIIE IAHCIB BHXKUTH 1 3aJIMIIUTH ITOTOMCTBO, HI’K HOCIT
IHIMX TeHotumiB. JludepeHuiaabHe BIATBOPEHHS MOXe OyTH IOB'A3aHO 3 €O
pi3HUX  (DAKTOpIB: CMEPTHICTIO, IUIOAIOYICTIO,  3aIUIIJHIOIYOI  3AaTHICTIO,
YCHIIIHICTIO CHApIOBaHHS, TPUBAIICTIO PENPOAYKTHUBHOTO NEPIOy, BUKUBAHHAM
MOTOMCTBA (1HO/I1 HOTO Ha3UBAIOTh KUTTE3AATHICTIO).

Miporo 37aTHOCTI OCOOMHM 10 BMKMBAHHS 1 POSMHOXKEHHSI € MPUCTOCOBAHICTD.
AJie OCKUTBKH PO3MIp TOMYJIAIIT 3a3BHUaii 00MEXEHUI 0COOIMBOCTIMH CEPEIOBUIIIA,
B SIKOMy BOHA ICHY€, €BOJIOLIMHA PE3yJbTATUBHICTh OCOOMHM BH3HAYAETHCS HE
a0COJIIOTHOIO, a BITHOCHOIO MPUCTOCOBAHICTIO, TOOTO ii 3JJaTHICTIO O BUXKUBAHHA 1
PO3MHOKEHHS B TOPIBHSAHHI 3 HOCISIMM 1HILIUX T€HOTHUIIIB B IaH1M MOIMYJISIIII.

IcHye Tpu OCHOBHUX THNM MYTalliil: IIKIJJIMBI, HEUTpaIbHI 1 KOpUCHI. bubmiicTh
HOBUX MYyTallili, [0 BUHUKAIOTh Y TOMYJSAILIi, € MKIJJIMBUMHU, TOMY L0 3HUKYIOTb
IIPUCTOCOBAHICTh 1X HOCIiB. J[0Oip 3a3BHYail i€ MPOTH TaKUX MYTAHTIB, 1 depes
NesSsKUd Yac BOHM 3HHMKAIOTh 13 monyisamii. Jlanwit Tum goOopy Ha3MBa€eThCS
cmabinizyrouum (HETaTUBHUM).

Ane icHyIOTHh MyTallii, mosiBa SKUX HE MOopymrye (yHKIIOHYBaHHS OpPTaHi3My.
[IpucTocoBaHICTh TaKMX MYTaHTIB MOXE OYTH TakKOI 3 BHCOKOI, SK 1
IIPUCTOCOBAHICTh ajielie-HEeMYTaHTIB (BUXITHUX ayeeit) y momysiii. Taki myTartii
€ HEUTpaIbHUMU, 1 TPUPOJHUM BiAOIp 3aIMIIAETHCS OANAYKUM JI0 HUX, HE JIIOYH
NPOTH HHX: TaKWW 1001p Ha3uBa€ThCs Ouspynmuenum. Ilpu Ail AM3PYNTHUBHOTO
n000py 3a3BUYall BUHUKAE NOIMOPEi3M - NEKUTbKa CIIAKOBO Pi3HUX (OPM.

Tperiii THI MyTaHTIB 3'ABISAE€THCS BKpal PIAKO: Taki MyTallii MOXYTb ITiJIBUIIATH
IPUCTOCOBAHICTh OpraHi3My. ¥ LbOMY BUNAAKYy J00Ip MOXE IIATH TakK, 0 YacTOTa
NOIIMPEHOCTI  aneiei-MyTaHTiB Moxe miaBummTHcs. [lanuit  Ttun  pobopy
HA3UBAETHCS pyulitinum (TIO3UTUBHUM).

[Tepmn Hixk 100ip MOYHE BIYYTHO 3MIHIOBAaTH YaCTOTH PELIECUBHUX ajiefiel, BOHU
MOBUHHI JOCSITTH TIEBHOI BEJIWYMHU B pPE3ysibTaTl MyTallliHOTO TMpolecy abo il
1HIMX (HaKTOpiB TUHAMIKK TOMyJAIid. EQexkTuBHICTH 1000pYy MPOTH JOMIHAHTHUX
ajyenell € 3HaYHO BUIIOIO, HIXK TIPOTHU perecuBHUX. Hacmpapmai g00ip yacTo ai€ HE Ha
KOPUCTh TOMO3WTOT, a CHOPHUSE TETEPO3UTOTaM, YUM 3a0e3MeUyeThCS IMiATPUMKA
noJiMOp(13My NPUPOTHUX HOIMYJISIIH.
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OTxe, po3pI3HIIOTH HACTYIHI hopmu 0060py:

1) cmabinizytouuii, cipsMOBaHWA Ha 30CPEKEHHS CEPEIHHOTO 3HAYCHHS O3HAKH,
TOOTO TUX BUIOBUX OCOOJIMBOCTEH, IKI BUHUKIIM paHile. BiH ycyBae BCl BIAXWICHHS
BiJl HOPMH, SIKi HE MalOTh 3HAYCHHS B IAHUX KOHKPETHUX YMOBAX;

2) pywitinut (CpSIMOBaHUM) - cropusie Oe3lepepBHIN 3MiHI O3HAKU B TIEBHOMY
HANpSAMKY, TepeOynoBi momyismii. Moro pesynbTar - mepeBakaHHs OyIb-SKOTO 3
paHillie HEYUCICHHUX BIJXWJICHb 1 eJiMIHaIlis OCOOMH, fKi paHIlie CTaHOBWUJIU
HOPMY;

3) ouzpynmusenuii, a0 po3scikarouuti - PO3YIECHOBYE MOMYJIALII0 HA Bl a00 JIeKIIbKa
dopm i ycyBae mpomixkHi hopmu. Cripusie crabisizarii KpalHIX 3HaYEHb O3HAKH.

4) oecmabinizyrouuti - Biakputuid J.K. benseBuM npu BHUBYEHHI JOMECTHKAILIT
(omomamHeHHs1) TBapuH. CympoBOJKYEThCS TJIHMOOKOI TepedynoBO0 OaraThox
MOpGoIOTIYHUX 1 (D1310J0TIUHUX O3HAK OPraHi3My 1 3AIHCHIOETHCS Yepe3 BIUIMB Ha
HEPBOBY Ta €HIOKPHUHHY CUCTEMH; 0a3y€eThCs Ha 13011111 0OCOOMH 13 BIAXUIICHHIMU B
CTOPOHY OJIOMAaIITHEHHS.

['eHeTHYHA reTEepPOreHHICTh IIMPOKO MOLIMPEHA B MPUPOJHUX MOMYJIALISAX 1
CTAHOBUTb OCHOBY €()EKTHUBHOCTI JapBIHIBCBKOIO MNpPUPOIHOro ao0opy. Ilpsmy
KOPEJIALII0 MK CTyHNEHEM T'€TepOT€HHOCT! MOMYJIALii 1 IMIBUAKICTIO €BOJIOLIMHOI
3MIHU BHACIIJIOK MPUPOJHOTO 1000py MaTemMaTuyHO oOrpyHTyBaB P.®imep (1930) B
CBOil meopemi npupooHo2o 0060py: MBUIKICTb 301IBIIIEHHS TPUCTOCOBAHOCTI OY/Ib-
SAKOT MOMyJAlii B OyJIb-IKWM BIJIPI30K 4Yacy JMOPIBHIOE 11 T€HETUYHIM MIHJIMBOCTI 3a
IPUCTOCOBAHICTIO (BIHOCHOIO IIBUIKICTIO BIITBOPEHHS) 3a TOM camuii 4dac. Lls
TEOpeMa CIpaBeUIMBa TUIbKU U1 BapIIOBaHHA 3a PaXyHOK ajieleil OJHOro JIOKYCY 1
TIJIbKH 3@ IEBHUX YMOB cepeoBuUIa. AJie YUM OUIbIIE MiHIMBUX IF€HIB 1 UM OLIbIIE
ajiesiel KOXKHOTO TeHa iICHY€, TUM OUIbIIe MIAHCIB JJIs 3MIHM YaCTOTH OJIHMX ajeneit
3a paxyHOK IHIIKX MiJ1 yac 7000py.

5.5. ®akmopu, wio 3minO0OML YaCMOMU 2eHOMUNIE Y NONYAAULT

Myrarii, mirparisi, 7001ip 1 apeiid reHiB BIUTMBAIOTh HA JUHAMIKY YaCTOT SIK ayelieH,
Tak 1 reHoTuniB. [IeBHI THNM CXpelnlyBaHHsS BIUIMBAIOTh TUIBKM HAa 3MIHY YacTOTH
reHotuniB. Cepen UHMX MNPONECIB BUAUISIOTH I1HOPUAMHT Ta acOpPTATUBHE
CXpelryBaHHS.

Inopuoune. 3axon Xapnai-BaiinOepra chpaBeIiMBHM  JJIsI  BUIAJKIB, KOJIH
CXpCIllyBaHHS € BHUIIQJKOBUM Ta WMOBIPHICTh CXPCIIyBaHHS JBOX T'C€HOTHIIIB
TOpIBHIOE 1O0O0YTKy iXx Yactor. IHOpuIMHr sBIss€e CcOOOK OJIWH 3 BapiaHTIB
HEBHIAIKOBOI'0 CXPEIyBaHHS, KOJU IIOTOMCTBO JIaf0Th OCOOMHHU, K1 € T€HCTUHUHUMHU
poauyaMu OAMH OJTHOMY, OCOOJIMBO B HEYHCIICHHHUX MOMYJIAMisX. [HOpuauHT Bene 10
M1JBUIIIEHHS YaCTOTU TOMO3UTOT 1 3HM)KEHHSI YaCTOTH T€TEPO3UTOT Y MOPIBHSHHI 3
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TEOPETUYHO OYIKYBAHOIO TMPU BUMAIKOBOMY CXpEIlyBaHHI (Y4acTOTH ajeyeid MpH
[[bOMY HE 3MIHIOIOTHCS). Y MOMYJALIAX IHOPUIMHT MiABHUIIYE YaCTOTY (PEHOTUITHOTO
IpOSABY LIKIVIMBUX PELUECUBHUX aJIeJIel, OCKUIBKU N1JBUILY€E MMOBIpHICTH "3ycTpiyl"”
JIBOX PEILECUBHUX TI'€HIB, 1[0 BU3HAYAIOTh T1 YW 1HII BiAXWJIEeHHS Big HOpMmu. Kpim
TOTO, MPU IMX YMOBAaX MOK€ MPOSBHUTHUCS BIUIMB 1€ OJHOTO (akTropa AMHAMIKH
FEHETUYHOI CTPYKTYpH TOMyJAId - japelidy TreHiB. [HOpUIMHT TIABHIILYE
WMOBIPHICTBH TIPOSIBJIICHHSI PELIECUBHUX 3aXBOPIOBAHb.

Miporo TeHEeTHYHHX HACHIJKIB 1HOPUIAWHTY € Koegiyienm iHOpuouHey -
WMOBIPHICTH TOTO, III0 B TIEBHOI OCOOMHU B JTAaHOMY JIOKYCl 3HaXOJAThCS JBa ajeds,
1JICHTUYHI 3a MMOXOKEHHIM, TOOTO TOYHI KOIIIi ajIeisl, HasBHOT'O B T€HOTHIII OJHOTO 3
npabaThKiB 11€1 0COOMHU B OJJHOMY 3 MoINepeaHiX nokoJinb. KoedimieHT iHOpuauHry
no3HayvaeThes OykBoro J (Tada. 4).

VY pocnun nipu camo3anuiaeHHi KoedilieHT iIHOpuauHry MakcuManbauit (J=1/2). ¥

JIOJMHU TIOJIPY>KHI CTOCYHKM MIDK OaThbKaMM 1 JIThbMHU, MK OpaTamMH 1 CECTpaMu
BBQ)XAIOTHCS ~ KPOBO3MIMICHHSAM.  BJIM3BKOCHOpiAHEHI INUIFOOM B JIFOJCBKUX
HNOMYJISILIAX 3yCTPIYAIOTHCS TOMY, IO 1HOJI Il MOMYJIALii 0OMEXKEH1 reorpapiuHiuMH,
HAI[lOHAJPbHUMH a00 peniriiHUMH  paMKamH. Buaindiorbes naekinbka ¢Gopm
1HOpunuHry (3a M.IL.boukoBum, O.®.3axaposum, B.I.IBanHoBUM):
1) inyecmui (OMU3BKOCTIOPIHEH1) 3a00pPOHEH1 NUIIOOM - MDK pOJWYaMU TEPIIOro
CTymHeHs crHopimHeHHs (0aTbko-l04yka, Opar-cectpa). Takl BUINAIKM SK CHCTEMa
CIIOCTEpITAIMCS B CTApoJaBHbOMY €THUITI Ta 0araThoX CXIIHMX KpaiHax. B skocti
IPUKJIaay MOXKHA HaBeCTH pojoBia mpaBurensku €runty Kneomarpu VII, Bimomoi
CBOE€IO Kpacoro 1 po3yMoM (puc. 8).

Tabnuys 4
Koediuient in6puaunry (J) B HOTOMCTBI Bl pOAMHHUX NUTIO01B
Tun cxpeunryBanHs | CTymiHb J
poncTBa
Cubmninru
I 1/4

JIBotopiaHi

poauyi 11 1/8
TporopiHi

poauyl 111 1/32 - 1/128
UYeTBeporopiiHi

poaunyi v 1/256
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[Tronomeii 11, ogpyxuscs 3 Beponikoro I, pigHOIO cecTporo

O
[Tronomeit IV, onpyxuscs 3 Apcuno:n 11, cBo€ro piiHOO cecTporo
IItomoment V
[Tronomeit VLI onpysxuscs 3 Kneonatporo I, pigHoro cectporo

Kneomnarpa III, Buitnuia 3amixk 3a [1tonomes IX, cBoro aspka

[Tronomeit X, onpyxuscs Ha Kneonatpi IV, cBoili pigHiii cecTpi
CuH [Itonomes X, oapy>XKHBCSl HA CBOTH Pi/IHIN cecTpi

5ol

[
[

O Kneonarpa VII

Puc.8.- Yactuna ponosoay Kieonatpst VII, mapuii €runrty

Onnak Takl IPUKIAIA € BUHATKOM. BilbIIicTh AiTeH BiJ 1HIECTHUX IUIIOOIB
MaloTh O3HaKHU BUPOJUKEHHS: HUM BJIACTHBA PO3YyMOBA BIJCTANICTh PI3HOTO CTYNEHS 1
HasIBHICTH CMAIKOBUX 3aXBOPIOBaHb.

2) 6auzbKkocnopioneni wintodu, 0OyMOBIICHI TEPUTOPIATILHOIO 130JISI1€I0 HEBEIUKUX
nomynsiid. [3omsatu HuHI 3ycTpivatoteess B Jlarecrani, Csanerii, Cubipy, Ha
HNanexomy Cxogni, y Cepenniii A3ii (0cOOJMBO B ropax) Ta 1HIINX MICISIX.

3) Oauzvkocnopioneni wintobu, 00OYMOBIEeHI COYIANbHOW 1307AYi€l0, CIPUUUHEHI
€KOHOMIYHMMHU a0o peniriiHumMu MotuBamu. Hanmpuknan, B SAnoHii muomoOu Mix
JIBOIOPITHUMU CECTPaMHU 1 OpaTamMu 3a0X0UYIOThCS Ta B JEIKUX 00JIaCTSIX CTAHOBJISATh
1o 10% 3aranbHOi KIIBKOCTI BCiX HUTHOOIB. Taki HUTIOOM MOIIMPEH1 cepel €BPEiB,
y30€KiB, TQ/)KHKIB Ta I1HIIMX HapoaiB. Hampwukiazn, OCHOBHMM THIIOM POJWHHHUX
nurro6iB y CamapkaHchKii obnacTi Y30€KHCTaHY € TUIFOOM MiX JIBOIOPITHHUMH
cubcamu (40,5% Bcix OIU3BKOCTIOPITHEHUX MITIO0IB).

[305ms111i51 - HEOOXiTHA YMOBA YTBOPEHHSI Ta 30epeKeHHS BUy. BiacHe reHeTHIHUMU
dbakTopamu 130151111 €:

1) mopyuieHHst Mei03y BHACIIA0OK HEPO3XOIKEHHS TOMOJIOTTYHUX XPOMOCOM;

2) mopyIIeHHs KOH IoTarlii XpoMOCOM Ha paHHIX ii eTamnax;

3) KUIBKICHI Ta CTPYKTYPHI MyTallii XpoMOCOM;

4) snepHO-IMTOIIA3MAaTUYHA HECYMICHICTh MEPENIKOIKa€E HOPMAIBHOMY X0y
MEHO03y Ta CIPUINHIOE CTEPHIIbHICTD T10PHUIIB;

Acopmamuenicmo (Hesunaoxosuti niooip noopyaicuix nap). OmaHiero 3 GopM NUTHOOIB,
sKa 3a HacIiJKaMu HAaOJIMKA€TbCs 0 OJMM3BKOCIOPIAHEHUX, € BUOIPKOBUHN MLTIO0
dbeHoTunHo moaioHux mrojen. IlutaHHs mpo Te, MO0 CIOHYKA€E JIOJEH YKIIaJaTu
HUTI00, 3aIUIIAETHCS 3araJKoi0 TOHWHI. BUBUEHHS 3aKOHOMIPHOCTEH acOpTaTUBHOIO
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mig00py MOJPYKHIX Map (HEBHUITAJKOBOTO YKJIQJaHHS MUIOOIB) - BaKIWBa JIHIA
NICUXOTEHETUYHUX JOCII1/I)KeHb, OCKUIBKHA aCOPTATUBHICTh MOXKE 3MIHIOBATH OI[IHKHU
yCHaJKOBYBAaHOCTI O3HAKH, BIUIMBATH HA 1i BaplaTUBHICTh y momyJsiii 1 T.1. [nroou
B TMEpPEeBaXHIM OLIBIIOCTI BUMAJKIB YKIAJAIOThCSI MDK MNOJIOHUMHU MK COOOIO
JIOJIBMH; B TOJPYXHIX Tlapax, SK MpaBWUiIo, ICHYye TNOAIOHICT, 3a OararbMma
dbenoTunHUMU 03HaKamu. JIrou, 0IHAKOBI 32 3pOCTOM, PO3YMOBUMU 3110HOCTSMH, A
TaKOX, HAMPUKIAJ, TIyXOHIMI YacTilie OJPYXKYIOThCA, HDK I[bOTO MOXHa Oyso O
OUIKYyBaTH 3a Teopiero imoBipHOCTI. [logiOHO 1HOpUAMHTY, aCOPTATUBHICTH NMITIO0IB
BIUIMBA€ TUIBKM Ha YAaCTOTH TEHOTUIIB. MexaHi3M acOpTaTUBHOCTI IlI€ HE
3pO3yMUIHMH, MPOTE BIIOMO, IO HASBHICTH 1 3MIHIOE MOMYJISIIHE PO3MOAIICHHS
TE€HOTHUITIB 1 (PEHOTHMIB, 32 IKUMU CIIOCTEPITAETHCS ACOPTATUBHICTb.

Jlekuist 6. LluTo10rivHi 0CHOBY PO3MHOKEHHH i CIIAAKOBOCTI JIIOAMHHA

1. Byoosa i (hynkuyii cenemuyunozo anapamy KjiimuH

MarepiaJlbHUIMH HOCISIMH CIIaJKOBO1 iH(popMariii, ssKka nepeaaeTbCs Bijl MOKOJIHHS
70 TOKOJIHHS, B JIFOAWHH, SIK 1 B OUIBIIOCTI OpraHi3MiB, € XpOMOCOMH KIITUHHUX
anep. KoxxeH 010JI0T1YHMI BHJI XapaKTEPHU3YEThCSl MEBHOK KUIBKICTIO 1 OyJ0BOIO
XpOMOCOM, fKI B CYKYITHOCTI CTaHOBJIATb XPOMOCOMHHUN IWIUIOINHUN HaO1p, abo
Kapiomun. J1ns COMaTUYHMUX KIIITHUH JIIOJUHU XapaKTepHa HasgBHICTh y Kapiotumi 46
XpoMocoM abo ix 23 mapw.

Kapiotun MaitOyTHHOTO OpTraHi3My BU3HAYAETHCS B TIPOIIEC PO3BUTKY 3aILTiTHEHOT
SUIEKITITUHHU, KOJIM MPHU 3IUTTI KIHOYMUX 1 YOJOBIYMX MPOHYKIIEYCIB X XpOMOCOMHI
Ha0oOpH, KOXKEH 3 AKUX CKIAJA€ThCA 3 23 XpoMOCOM, O0'€AHYIOTHCS B UILIOITHHMA
HaOip 13 46 xpomocom. KoxHIiI XpoMOcOMI TramioigHOro Habopy SHUEKITITHHU
BIJIMOBIAa€ roMoJyioriyHa i (3a OyJOBOIO 1 TEHETHYHHM 3MICTOM) XpOMOCOMa
rarioiIHOr0 Habopy CIEePMOTO30iI1B.

[AeHTHYHICTIO TaIIOiMHUX XPOMOCOMHHUX HAOOPIB SUIEKIITHH 1 CIIEpPMaTO30i/IiB
BU3HAYAETHCS PIBHOIPABHICTD JKIHOUYOI Ta YOJIOBIYOI CTaTeH y mepeaadi MOTOMCTBY
CHaJKOBUX O3HAaK 1 BiactuBocTei. lle mpaBmno mnommumproeTbes Ha 22 3 23-X
XpPOMOCOM, 1IEHTUYHUX y HOPMI B SMIIEKIITUHAX 1 CIIEPMATO30iAaX; iX HA3UBAIOTh
aymocomamu. 23-T. XpOMOCOMa y BCIX SAMIEKIITUHAX OJHAKOBAa 1 HA3UBAETHCS
cmamegoro X-xpomocomoro. CriepMaTo30iid po3pi3HAIOTHCA 3a 23-010 XPOMOCOMOIO:
MOJIOBUHA iX MICTUTh TakKl X X-XpOMOCOMH, SIK 1 SIMUEKJITUHH, a MOJOBHHA - Y-
xpomocomu. [lpu 3ammigHeHHI SHHEKIITUHU X-CHepMarTo30ioM (popmyeTbes
TUIIoigHUN Hao1p 3 46 xpomocoM 1 3 2-ma X-xpomocomamu (46 XX). Taka 3urora
7A€ TOYaTOK JKiHouoMmMy opranizmy. [lpu 3armmigHeHHi SHIEKTITHHH Y-
criepmaro3oinoMm dopmyeTbes Kapiotmn 46, XY 1 4YOJNOBIUMI  OpraHi3m.

Hezanexxno Bif crtaTi picT 1 pO3BUTOK e€MOpiOHA, MIIOAA, JUTHHHU BiAOYBa€THCS
IUISIXOM MITO31B. 3arajibHa TPHUBAJIICTh KIITUHHOTO UKy (iHTepdaza + MiTO3)
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TeHETUYHO OOYMOBJIGHa Ta 3alieUTh B CHemiaiizamii KIITHHA Ta yMOB
cepenoBuia. Hanpuknaz, ajis noauty JEUKOIUTIB KPOBI JIIOAUHU B KyJIBTYpi 1n Vitro
HeoOximHo 10 18 roaun. Tpuamicte iHTepda3um B pI3HMX KIITHHAX Bapiloe Ta
ctaHoBuTh Bifg 10 g0 20 rogun. BiacHe mMiTO3 € MOCTIHHOI 3a TPUBAIICTIO (Pa30r0
KJIITUHHOTO (MITOTHYHOTO) LUKy, BIH IMPOJIOBKYETHCA B cepeHbOMY 1 - 2 roauHuU.
Perumikamiss JIHK B iHTepdasi 1 po3moaii XpoMOCOM MDK JBOMa YTBOPEHUMU
KJIITUHAMU B MITO31 B1IOYyBa€ThCS B Tporieci (hopMyBaHHS BCIX COMAaTUYHUX KIIITHH.
BunsaTok CckiagaroTh 3puil €PUTPOIMTH, IO BTPAYarOTh B MPOIIECI JO3piBaHHS BCi
XpPOMOCOMHM, a TaKOX JAEsKl 3ali3UCTI KIITHUHHU, SKI MalTh HE AUIUIOINHHM, a
MOJITUIOITHUM HAO1p XPOMOCOM.

Monekyna JJHK xpomocomu B iHTEpdasi aecmipaiizoBaHa 1 Ma€ JIOBXKUHY OJIU3BKO
2 cM. Cymapna npotspkHicTh Beix JIHK B wimituHax mtoguHu - Oiausbko 1,8 M.
ABTtopasiorpadiuHi JAOCHIKEHHs MoKa3ytoTh, 1o JJHK xpomocomu perikyerbes
OKpPEeMUMH YaCTUHAMU Ta MPEJCTABISAIOTH COO0I0 perTikoH. Perutikariisi persiikoHiB
BiOyBaeThcss B JABOX  HampsMKax Ha  KoxHiM 3  janmioriB  JIHK
(HamBKOHCEPBATUBHUN MEXAHI3M perulikailii). Y peruikoHi OO0OB'S3KOBO € TOYKa
MoYaTKy perutikaiii (origin) i Touyka 3akiH4YeHHs (terminus), B SIKIM peruiikaiis
3YIUHSAETHCS. Y3IIOBXK XPOMOCOMHU ICHYE 0arato MUISHOK OJHOYACHOTO CHHTE3Y
JHK. V pizaux perurikonax cunte3 JHK 371icHIOETECS aCHHXPOHHO, CUHTE30BaH1
dbparMeHTH 3'€ THYIOTHCS KIHISIMU 1 YTBOPIOIOTH IUIICHI MOJIHYKJICOTH/IHI JIAHITIOTH.
B S-nepioni intepdasu BiAOyBa€eThCA CUHTE3 OUIKIB-TICTOHIB, 3 SIKUMHU 3B'S3Y€THCS
koxHa Hutka JIHK. ITlicns 3aBepmiennst S-mepioay 1 10 aHadasu MiTo3y XpomMocoma
CKJIaJIa€TbCsl 3 JIBOX XPOMAaTHUJ, KOXXHA 3 SKUX MICTUTh IO OJIHIM 1IEHTHUYHIN
mouekyii JIHK, yTBopeHiil BHACI110K MATPUYHOTO CUHTE3Y.

Ha xpomocomi € ninsHka - perutikatop ab6o ARS — cermeHtr (BiA
aHrL.autonomously replicating sequence), 3 SKOTO TOYMHAETHCS PEIUTIKALISL
(momBoenns JIHK). Bce pertikatopy MawTh 3arajibHy TOCIHIJIOBHICTH Tap
HYKJIeOoTuaiB (I.H.), sAka ckmamaerbcss 3 A-T - map. CrpykTypa peruiikaTopiB
Bunocrienudiuyna. Heobximno Bim3Hauutu, mo Bwmict JJHK B sapax comaTtuynux
KIITAH € B JIBa pa3u OLIBIINM, HDK B sApax 3pUIMX cTareBuX KIiTUH. KinbKicTb
xpoMmocoM (n) B comatuuHux kiituHax 1 kuibkicth JIHK (c¢) (Bim anrm. content -
3micT) € mnoaBiHuMm (2n xpomocom, 2c¢ JIHK). Ilicna mepiomy cuntesy JHK B
COMATUYHUX KJIITHHAX KIUJIBKICTh XpPOMOCOM HE 3MIHIOETHCA (2n), ajie KOXKHA 3 HUX
MICTHTh JBI CECTPMHCBHKI XpoMaTuau TOOTO imeHTHuHI Mosiekymu JIHK, Tomy BMmicT
JIHK B snapax micas cunre3y JHK - 4c. Takum 4rHOM, MOJIEKYJISIPHOIO OCHOBOIO
OJBOEHHS XPOMOCOM € TouHe camoBiaTBopenHs JIHK.

Jloka3oM TeHETHYHOI PIBHOIIIHHOCTI KJIITHH, III0 BUHUKAIOTH IIJISIXOM MITO3Y, €
olHosMLEB], a00 MOHO3UroTHi (M3) Onu3HrokH. EMOpiosioriuHi Ta T'€HETHYHI
JMOCHIJDKEHHST TOKa3ajii, IO OJHOAHWIICBI OJIM3HIOKM BHUHHMKAIOTh 3  OJHIET
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STMIEKIIITHHY, 3aIUITHEHOI OJIHMM CIIEpMAaTO301710M, 3aB/ISIKA TIOJUTY 3UTOTH Ha JBa
3apojka. Tomy reHotund M3 ONM3HIOKIB 1A€HTHYHI (BOHM 3aBXKIW OJIHIEI CTaTi).
Buacnigok igentuunocti /JIHK Onu3HIOkM MaroTh OJHAKOBI OUIKH; iIMyHOJOTTYHOT
HECYMICHOCTI MiJ] Yac TPaHCIUIAHTAIlll TKAHUH Ta OPraHiB y HUX HE CIIOCTEPIraeThes.
OOMIH peuoBHMH 3JIMCHIOETHCS OJHOTUITHO, IO 1 3abe3leuye BHUCOKY CTYIIHBb iX
MOPGOIOTTYHOT TOAIOHOCTI.

Mopdomnoriuai 0COOIMBOCTI XPOMOCOM 3pPYYHO BHBYATH Ha CTafil meTadasu
MiTO3y. Y 1€l 4ac BOHHM MAalOTh BWIJISJ IWIIHAPUYHUX TUICHb, SKI IHTEHCHUBHO
3a0apBIIIOIOTHCSI OCHOBHUMHU OapBHUKAMU 1 1al0Th MO3UTHUBHY peakiiito denprena Ha
npucytHicth JIHK. XpomocoMu mroauHu 3pydHIille BUBYAaTH HAa «JIABJICHUX»
npernaparax, y Ma3kaxX KICTKOBOTO MO3KYy, Ha KYJbTypaX JIEMKOLMTIB Ta 1HIIUX
kaiTHH.  DdopMa  XpOMOCOMH BH3HAYAETHCS MICHEM 3HAXOKEHHS Mep8UHHOT
nepemsadjicKy - 3BY)KCHHS XpOMOCOMH. Y Il NUISHII 3HAXOAUTHCSA CBITJIA 30HA 3
HEBEJIMKOIO0 TpaHyso abo chepynoro. Ll cBiTiia 30Ha Ha3UBAETHCS LIEHTPOMEPOIO
(Tper. «Mepoc» - 4acTuHa), il (PYHKIlIA - MePEeMIleHHS XPOMOCOMH ITiJi 4ac MITO3Y
ad0 Meio3y 10 MONIOCIB KIITHHU; JI0 HEi NPUEAHYIOTBCS HHUTKH MITOTHYHOIO
aXpOMAaTHUHOBOTO BEpeTeHa. 3a3BU4Yail KOXKHa XpPOMOCOMAa Ma€ JHUIIe OJHY
HEeHTpoMepy (MOHOIIEHTPUYHA XPOMOCOMa), ajie€ MOXKYTh 3yCTPIYaTUCS XPOMOCOMHU 3
IBOMa (JMLIEHTPUYHI) 1 HABITh 13 BEJIUKOI KIIBKICTIO LEHTpoMep (TOJILEHTPUYHI
XpOMOCOMHM). 3a3BHYail XpoMocoMa pO3JiJeHa ILEHTPOMEpPOI Ha JBI piBHI abo
HEPIBHI YaCTUHHU - //1eyi XPOMOCOM.

[H111010 MOP(OJIOTTUHOIO O3HAKOI0 XPOMOCOM € 8MOPUHHA NEepemAadCKd, BIaCTUBA
HE BCIM XpomocoMaM. BoHa Moske OyTH pi13HOI TOBKUHU Ta JOKAMI3yEThCS B PI3HUX
TOYKAaX B3JOBXK XpOMOCOMH. B oOkpemMux BHMaaKax BTOPUHHA MEPETHKKA
BiJJOKPEMJTIOE BiJl OCHOBHOT CTPYKTYpH XPOMOCOMH HEBEIIMKE OKPYTJIe MOTOBIICHHS;
Taka XpOMOCOMa HAa3MBAETbCS CYMYTHUKOBOW, abo camenimuor, adbo CAT-
xpoMocomoro. [TosiBa BTOpUHHUX MEPETIKOK CIIPUUMHEHA YTBOPEHHSIM SIIEPELIb.
CrnemianizoBaHl JUISSHKH OKPEMHMX XPOMOCOM HA3WMBAalOTHhCS 30HAMH SAEPIs abo
sa0epyesumu 0peaHi3amopamu.

Kinmesi ¢parMeHTH XpoMOCOM, IO MICTATh OCOOJMBY  HYKIJICOTHUIHY
MOCJII0OBHICTh, 30araueny GC-mapamu, Ha3uBarOThCs menomepamu. 1lpu po3pusax
XpPOMOCOM TiJ] AI€I0 MyTareHiB OKpeMi iX (parMeHTH MOKYTh 3HOBY 3'€HYBaTHCH,
OJIHaK BOHM HIKOJIM HE 3'€HYIOThCS 3 TEJIOMEpaMHu, II0 BKa3ye Ha iX OCOOJIMBY
OyI0OBy Ha MOJEKYJISPHOMY piBHI. 3a Cy4aCHUMHU HAyKOBHUMH JaHUMHU, TEIOMEPU
BIIIrPalOTh OCOOJMBY POJb Y 3MiHI IIBHIKOCTI MITOTHYHOTO TMOJLIY KITHH. B
pe3ynbTaTi CTapiHHS OpraHi3My JIOAWHM TEeHeTHYHa iHOpMaIlls B TEIOMEpHIN
obnacti mpu perikamii JJHK «cTtupaerscs», mo crpusie ynoBiUIbHEHHIO TEMITIB
NOJUTY KJIITHUH - OpPraHi3M crapie. BUeHMMHU BIIKpUTI aHTUTLIA, SIKI BIJHOBIIOIOTH
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IUTICHICTE 1 QYHKIIIT TeJIOMep, 10 BiAKPHUBAE HOBI IUISXH JI0 MOJIOJaHHS CTapiHHSA 1
30UJIbIIIEHHS] TPUBAJIOCTI XKUTTS JIFOAUHMU.

BaxnuBumu oO3HaKamu, SKi J1alOTh MOXJIMBICTH 1ACHTU(]IKYBaTH OKpeMi
XPOMOCOMHU B TIPOIIECi MITO3Y, €: KUIbKICTh, BIJIHOCHI po3Mipu, ¢hopma, MOBEAIHKA Ta
BHYTpilIHA OyJ0Ba, MiCIle pPO3TAIlyBaHHA ILIEHTPOMEP 1 BTOPUHHHUX MEPETKOK,
NPUCYTHICTh 1 JIOKaji3alis CynyTHUKIB. [HIN O3HaKW, HANpUKIAA, CTYIiHb
criipaizarii 1 JiHIHHA TPOTSHKHICTD, CXMIIBbHI 10 ()1310JI0TTYHUX 3MiH.

Y CTpyKTypi XpOMOCOM PO3PI3HSIOTH XPOMAmMuH - PEUOBUHY KIITHHHUX SIEP.
Horo ocroBy cknanae JTHK i ricroHn (J1e30KCHPHOOHYKICONPOTSIHOBUI KOMILIEKC),
y HE3HAYHUX KUIbKOCTSX MicTATbCs kucii Ouiku Ta PHK. HerictonoBi (kucii) 011Ky
XpOMAaTUHY - HaWOLIbII TeTEepOreHHa 1 HallMEeHIll BMBYEHA (Ppakuis xpomatuHy. /o
IPyNy HETICTOHOBMX OUIKIB XpOMAaTUHY BIJHOCSTHCS (PEPMEHTH TPaHCKPHIILII],
Moaudikalii, pemaparmii Ta CHHTE3Y HYKJICTHOBUX KHCJIOT, (HEpMEHTH, SKi
3IMCHIOIOTh METa0O0JI13M TICTOHIB, peleNTOPH TOpMOHiB Toilo. Halip HerictToHOBUX
O1nKiB cienuigHui U1 JaHOT TKAHWHHU.

BynoBa XpoMOCOM JIFOAMHU 3MIHIOETHCS MPOTITOM MITOTUYHOTO UUKIIY KIIITHHH, A
TaKOXX 3aJIEKUTh BiJ 11 GyHKI[IOHATBHOTO CTaHy. B mporeci MITOTUYHOTO MOALTY Tif
CBITJIOBUM MIKPOCKOIIOM MPHU BiJANOBIIHOMY 3a0apBlieHHI J0Ope BUIHO XPOMOCOMH,
Kl MalTh (opMy, XapakTepHy sl Hux. Ilicas 3akiHYEHHS MITO3Y XPOMOCOMH
JECIIpai3yThCS 1 MiJ] CBITIIOBUM MIKPOCKOTIOM BIAETHCS MOOAYUTH JIUIIIE OKPEMI
IPYAOYKH XpOMaTHUHY. XpOMaTUH I1HTEep(Pa3HUX XPOMOCOM MICTUTh TE€HETUYHO
aKTHUBHI (€yXpOMaTHH) 1 HEAKTUBHI AUISHKYU (T€TEPOXPOMATHH).

XapakTep po3MoAlLly €yXPOMAaTUHOBHX 1 FETEPOXPOMATUHOBUX AUISTHOK Y3J0BXK
XpPOMOCOMH € TMOCTIMHMM Ha TMEBHIA CTaAll MITO3y, L0 CIYXHUTh J10JaTKOBUM
KpUTEpieM sl 11eHTU(dIKaIli XpOMOCOM Ha LIMTOJOTIYHUX npenapaTtax. HaaiiiHicTh
iIeHTUdIKaIll OKpPeMHX XpOMOCOM 30uIblIMiacs MICHs pO3pOOKHM  METOMIB
nudepeHIiaabHOTO 3a0apBiICHHS, 3aCHOBAHOT'O HAa BUKOPHUCTAHHI OapBHUKIB, SKI
cnenudivHo 3B'SI3yI0ThCA 3 MEBHUMU XIMIYHUMU KOMIIOHEHTAMU XPOMOCOM.

l'emepoxpomamun, Ha BIAMIHY BiJI €yXpOMATHHY, 1HTEHCHUBHO 3a0apBIIIOETHCS
OapBHUKaMH, TOMY IO B IUX JUISTHKAX XPOMOHEMHI HUTKW OUIBII CHipaji3oBaHi
(kommakTH1). BiH nokanizoBaHUN B OCHOBHOMY NOOJIM3Y LIEHTPOMEpH, XO4a HOro
OKpeMi JAUISHKM PO3KMJAHI MO BCid XpoMocoMi. Y TE€HETUYHOMY BIJHOIIEHHI
reTepoXpoMaTHH 3HAYHO MEHII aKTHBHHM, HDK eyxpoMaTuH. [lepenbavaeTscs, mo B
HbOMY pO3TAlllOBaHI TUIBKM KOMIUIEKCH moJiireHiB. CBIIUEHHSIM BIJHOCHO1
T€HETUYHOI MACHUBHOCTI T€TEPOXPOMATUHY € T€, M0 AYXKE BaXKJIUBI JJIsi PO3BUTKY
OpraHi3My CTaTeBi XpPOMOCOMH Mail’ke TOBHICTIO CKIIAJAIOTHCS 3 TETEPOXPOMATUHY.
XimiuHa auQepeHiiamis TreTepoXpOMATUHOBUX paloOHIB XPOMOCOM  HH3bKa,
BHACJIJOK 4Oro iX pi3HI JUISHKHM 3JaTHI KOH'IOryBaTH MK coOoro. BTpata HaBiTh
3HAYHUX JUITHOK T€TEPOXPOMATHHY HE € JICTAIBHOIO ISl KIIITHHH.
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B eyxpomamuwni nokamizoBaHi BCl TOJOBHI Te€HHM, a0O OJITOT€HH, IO
PO3MOAUIAIOTECS 3T1IHO 13 3aKkOHaMu MeHJens npu noAun KiiTuH. EyxpomaTuHOBI
IUISHKE € O10XIMIYHO BHUCOKOAM(EpEHIIOBaHl, BHACIIJOK YOTO iX XpOMOMEpH
KOH'IOTYIOTh CTpOro mnomapHo. BrTpara a0o 3MiHa HaBiTh HaWMEHIIOI YacCTKHU
€yXpOMAaTHUHY TATHE 3a COOO0 KUTTEBO BAXKIIMBI HACTIAKM JUIs KIITHHUA. OJIrOreHHi
OUITHKA €yXpOMAaTHHY, IITYYHO NEPEMIIIEHOr0 B TE€TepOXpPOMATUHOBHUHN paloH,
3MIHIOIOTH CBIM (DEHOTUTTHUHN TIPOSB (€(PEKT MOTOKESHHS).

PO3pi3HAIOTE KOHCMUMYMUBHUL 2emepoXPOMAamuH, TKA TTOCTITHO BUSBIISETHCS B
XPOMOCOMI, 1 paKy1bmamusHuii 2emepoxpomMamut, SKU1 To 3'IBISETHCA, TO 3HUKAE B
3aNeKHOCTI BIJ CTaali KIITUHHOTO LHKIY 1 (i310J0TIYHOTO CTaHy KIITHHH.
KoHCcTUTYTUBHUN XpOMAaTHH JIOKATi3Y€EThCSA TOJIOBHUM YHHOM B MPUIIEHTPOMEPHHUX i
TEJIOMEPHUX palioHaX XPOMOCOMH, JI€ 3HAXOJUTHCSI OCHOBHA KUIBKICTH CATEIITHOI
JIHK, sxa He MICTUTHh 3HAYymMX TE€HIB. Y Mpoleci MITO3y TreTepoXpOMaTHHOBI
TUISTHKA 37aTHI 3a0apBiroBaTUCS OUTBII-MEHII 1HTEHCHUBHO, HIK €yXpPOMAaTHHOBI
(mo3uTHBHUN a00 HEraTUBHUU TeTepomikHo3). KpiM TOro, rerepoxpoMaTHHOBI
JUJISTHKM XPOMOCOM PEIUTIKYIOThCS (IIOJIBOIOIOTHCS) B S-mepion iHTepdasu mizHilIE,
HIK €yXpOMAaTHHOBI, SIKI MICTATh OCHOBHY KUIBKICTh CTPYKTYPHHUX 1 PETyJIATOPHHUX
T'EHIB.

XpoMocoMa BHUIIMX OpraHi3MiB CKIQJAa€ThCA 3 JBOX XpoMamuo - JBOX
MO3/IOBXKHIX TIOJIOBUHOK XPOMOCOM, IO (PYHKIIOHYIOTh I dYac MITO3y 1
crioctepiratotbcsi B Mmetadasi. KoxxnHa Xxpomarupa 1oOymoBaHa 3 mapu
B3a€EMO3aKPYUCHHUX HANiexpomamuo, TOMITHUX Ha cTajii aHadasu, KOJIu XpOMaTHIAH
MaTepUHCHKOI ~ XPOMOCOMH, PO3XOASYUCh O TOJIOCIB  KIITHHH, CTalOTh
CaMOCTITHUMU JOYIPHIMU XpOMOCOMaMH, a iXHI HamiBXpOMAaTUAM - XPOMAaTHIAMH
JIO4IpHIX XpoMocoM. CTPYKTYpHUMHU OJUHULSAMH XpOMAaTHJA € HYKJICONpPOTEiAH]
HUTKH XPOMOCOM - xpomornemu. OHa XpOMOCOMa MOXKE CKJIaIaTUCS 3 IBOX- BOCBMHU
XPOMOHEM, SKI 3aBXIU (PYHKIIIOHYIOTh SK JIB1 OJWHHUIN (XpoMaTuau). Y mporieci
MITOTOBKM XPOMOCOM /IO MITO3Y XPOMOHEMH CHIpali3yloThCsa. Makcumym
cripamizamii npunagae Ha Mertadaszy, KOJIM XPOMOCOMH HAWOUIbII KOMMAKTHI 1
Mopdosoriuno audepeHmioBani. Y Temodasi CIOCTEpIraeThCs JIeCHipami3amis
XpOMOHEM, fIKa JOCSTa€ MaKCHMalbHOTO BHUPAXXEHHA B XpPOMOCOM iHTEp(da3zHOTO
anpa. Takum unHOM, xpomonema - ue Hutka JIHK 3 3adikcoBannMu Ha Hil OLIKaMU.

baraTopasoBa penyrmutikaiis (CaMONOIBOEHHS ) XPOMOHEM 0€3 MOAATBIIOT0 MITO3Y
(eHa0MITO3) TPHU3BOAUTH JI0 YTBOPEHHS TIrAaHTCHKHUX MOJITEHHUX XPOMOCOM, IO
CKJIaIAlOThCA 3 JeKUIbKOX coTeHb (1o 1600) xpomonem. I3  XpoMoHEMOIO
MOB'SI3aHUM 1€ OJUH BHUJ CTPYKTYp XPOMOCOMH - XpOMOMepu - TIOCHIIOBHICTb
MOTOBIIICHb, SKI 1HTEHCHBHO 3a0apBIIOIOTHCA Ta TOMITHI MDK JIEOTOTCHOIO 1
naxiteHoro npodasu I meiiozy. XpoMmomMepu 3'€fHaHI MK COOOI0 aXpOMaTUHOBUMU
HUTKaMU. [CHye rinore3a, 3riJIHO 3 KO XPOMOHEMA € MIKPOCKOMIYHO OJHOPITHOIO
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3a nosxkuHoto HuTKoro JIHK, a xpomomepa - miinbHa cripans ii ainsHkd. Ha kopuctsb
i€l TIMOTE3H CBIAYaTh PpPE3yJbTaTh OCTAHHIX  EJIEKTPOHHO-MIKPOCKOITYHHUX
JOCIIKEHb 1 TOW (PaKT, 110 XpPOMOHEMA, PO3TATHYTAa B JOBXKHUHY CIELIAIbHUMHU
MIKPOTEXHIYHMUMHU  MpUHioMaMu, BTpadyae€ XpOMOMEPHM Ta 13  CTPYKTYPHO
g epeHIIoBaHOT IEPETBOPIOETHCS B OJJTHOPIJIHY 32 JOBXKHHOIO HUTKY.
HamiBxpomaTtuaa XpoMocoM ckiagaeTbes 3 ABoxX (ibpun aiamerpoMm 1o 1000 HM

KOKHA. Y CBOIO 4Yepry, KokHa ¢i0puiia € pe3ynbTaToM CIapioBaHHS JBOX
Ne30KCUpuOOHyKiIconpoTeinaux TsoKiB giameTpoM 350 - 400 uM. OauH TaKui TSK €
rpannyHoto cyooaunuuero JHII, mo ckmamaerbcst 3 onuiei monekynu JIHK,
acowiiioBaHoi 3 Ouikom. OTxe, 300pa3uMoO ysIBIEHHS Mpo OyAOBY XPOMOCOMH Y
BUTJISIII CXEMHU:

XpomMocoma = JIBl XpOMaTHU/IH;

XpoMaTHaa = JAB1 HAIMIBXPOMAaTHIH;

HamiBxpomaruaa = 181 Giopunu giamerpom 1000 HM;

¢bi0pwmia = 1Ba 1e30KCUPUOOHYKIeONpoTeinHuX Tsik1 aiameTpom 400 HM;

sk JJHIT = monexyna JIHK niametpom 200 um + 610K

6.2. Monekynapna ma HAOMOJEKYIAPHA OP2AHIZAUIA XPOMOCOM

VY xpomocomi ccaBiiB cepeanst aosxuHa mojiekynu JIHK cranoButh 65u3bk0 2
cM. Cymapna npotspkHicTh yeix JJHK B xmituni moauan - 6mm3bko 1,8 M. OTxe,
KOXKHa JIIOJICBKa XpOMOCOMa CepeAHIX pOo3MipiB  MICTUTh Onu3pko 4 cm
neosanirorooi JIHK. Pazom 3 Tum miHiiiH1 po3mipu xpomocomu B 6-10 Tucsd pasis
nocrynattbes po3mipam JIHK (moBxkuHa XpomocoMu B cCHipani3oBaHOMY CTaH1
Bapitoe Big 0,2 go 50 mxm). Ile cBimuute npo kommnakTHe ykiaganHa JIHK y
XpoMocoMmi, sika pgocsraetbcs B3aemoniero JHK 13 Oinkamu, 1o eKpaHyrooTh
HEeraTuBH1 3apsaau (ocPOpUIIBHUX TPYIN MOJIHYKICOTHAHUX JdaHItoriB. Komreke
JIHK 13 OinxoM HasuBaeTbesi dezoxcupubonykieonpomeioom (JAHIT). Haszsa JIHII
BHU3HAYAETHCS OLTKOM: SIKIIO J0 HOTO CKJIaay BXOHSTh TICTOHHW, BIH HA3WBAETHCS
HYKJIe02ICMOHOM, SIKIIO TIPOTaMiH - HYKIeonpomaminom. TepMIHOM «XpOMaTHHY
no3HadyaeTbes komiieke JJHK i3 Ounkamu, B SIKMi BXOIATH 1€ W 1HINI KOMIIOHCHTH
(PHK, nmimiau, mosicaxapuay Ta iH.).

Buiie 3a3nauanocs, mo A0 CKlIaay XpOMOCOM BXOMASTH OUIKHM - TICTOHH, a TaKOX
BEJIMKA Tpyla HEriCTOHOBUX OUIKIB. ['iICTOHM - modinenTuau, mo ckiagatTbes 3 50-
200 aMiHOKHCJIOTHUX 3aJUIIKiB. [CHYIOTH M'SITh OCHOBHUX KJaciB TicToHIB - HI,
H2A, H2B, H3, H4. biu3bko 25% BCiX aMiHOKHCIOT y TICTOHIB IPEIACTABIISIOThH
J3WH, apriHiH, TICTHIWH, 110 00YMOBIIIOE JTYy>KHI BIaCTHBOCTI mux OinkiB. ['icton H1
€ 30arayeHuUM JII3UHOM OITKOM 1 JyXe BapiaOeabHUW 3a OyJOBOIO 1 KUIBKICTIO
MOJIEKYJl B OpraHi3MiB pI3HMX BHUJIB. [HIII YOTHpU TMCTOHA MPUCYTHI B CKJIal
XpPOMAaTHUHY B €KBIMOJIAPHUX KIJBKOCTSAX 1 KOHCEPBAaTHUBHI B €BOJIIOLIHOMY IJIaHi.
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Cepenns yactuHa mousiekyn rictoHiB H2A, H2B, H3, H4, ska ckmamaerbcs 3 70-80
aAMIHOKHCIIOTHUX 3aJIMIIKIB, YTBOPIOE cHipaib 1 riodyny aiamerpom 2,5 Hwm. Ilo
oOuaBa OOKHM M€l TII0OYIM BIAXOIATH JieciipaiizoBaHl «xBocTtu» modekyn JHK. I3
JIHK TicHO moB's3aHa, TOJOBHUM YMHOM, Ta YaCTHHA MOJIEKYJH TiCTOHA, SKa Hece
HaWOLIBITY KUIBKICTh MO3UTHUBHO 3apsHKEHUX paJuKaiiB. [HIa yacTHHA B3aEMOJIIE 3
JIHK 3a paxyHok riapodoOHux abo BOJHEBUX 3B'S3KIB.

VY HM3KM TBapHUH JO3PIBAHHS CIIEPMATO30i/IB CYIPOBOIKYETHCS 3aMIHOIO T1CTOHIB
Ha npomaminy - 301HEHI aMIHOKMCIIOTaMH OLJTKHM 3 HU3BKOKO MOJIEKYJIIPHOIO MacOI0
(4 Tucsui JlaneToH). IX 0OCOONMMBICTIO € BHCOKHH BMICT LUCTEIHY, 3aBASKH YOMY
OKpeMi MOJIEKYJH [bOro Oinka oO0'€AHyI0TbCA AUCYIbQIAHUMH 3B'SI3KAMH B
noJIiMEpHI HEPO3UMHHI crnonayku, Mo 3axumaots JHK conepmu. 3aBasku
OpOTaMiHaM T€HOM CIEePMATO30ily MOBHICTIO PENPECYE 1 peani3yeThCs JUIIE HPU
noTpeO1 Mmicis 3alliIHeHHS, MICIAS YOoro MpoTaMiHUM OaThbKIBCHKHUX XPOMOCOM
3aMIITyIOThCS TICTOHAMU.

OmHa 3 BaXJIMBUX OCOOJMBOCTENM TICTOHIB - 1X 3JAaTHICTE OO YHCIECHHUX
010XIMIYHUX MojU(pikaLiid, 6e3 akux Oysia 6 HEMOKIMBOIO HOpMallbHA (PYHKIIS FE€HIB
reHoMy. OCHOBHUMU 3 TaKUX MOAU(IKALIH €:

1) gochopuntosanns. ®yHkuioHalbHE 3HAYCHHS (POCHOPUITIOBAHHS TOJIATAE B 3MiH1
edexTuBHOCTI 3B'si3yBaHHs TicToHIB 3 JIHK, mo copuuuHioe [neKoHAEHCAIlio
XpOMAaTHHY;

2) ayemunioganHs. ANCTUIIOBAHHS TICTOHIB 3a0e3Medye aKTUBAIlII0 TPAaHCKPHITIII,
Tomy 110 mocuieHHs: cuaTe3y MPHK koperntoe 13 BKIIIOUEHHSM aierary B TiCTOHH;

3) memunroeanns. 3 METUIIOBAaHHSAM MOB'A3aH1 CTPYKTYpPHI 1 (DyHKIIIOHAJIbHI 3MIHU B
a5pax, o B1AOYyBalOThCSA NEpen MITO30M. Yci ricToHd, Kpim HI1, meTmmtororbes
IPOTATOM YChOTO KJIITHHHOTO LHUKITY, aje MaKCMMalbHa IIBUIKICTh METHIIIOBAHHS B
dazi G2. JloHopoM METWJIBHUX TPYI € S -aAeHO3UIMETIOHIH 400 METIOHIH.

4) ymeopenus oucynvghionux 38'a3kie. lluctein BXoauTh 10 ckiamy rictony H3 i3
COMATUYHUX TKAHHH 1 JI0 CKJIaay TICTOHOIOAIOHOTO O1IKa CIepMaTo30i/liB CCaBIIiB.
ToMy TiCTOHM MOXYTh YTBOPIOBATH TOJIMEpHY OuTkoBy ciTky B ckimami JIHK 3a
PaxXyHOK MDKMOJCKYJSIPHUX AUCYIb(MITHUX 3B'S3KIB. YTBOPEHHS TaKoi CITKH 3a
MO>KJIMBOI y4acTl HETICTOHOBUX OLIKIB MOK€ BIAIIPAaBAaTH BAXKIIMBY POJIb B pEryJsLli
reHeTUYHUX TpoueciB. BHacmigok mnepepaxoBaHux Mojaudikanii ciaadiamTh
No3uTUBHI 3apanu rictoHiB, JJHK xpomocom nexkoMmakTusyroThbCs, 1O cOpuUse ii
perutikaiii 1 TpaHCKpumIlii. 3a BUHSATKOM METHJIIOBaHHS BcCe 1HINI Moaudikari
TICTOHIB € OOOPOTHUMHU 1 3IHCHIOIOTHCS B YITKO OOYMOBJIEHI TEPMIHM KIIITHHHOTO
IIUKJITY, 1[0 CBIAYUTH MPO 3B'A30K Mk ITuMU Moaudikamisimu 1 pyakuismu JJHK.

e moapyxokst Cteaman B 1943 porli BUCYHYNH TiMOTE3y MPO 3AATHICTH TiCTOHIB
3M1MCHIOBATH CHEU(pIYHY PETYJSLil0 T€HETHYHOI AKTUBHOCTI XpoMocoM. OJHak
HESICHO OyJI0, SIKUM YMHOM 4-5 (hpakiiiil ricTOHIB, OJJHAKOBHUX 3a CBOEIO OYJIOBOIO B
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PI3HHX TKaHWHAX, MOXYTh 3M1MCHIOBATH, HAMPHUKIIAJ, PETYIAIII0 MOHAM 25 TUCAY
TeHIB y JIOJWHU. 3 BIAKPUTTSAM 3/aTHOCTI TICTOHIB YTBOPIOBAaTH CHEIHU(iIvHI
HAJMOJICKYJISIpHI KOMIUIEKCH OyJIO BCTAHOBJICHO, IO W'STh (pakiuiid TICTOHIB,
3'€IHYIOYUCH B TKAHUHOCIIEUU(PIUHI OJIrOMEpH, MOKYTh BIIIIPaBaTH POJib TOHKUX
PEryJsTOpIB F€HETUYHOI aKTUBHOCTI. J0 CKiIaqy LHUX OJIroMepiB MOXYTh BXOJUTH
SIK MOJICKYJIM TICTOHIB, TaK 1 1HIIHUX CIOJIYK, IO BXOJSTh JO CKJIaJly XpOMAaTHUHY 1
KIITAUHHOTO siipa. MOKIIMBOCTI TAKOTO «TICTOHOBOTO KOAY» 3HAYHO 30UIBIIYIOTHCS
npu  XimMigyHOi  Moaudikaiii  TICTOHIB  (ameTwioBaHHI, (GocPopUIOBaHHi,
METHITFOBaHHI TOIIIO).

ToHka perymsuis aKTUBHOCTI I'€HIB B KIITHHI €yKapioTiB - AyXe€ CKJIaJHHM
poLec, U0 3A1MCHIOETCS HA PI3HUX PIBHAX OpraHizamii. ¥ HboMy OepyTh y4acTb SIK
KHUCJII OUIKM, Tak 1 FiCTOHHU, a TAaKOX Oarato iHmMMX crnoiyk. Ha ramioinauii reHom
npunagae 10-20 xomiii TeHiB, 110 KOAYIOTh ricTOHU. CUHTE3YIOThCS BOHU Ha Majlux
MOJIiCOMax y IUTOIUIa3Mi, MITPYIOTh B AJIpO 1 3B'I3YIOThCs 3 HOBOIO HHUTKOIO JIHK,
TOJI1 SIK TOTIEPE/IHI TICTOHU 3B'S3YI0ThCs 31 ctapoto Hutkow J[HK. CuHre3 ricToHiB
kopeintoe 3 cute3oM JIHK 1 nounHaeTbes Biapasy Mmicis 3aruliJHEHHS.

HericToHH1 OUIKM XpOMaTUHY, Ha BIAMIHY B1Jl FICTOHIB, MalOTh 3HAYHY MIXBUIOBY
1 MDKTKaHUHHY CHELM(IYHICTh; HUM BIJIACTUBI SIK CIIA0KOJYXKHI, TaK 1 KHCII
BJIACTUBOCTI. Y KUIbKICHOMY BIJHOIIEHHI iX MEHIIE, HIX OUIKIB - TICTOHIB, MPOTE
BOHU DPI3HOMaHITHI 3a Oy70BOI0 Ta (QYHKIISIMHU. J[0 HEriCTOHOBUX BITHOCSATHCS
Oinku - depMeHTH, HEOOXIIHI NI pervIikaili, TpaHCKpHMIli, penapariii; OuIKu -
aKTUBATOPU Ta pempecopu reHiB 1 iHmi. HerictoHHi Oinku OepyTh y4acTh y
(YyHKLIOHYBaHHI T€HOMY 1 B peryimii Horo (QyHKLIA, pa3oM 3 TICTOHAMU
3a0€3MeuyloTh HEOOXIIHY CTPYKTYpPHY OpraHi3alil0 XpOMOCOM, BIUIMBAIOYM Ha
ctynidb komnaktuzanii JIHK y xpomocomi.

VY 1974 p. BCTaHOBJIEHO, IO XPOMATUH CKJIAAAETHCS 13 CYOOJUHUILb, SKI MAIOTh
OJIHAKOBMM THIT OpraHizailii B ycix eykapioriB. Llsg cyGomaunuus - uyxieocoma -
KyJbKa 3 BOCBMHM MOJIEKYJ] TIiCTOHIB 1 HamoraHoro Ha Hei ¢parmenty JIHK
3aBAOBXKKH Omm3bko 200 map wykieorunis (m.H.). Jlo ckmany mykiaeocomu (ii siapa)
BXOJATH 10 2 Monekynu rictoHiB H2A, H2B, H3, H4. I3 k0XkHOIO HYKJIEOCOMOIO
3B's13aHa ojHA MoJiekyJsia H1, sika 3'eqHye cyciHl HYKJI€OCOMHM, OB’ si3aH1, KPIM TOTO,
mouiekysoro JIHK. Ocranna HamoTaHa Ha 1l HyKJI€OCOMH 1 poOuth nmpudiausHo 1,8
BUTKa HABKOJIO KOXHOTO OLIKOBOIO mosiMepy. TakuM 4MHOM, MIXK KOXXHHUMH JIBOMa
HYKJIEOCOMaMHM 3HAXOIUTHCSA TeBHOI JoBxuHU (Bia 8 mo 114 m.H.) dparment JHK,
AKAW Ha3UBa€ThCA ainkepHa JJHK.

Howxuna JIHK, 1m0 BXoauTh 10 CKIaay XpoMOCOMH, KomBaeThbes Big 180 mo 260
I.H. B 3QJIEKHOCTI BiJ 00'€KTa JOCHITKEHHS, CTaii 1HIWBIAyaIbHOTO PO3BUTKY Ta
1HIMX npudrH. OHAaK micias 0OpoOKH HYKJIEOCOM HYyKJI€a3aMU MiIKPOKOKIB MOKHA
OTpUMaTH MOHOMEpPH XPOMaTHUHY 3 MEHIOI0, aje cralinbHol aoxuHOw JHK,
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HAMOTaHOIO Ha OinkoBuil okTtamep. CyOOauHUINI XpOMATHHY, KOXKHAa 3 SKHUX
CKJIAZAETHCS 3 BOCBMU MOJIEKYJI TICTOHIB 1 HEUYTJIMBOTr0 10 Hykjea3 pparmenta JJHK
(146 n.H.) HaA3UBAETHCS MIHIMAILHA HYKIeocoMa a00 cor-uacmunka (KOp-4aCTUHKA).
HericToHoBi O11ku spa 0epyTh y4yacTh y CTpYKTypu3alii xpoMmatuny. Hanpuknan,
HyKJIeoricToH MossipHoi Macu 29 000 B3aemoji€ 3 ricTOHaMH B MPOIECT YTBOPECHHS
HYKJIEOCOM 1 IIMM TONEpe/Kae HEYNOPSIKOBAHE XAOTUYHE YTBOPEHHS OCTaHHIX.
Kpim Toro, HericronoBi Ounku npuennyiotbes no JHK B iHmmx crpareriynux
TISHKAX, 3aXMINAl04Yd iX BiJ HYKJICA3HOTO PO3IICTUICHHS 1 BUSBJISIOUHM (DYHKIIIFO
peryisaTopiB a0 Katajai3aTopiB XpOMOCOMHHUX IPOLIECIB.

Po3pi3ustore gexuibka piBHIB komnaktuzauii JIHK, ToOro ii yknagaHHs B
HEBEJUKHUX 32 po3MipamMu Xpomocomax. llepmuii piBeHb - ymeopenHs HyKieocom
(mykneocomuuit pisesn). Josxuna JIHK nmpu npoMy ckopouyerbcst B 6,5-7 pasis, a
JIHK, HamMmoTaHa Ha riCTOHOBUN OKTamep, YTBOPIOE HYKJIIEOCOMHY HUTKY JI1laMETPOM
11 Bam (puc.). Hpyruit piBenp kommaktuzamii JAHK - cynepnyxneocommnuii -
YTBOPEHHS XpoMaTuHOBO1 (ibpumm miamerpom 30 HM. Lleit mporec 3anexuTh Bif
ricrona H1. Mounekyna 1mporo Oigka Ma€e IEHTpaldbHy TJIOOYJSpHY 4YacTUHY Ta
nosracti N- 1 C-kinui. LleHtpansHa rinoOyisipHa CTpyKTypa MoJieKyau rictoHa HI
NPUEAHYETHCS 0 crenu(iuHol AUISHKA HAa MOBEPXHI HYKJICOCOMH, JOBTacTi KIHII
OPUMHUKAIOTh 3 ogHOro 6oky 1o jinkepHux /IHK, a 3 iHmoro - 1o rictoHoBoro siapa
HACTYNMHOI HykieocoMu. Takum uuHOM, ricToH H1 HeMoB Ou mputarye cycijiHi
HYKJIEOCOMU OAHAa 10 1Hmoi. Jlns rerepoxpomMaTrHa XpOMOCOMHU XapaKTepHi
KOMIIaKTHI XpOMaTiHOBI (iOpuiu, aKTMBHOMY XPOMATHHY BIJIACTUBE ITyXKe
PO3MIIIIEHHSI HYKJIEOCOM («HAMUCTO Ha HHUTIY). HepiBHOMIpHE pO3MIlICHHS
HYKJIEOCOM B3I0BK HYKJIEOCOMHO1 HUTKH, 3aJI€3KHE B1J] HYKJIEOTUHO1 MTOCT1AOBHOCTI
JIHK, wnHasuBawTh ¢azyeaunnam Hykieocom. 3a PpaxyHOK Jpyroro piBHS
KoMmakTu3aiii 1osxxuna mosiekyiu JJHK ckopouyerbces B 40 pasis.

[Ipu TperboMy piBHI yKJIAQIKH BiIOYBA€ThCS YTBOPEHHS XPOMATHHOBOI (hiOpuiIn
(20 ©BM) nemenvHux cmpykmyp 3 iX TOAAJIBIIOW cripam3aniero. [looguHoka
cymepcripaibHa TMETJsA, YTBOPEHA XPOMATHHOBOIO  (PiOpUIIOI0, HA3WBAETHCA
HYKJleoMepoM; PO3ETKA 3 HYKJIIEOMEPIB YTBOPIOE XpomMomep - XapaKTepHY CTPYKTYPY
meTaga3Hoi xpomocomu. KoxkHa XpoMocoma € MEBHOO MOCIJOBHICTIO XpPOMOMED.

VYci xpomocoMu MarTh TMETENbHY OpraHi3ailito, TOOTO MaloTh CEpPil0 METEIbHUX
JOMEHIB. Y XpoMoMmepax Il MeTeabHl JOMEHU CYNepcCIipani3oBaHi Ta KOMMAKTHO
yKJIaJeHI B KJacTepu. Y MICIfIX €yXpOMaTHHY TIeTJl MOXYTh 3BUIBHATHCS 1
po3kpyuyBatucs. CrocTepe:KeHH Ha MOJITEHHUX XPOMOCOMax 1 XpOMOCOMax THUITY
«JIaMIIOBO1 TITKW» Jpo30QiaM CBIAYATH MPO T€, IO KOXKEH METEIbHUA TOMEH €
CaMOCTIHHOI (YHKIIIOHAIBPHOK OJMHHICI0 1 yTpumye mnocaimoBHocti JIHK, mrio
KoayoTh onHy abo kinmpka PHK. 3a paxyHok cymepcmipanizoBaHUX TeTEIbHUX
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JIOMEHIB (TpeThoro piBHS KoMmakTu3ailii) mpoTsukHicTh JJHK 3menmyerses me B 103
pasu, 10 XapakTepHO I iHTep(dha3HOT XPOMOCOMH.

VY mpoueci moAuly KIITHH BiAOYBAa€ThbCs MOAANbIIA KOHJEHCALST XPOMOCOM 3a
paxyHOK HOBOIO PpIBHs cIHipaiizali, 3arajibHe ckopoueHHs pgoBxuHu JIHK
BiOyBaeTbcsi B 104 - 105 pasziB. Ha 1poMy piBHI opraHizaiii XpomaTHHY
BiIOYBa€ThCS CIpaJIbHE YKIAJaHHS HUTOK 3 YTBOPEHHSAM COJNEHOiOd NPYroro
nopsanky. Jliamerp Takoro cojeHoiga - Onu3bko 2 MKM (xmiamerp wmetadaszHoi
XPOMOCOMH).

6.3. Ocobauseocmi camemozene3y ma 3aniiOHeHHA

[Tporiec po3BUTKY Ta YTBOPEHHSI CTATEBUX KIIITUH HA3UBAETHCS 2aMeEMmMO2eHe30M.
[cToTHMM eTamoM B LIbOMY MpOLIECi € MEH03, OJJHaK BiH HE BUYEPIIYE BECh IPOIIEC
rameToreHesy, sikuii mae creuudiky B ocid pi3HOI CTaTi 1 y NPEICTABHUKIB PI3HUX
rpyn oprasi3miB. s po3yMmiHHS 3aKOHOMIPHOCTEHM YCHAJKyBaHHS O3HAK IIPH
CTAaTEBOMY PO3MHOKCHHI YK€ BaXKJIMBO 3HATH 111 OCOOIMBOCTI.

Y TBapuH 1 JIOJWHU, Ha BIAMIHY B POCIWH, B OHTOTE€HE3l Iy)Xe paHO
BIJIOKPEMIIIOIOTHCSL 3aYaTKOBI KIIITHHH, SIKI 3TOJOM JalOTh IOYaTOK CTaTEBUM
3aJ103aM 1 CTATEBUM KJIITHUHAM. 3a4aTKOB1 KIITUHHU JIUIATHCS MITO30M Ta YTBOPIOIOTh
eonii. CrodyaTky Il AWIUIOINHI KJIITHHU OJHAKOBI B OCIO pi3HOI CTaTi, MOTIM
TU(DEPEHITIOITHCS: Y CaMIIIB - B CHepMamozoHii, y CaMoK - B ooconii. Ilopanpiiuii
MPOoIIeC TaMETOTeHE3Y BiA0YBAETHCS MO-PI3HOMY B OCI0 PI3HUX CTaTel 1 Ha3MBA€ETHCS
B CaMLIIB CnepmMamo2eHe30oM, y CaMOK - 002eHe30M.

VY mporeci cnepmaToreHe3y KIITHHH TPOXOIATh YOTHUPH (da3u: PO3MHOKEHHS,
pocTty, Ao3piBanHs, popmyBaHHs. CriepMaTOroHIi AUISITECA MITO30M 31 30€pEKEHHSIM
JTUIUIOITHOTO yuciaa XpoMocoM ((aza po3MHOkeHHs). [I0TIM NOa1IM NPUNUHSAIOThCS,
KOXXHa KJIITHHA POCTe, TOTYEThCS 10 Meio3y (¢aza pocTy); BOHA HA3UBAETHCS
cnepmamoyum I (cnepmatonut nepiioro nopsaaky). Crnepmaronut I BcTynae B dazy
no3piBaHHs (Meio3). Takum dYuHOM, MeWO3 - 1€ TMOAII KIITHHHOTO sjpa
cnepmarouuta [ (abo oouwmra I), mo mnepenye yTBOPEHHIO CTaTeBUX KIITHH 1
MOB'SI3aHE 31 3MEHIICHHSIM  (PEIyKIi€l0) KUTBbKOCTI  XpPOMOCOM, BIJIACTHUBOI
COMATHUYHUM KJIITHHAM, Y JBa Pa3u.

VY pi3HMX BUJIB OpPraHi3MiB Y 3aJ€XKHOCTI BIJ iX pIBHS Oprasizauli po3pi3HSIOThH
TPU TUIIU MEUO3Y:

1) nouamrosuti, abo 3ucomuuynuii, BIAOYBA€TbCS BIApa3y MICHIs CHUHramii (3JIHUTTS
rameT) 3 MepIIuM MO1IJIOM 3UToTh. BiH BIacTUBUi opraHi3Mam, B AKUX Y Ye€pryBaHHI
MOKOJIIHB NepeBakae ramiodasa (XapakTepHui JJ1s BOJOPOCTEH, HAMIPOCTIIINX );

2) 3BU4aitHU#, a00 eamemuyunuti MeHo03 BiIOYBAETHCSA B TaMETOYTBOPIOIOUIN KIIITHHI
(oorenes 1 cepMaroreHe3) 6araTOKIITHHHUX TBapHH,

3). Ilpomixnwmii, abo cnoposuii MeEWO3 BIACTHBUN OUIBMIOCTI pociauH. Bix
B1I0YBA€ThCS B MAaTEPUHCHKIN KIIITHHI MIKpO- a00 Meracrop y Impoiieci Mikpo- abo
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MEracroporeHesy, KoJu B Pe3ysbTaTi Mei03y YTBOPIOIOTHCS TaIUIOIAHI CHOPH, SKi
0e3 3aIuTiTHEHHS PO3BUBAIOTHCS B TaMETO(HUT, 110 Ja€ TAMETH.

Xin Meio3y OJHAKOBUM ISl BCIX TpbOX Horo TumiB. BiH ckiiamaerbcs 3 ABOX
MNOCTIAOBHUX TMOJIIIB, IO CYHNPOBOKYIOTHCS JIUIIE OJHOPA30BUM I1OJIBOECHHSIM
kuibkocTi JIHK B cunTermunomy mepioai iHTepdazu: 1-ro MeHoTuyHoro, ado
peoykyilino2o (TETEPOTUIIHOTO), TPU SIKOMY KUIBKICTh BHXIJTHUX XPOMOCOM
3MEHIIYEThCS BIIBIYi, 1 2-TO TOMOTHITHOTO, eK8ayiliHO20, 1O BIIOYBAETHCS 3a TUIIOM
MiTo3y. Ha BinMiHy BiJ 3BUYaHOTO MIiTO3Yy, B APYroMYy MO MEH03y PO3XOIATHCA
B aHadasi XpoMmaTHAHW, HE IJCHTUYHI BUXIJHUM, BHACIIIOK KPOCHHTOBEPY, IO
B11I0YBCSI M1 Yac MepIIoro mojiiy.

[Ticns mepmioro, peayKUiMHOIO MOAULY MEH03y 3 KOXKHOIO JIMIJIOIAHOIO
criepmarouuty | (a6o oonuty 1) yTBOprOIOTHCS JB1 TalioifiHl KIITHHH, X HA3UBAIOTh
cnepmamoyumamu Il (apyroro nopsaky) ado ooyumamu II. BoHu miiarhes me pas
(Ipyruii po3MOIi 03piBaHHS, €KBAIIMHUI) 1 YTBOPIOIOTH TaIlIOiIHI CnepmMamuou.
Takum 4MHOM, 3 OJHOTO CIIEPMATOTOHIIO YTBOPIOIOTHCS YOTHUPH CHEPMATHAH, SKi
BCTYIAIOTh B ¢ha3y ¢hopmysanus cnepmamo3oioa, TOOTO 3pija0i YOJOBIYOI CTATEBOI
KJIITUHMU.

B oorenesi KJIITMHA OPOXOJIWTh B OCHOBHOMY Ti * cami (a3, Mo u y
criepMaToreHesi, ajie icHye Hu3ka ocobnuBocteil. Tak, miciis NMpUNUHEHHS MOJIUTIB
oomut | (mumioigHa KJIITHHA), HA BIAMIHY BiJ criepMaronurta I, mpoXoauTh O1IbIIT
BUpaXEHY CTajlifo pocTy. B 1eil yac y nuroria3Mi OOIUTIB BIAKIAAAE€ThCS 3arac
MOKUBHUX PEUOBUH, HEOOXIMHMX IJIsi PO3BHUTKY 3apojka. Ilicms mporo oomwut I
BCTyIla€ B MEHO03, Tak caMo sk 1 cuepmatonuT [. Y pe3ynbrari nepuioro mojaury
JO3p1BaHHSl YTBOPIOIOTHCS JIBl TaIujIOiAHI KJIITHHU, ajieé BOHU PI3KO BIJPI3ZHSIIOTHCS
onHa BiJ ogHoi. OnHa, BeNMKa KJIITHHA 30epirae BeCh 3amac MOKMBHUX PEYOBUH -
ooyum [I, 1H11a, 3HAYHO MEHIIIA, HETTOBHOILIIHHA, SIBJISIE COOOI0 S/IPO, 110 BUILITUIOCS
1171 000JIOHKY TEpIoi KIITHHHU, i1 Ha3UBAIOTh pedykyitine minvye (a00 moysipHE, 200
oomuoa). OcTaHHS JereHepye. IHOII Tmepen IereHepaiiclo peayKIliiHe TUIbIE
BCTUTAE PO3IITUTHUCS III€ pa3, YTBOPIOIOYHU JBI OOTHU]IU, aJI€ JTOJISI X 3aBXKIM OJTHAKOBA
- Bouu TuHYTh. Oomwut Il nmimuThes (exBamiitHUI MO TO3pIBaHHS) Ta YTBOPIOE
3HOBY JIBI HEPIBHOLIIHHI KJIITUHU: OJHA - 3plia SULUEKIITUHA 3 FaryIoiTHUM HabopoM
XpPOMOCOM 1 3amacoM TOKMBHUX PEYOBHH, iHINA — Jpyra 0oTHaa. TakuM 4WHOM, Ha
BIIMIHY BIJl CIIEpMATOre€He3y, 3 OJHI€i OOrOHIl YTBOPIOETHCS TUIBKU OJIHA
byHKITIOHYI0OYA SULEKITITAHA, 1HII TPU KIITHHU THUHYTh. SHIEKTITHHA CCaBIlIB
3a3BUYail Kpyria, 0e3 CTPYKTYpHUX YCKJIAJHEHb, TOMY CTalis (OpMyBaHHS HE
BiJIITPA€ CYyTTEBOI POJIi B OOTEHE3I.

CrepMaToreHnes y JIIOJAMHHA MMOYMHAETHCS 3 MOMEHTY 3aKJaJK{ CTaTeBUX 3aJI03 B
emOpiorenesi. [loTiM micns HapoOIKEHHS XJIOMYUKA BiH NPUIHUHSIETHCS 1 3HOBY
BIJTHOBJIIOETBCA B TMEPIOJl CTATEBOro J03piBaHHSA. MeHOTHYHI MO TPHUBAIOTH
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Oe3MmepepBHO TPOTIATOM YyChOTO mepioay 3pidocti. ILled mporec npoxoawWTh B
CTaTEBUX OPraHax - CIM'SHUKaxX — 1 HE HOCUTh LIMKJIIYHOIO XapakTepy. Y CIM'SHHUKaX
J03p1BA€ OJTHOYACHO BEJIMKA KUIBKICTh FaMET, TOMY F'OHA/IA CTaTEBO3PUIOTO YOJOBIKA
MOXKYTb CITY>KUTH JIKEPEJIOM KIIITHH, SIKI MEMOTUYHO AUIATHCS, B OYIb-IKHMIl MOMEHT.
TpuBanicTh NepeTBOPEHb KIITHH BiJ CIEPMATOTOHIM 1O CIIEpPMATO30idiB 3aiimMae
6su3bko 8-9 TmxkHIB. LluTOreHeTMUHMIT aHali3 XPOMOCOM CIIEPMATO30i/(1B 3a3BUYaid
IPOBOJSAITH HA CTaii MaxiTeHU 1 AlakuHe3y. 3pull CIepMATO30IAM MiCIs BUXOAY 13
CIM’SIHUKIB i1 BIUTMBOM YHCJIICHHUX TOPMOHIB y CHEIIaIbHIUX OpraHax (MpUaaTKax)
Ha0yBalOTh CTIMKOCTI JO HECHPUATIMBUX (DAKTOPIB CEPEOBUIIIA.

OoreHe3 B1IOYBA€ThCS B SE€YHUKAX 1 T€K MOYMHAETHCS B MEPIOJ EMOPIOHAIBHOTO

po3BUTKYy. OJIHaK 1l Mpoliec CUIbHO BIJIPI3HIETHCS BiJl criepmarorenesy. llepumit
eTan OOreHe3y, SKWW BKIOYae (POPMyBaHHA OOTOHIM 1 MPOXOJKEHHS MEPIIOro
MEWOTUYHOTO TOJIy, TPUBAE B €MOpPIOHAIbHUX s€YHUKAX. Tak, y >KIHOYOro
JIOJICBKOTO €MOPIOHY B Billl I'SITU MICAIIB 3 SBJISIIOTHCS B)KE CTAaTEeBl KIITHHH Ha
cramii oommta [. VYV muoga >KiHOYWOi CTaTi JO TPEThOTO MICAIS BariTHOCTI
BII3HAYAIOTHCSL JIMIIE MITOTHYHI mnoaud. llepmi maxitTeHW 1 JAUIUIOTEHU
CIOCTEPIrarThcs B ceMUMICsUHOro mioaa. Ilotim meito3 3arpumyeThes, (hopMyeThes
s/iepHa MEMOpaHa, yTBOPIOETHC siAEPLE, 1 KIITUHU BXOJASTh B «(a3y CIOKOI0» -
OuxkmiomeHy, sika TPUBAE JI0 IOYATKY CTATE€BOIO JIO3pIBaHHS AIBUMHKU. KiiThHU, 110
OTOYYIOTh OOIIUT, BUKOHYIOTh (DYHKI[IIO *KUBJICHHS, Mi3HIIIE BOHU JaAyTh MOYATOK
doiky1y, B IKMM YKJIaJIEHO OOITHUT.
VY OGaratomapoBomy GOIIKYII T 4ac MOAUTY KJIITHH YTBOPIOIOTHCS TMOPOXKHUHH,
HAllOBHEH1 PIAMHOIO, a2 B HUX Ha SULEHOCHOMY ropOKy, Ha (POJIIKYJISIPHUX KIITHHAX
3HaxXOMUTHCS 00T I. 30BHI (HOMIKYTT BKPUTHI CIIOTYYHOTKAHUHHUMU €JIEMEHTaMH,
AK1 BIJIOKPEMIIIOIOTH MOr0 BiJ TKAHWHU (CTPOMH) SI€YHHMKA; Ha3UBAEThCSA (DOTIKYHT 3a
1M’ IM JTOCTIITHUKA, SIKUH BIieplie Horo onucas, - I paagosum nyxupyem (puc.9).

Jlo MOMEHTY HapOJKEHHS MJIBYMHKM B SI€EYHHKAX IUIOAY BCl  OOTOHIi
nudepeHIiioBali B OOIUTH TEPIIOr0 TMOPSAKY, SKI MPOWIUIM CTaii JENTOTCHU -
MaxiTeHH 1 3yIMUHWIACS B CTaaiil AurioTeHu. [lepeOyBaHHs B miHl cTafii (TUKTIOTCHN)
TPUBAE BECh MOCTHATAIILHUM MEPI0JT )KUTTS KIHKH.
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Puc. 9. — Bynosa nyxupuacroro ¢osnikyny (rpaadosa myxupis): 1-30BHimHs 06010HKa (QOITiKyIa;
2 — BHyTpimHs oOosioHKa ¢oiikyna; 3 — mopoxHuHA (oiKyna 3 (QOJIKYIIPHOK PIAMHOW; 4 —
AWLEHOCHUN Oyropok; 5 — sifueximiTuHa; 6 — OMUCKy4ya 30Ha; 7 — MPOMEHHMCTHH BIHOYOK
(honiKyISIpHUX KIITHH; 8 — QOJIKYJISAPHI KIITUHH.

JIJisi TUKTIOTEHW XapakTepHa MOPQOJIOTisi XPOMOCOM THITY <JIAMIIOBHX MIITOK.
bimm3bko 90% BCIX OOLUTIB JEr€HEpPyIOTh A0 MOYAaTKy CTaTEBOIrO J03piIBaHHS.
Oorene3 3HOBY IMPOJOBKYETHCS 3 MOMEHTY CTaTE€BOTO JIO3PIBaHHS MPOTATOM yCHOTO
nepioay crareBoi 3piaocTi. [loganbmuii po3BUTOK KIITUHHU 31 CTaall AUKTIOTEHHU B
3pUly SAMIEKIITUHY BIIOYBA€THCS ITUKIIYHO (MEHCTPYyalbHI IUKIM Y JIIOJAWHH,
eCTpaJlbHUN - y TBapWH) IO OJHIN KJIITHHI HIOMICAILS, 1 3aKIHUYETHCS OBYJIALIEIO.
Tomy panHi cTaail peayKIiHHOTO MEHOTHYHOTO MOy y *KIHKH MOYKHA aHAII3yBaTH
JUIIEe B PAaHHROMY €MOpIOHAJIBHOMY TIEpioJii, HACTYIHI CTajli B 3BHUAHUX yMOBaX
BUBYEHHIO HEJIOCTYIIHI.

VY nmepmiiii moJIOBMHI KOKHOIO Micsils JroTeiHizytounii ropmod (LH) crumyroe
MeHo3, 1 BIH Maibke 3aBeplliyeTbcs (3akiHuyeTbes mnpodasza I, posmouara B
eMOpioHanbHOMY niepioji, Metadasa I, anadaza I, Tenodaza I 1 mpoTsrom aeKkiIbKOX
xBUIMH - mpodaza Il 1 meradaza II). [lotim Melio3 3HOBY 3ynuHsEThCA. OBYISIis
TaKOX 1HAYKYy€e€Tbcs ropMoHoM LH.

Ogynayis - BUX1J ooIUTa (SIMIS) 3 SIEYHMKA B TIOPOKHHUHY Tijla; PEryJIOE€ThCS
FOPMOHAMHU Tinodi3a, NPUNUHAETHCS 3 HACTAHHSIM BariTHOCTI.

KynapMiHaLIHUM MyHKTOM CTAaT€BOTO PO3MHOXKEHHSI € MPOLEC 3aIuliAHEHHS. Y
HOPMI1 3aIUliIHEHHSl CKJIAJIa€ThCsl 3 JBOX €TamiB: 3JUTTA 4YOJIOBIYOi 1 >KIHOYOI
CTaTEeBUX KJITUH (CHHTaMisl) 1 3JUTTA iXHIX siaep (kapioramis). Tomy zannioHeHHAM
HA3MBAIOTh CIIOHYKAHHS KIHOYOI CTaTE€BOI KJIITHHH 10 PO3BUTKY HUISIXOM 00'€THAHHS
B HIH sjaep 4YOJOBIYOI 1 JKIHOYOI CTaTeBUX KIIITUH (raMer). OBynboBaHa
SUIEKTITHHA OTOYEHA BIHIIEM (OJIKYISIPHUX KIITHH, K1 JKUBIATH il B S€YHUKY.
Tinbky micas po3CiIHHS MPOMEHUCTOrO BIHISI CHEPMATO30i MOXXE MPOHUKHYTH B
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Heil. da3za, mpoTATrOM SIKO1 1] BIUTMBOM TOPMOHIB CIIEPMH BiJIOYBA€ThCSI PO3CIFOBAHHS
GONMKYIApHUX  KIIITHH, HA3UBAEThCA (pazor0 akmusayii satys. 3aruliTHEHHS
BimOyBaeThcsi B (QaiomieBiit TpyOi. I[licnms mNpoOHUMKHEHHS crepMaTo3oina B
AULIEKIITUHY SAPO CIIepMaTo30ida 3a3Ha€e psij 3MiH 1 30UIbIIYETHCA B po3Mipax; Ha
IIbOMY €Talll BOHO HA3UBAETHCS UYON0BIUUM NPOHYKIeycom. Meno3 B SUIEKITITHHI
3aBEPIIYETHCS TUIBKKA TICIS MPOHUKHEHHS crepmaro3oina B gifiie. TiIbKM TOAI
3aBEPIIYETHCS JPYTMA MEWOTHYHUM TIOMUI, HABKOJO KIHOYOTO 1 YOJIOBIYOTO
rarioiTHuX HabOpiB XPOMOCOM yTBOPIOETHCS SIJIEPHA MEMOpPaHa, 3UTOTA MICTUTh JIBA
«mponykieycn». Ll cTamis poO3BHUTKY OCOOJMBO YYyTAWBAa JI0 MOPYIICHD,
CIOPUYMHEHUX MyTareHHUMH (akTopamu. Uepes KiibKa roAuH OOUABAa MPOHYKIIEYCH
3MUBAIOTHCSA, YTBOPIOIOYM TUIUIOIAHE SAPO; 3UrOTa IMOYMHAE IUIMTUCSA HUIIXOM
MITO31B, IEPETBOPIOIOYHUCH Y OJIACTYITY, MOPYJTY, EMOPIOH.

Bigomo, 110 B XKIHOK TUIBKM OJHA 3 YOTHPHOX KIITUH - MPOIYKTIB MEHO3y -
PO3BUBAETHCS B OOIUT, TPU 1HII (HOPMYIOTH MOJSPHI TUTBLSA-00THIU, Maixke (a0o
30BCiM) 1M030aBlieHI IUTOIUIa3MHU; B HOPMI BOHHM HE€ 3aIUTIIHIOIOTHCA. Kpim TorO,
JIOHEJIaBHA BBAXKAJIOCS, IO MITOXOHJpPIi YCMAJKOBYIOThCS HalaJKaMU JIMIIE Bij
MaTepi, IO Ja€ MOXJMUBICTb OOLIMTAM I€peJaTH HOBIM 3UTrOTI MOBHUU HAOIp
UTOIIa3MAaTUYHUX KOMIIOHEHTIB (MiTOXOHApiH, iHPopmauiiiny PHK). Ane Huni
BIJIOM1 HayKOBI MOB1JIOMJIEHHS ITPO MOKJIMBICTb Mepeadi 3uroTi CyMilli OTHOBCHKUX
1 MaTepUHCHKUX MITOXOHAPiN. MexaHi3MHU TaKoro CHajKyBaHHS IMOKH IO HEBiOMI,
ajne caMm (haKT MOro iICHYBaHHS MOXKEe OyTH KOPHUCHHM JIJIsl KJIIHIYHOI 11arHOCTUKU. Y
nepeBakHIN OITBIIIOCTI BUIMAKIB BIAMIHHOCTI KIITHHHOI KIHETHKH OOYMOBIIOIOTH
PI3HMIII0O MDK YOJIOBIYMM 1 JKIHOYMM OpraHi3MaMu B 4YacTOTI TPUCOMii, TOUYKOBHUX
MyTarliu.

[lin 4vac Meilo3y XpOMOCOMH PI3HHX Nap (HEroMOJOTIYHUX) MOBOASITHCS
HE3aJIeKHO OJIHA BiJ] OJHOI, TOOTO MPEICTABHUKHU PI3HUX IMAap TOMOJIOTIB MOXKYTb
KOMOIHYBaTUCSA TO-pi3HOMY. MOXJIMBa KIIBKICTh KOMOIHAIM OaThKiBCHKHUX 1
MaTEPUHCHKUX XPOMOCOM Yy TaMeTax OpraHi3My po3paxoByeTbes 3a (opmyioro 27,
7€ N - TalIoiHa KITBKICTh XpOMOCOM (200 KUIBKICTh Map XpomMocom). MoskinBa
KUTBKICTh KOMOIHAIIif XpOMOCOM y TaMeTax, OTXKe, CTyIiHb T'€HETUYHOI
PI3HOMAaHITHOCTI F'aMeT Yy PI3HUX BUJIB OpPraHi3MiB, TOKa3aHa B TaOJIMLII:

. MoxnuBa KUIBKICTh
. Kinpkicte map xpomocom .
Bun opranizmis . , TEHETUYHO PI3HUX
y KaploTuIl

XpPOMOCOM y TaMeTax

Ackapuja KiHChbKa 2 22=4
Hpo3zodina 4 2= 16
JIronuna 23 2% = 8388608
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Akmo BpaxyBaTH 1€ MOXJIMBHM OOMIH JUISHKAMHA TOMOJIOTIYHHX XPOMOCOM
(KpOCHHIOBEpP), TO KUIBKICTh T€HETHYHO PI3HUX TaMeT JIOCSATHE acTPOHOMIYHHMX
mudpp. Lli mpomecu (kpocwHTrOBep y maxiteni mpodasum | Meio3y, BHITaIKOBE
PO3XOJIKEHHSI TEHETUYHO PI3HUX XPOMOCOM JI0 MOIIOCIB KIITHHU B aHadasi | Meliosy,
BUIIAJIKOBE 3JIUTTA CHAJKOBO pI3HUX TaMeT Yy 3WUroTy) JieKaTb B OCHOBI
KOMOIHAMUBHOT MIHAUBOCMI.

Ilim wac wmelo3y BiIOyBarOTBbCS JIBa BHUIW TEHETUYHOI peKoMOiHaIii
(meperpyIyBaHHs CIIaJKOBOT'O MaTepiany):

1) nezanescnuii po3nodin xpomocom 0o nonocie kiimunu. He3pui crateBl KIIITUHA
MICTSITh TOABIMHUN XPOMOCOMHMI HaOlp (AUIUIOINHMI): OJAMH TOXOJIUTH BIJ
XpPOMOCOM MAaTE€PUHCHKOI SUIEKIITUHM, IHIIUA - BIJT XPOMOCOM OaThbKiBCHKOTO
crepmaro3oina. Ilpu po3monauii XpoMOoCOM TMOABIMHOTO HAOOpPY UICHH KOMXKHOT
TOMOJIOTIYHOT TIapu PO3XOAATHCA JIO TMOJIOCIB HE3alle)KHO BiA 1HIIUX Tmap. Y
pe3ynbTaTi 1IbOTO B JIIOJWHU cepel 23 XpPOMOCOM, $IKI ONUHWINCS B OJHOMY
JOYIpHBOMY  SiIpi, HasBHI PI3HI TOETHAHHS XPOMOCOM MAaTEPUHCHKOTO 1
0aTHKIBCHKOTO MOXOKEHHs. UNCIIO TaKUX MOEIHaHb AopiBHIoe 223 = 8 338 608.
OCKUIBKM KOKHAa XpOMOCOMa YUMOCH BIAPI3HAETHCSA BlJl CBOIO OMOJIOTa, TO MPOLIEC
pekoMOiHaIli 0aTbKIBCHKOIO 1 MaTEPUHCHKOTO T€HETUYHOTO MaTepiany 3abesnedye
CHEKTp CHaJKOBOI MIHJIMBOCTI 1 TEHETUYHY HEMOBTOPHICTH 1HAMBIIIB HaBITh CEpen
HaIaJaKiB oJHOro Oarbka. [Ipw 3arigHeHHI NPaKTUYHO PIBHOMMOBIPHA 3YyCTPId
Oylb-SIKOTO CIIEpMAaTo30i/]a 3 OBYJIHOBAHOKO SHIEKIITUHOIO, IO 1€ MOJBOIOE YUCIIO
MOKJIMBHX BapiaHTIB T€HOTHIIIB TITCH:

2% x 2% =8338 608 x 8 338 608 =
He3anexxHe po3noAuIeHHS TOMOJOTIYHUX XPOMOCOM y MEWO031 JI€XKHTh B OCHOBI
HE3aJIe)KHOTO PO3IICTICHHS CIaIKOBUX O3HAK Y TOTOMCTBA.

2) Obmin OinsAHKAMU HECeCMPUHCLKUX XPOMAMUO 2OMOJIOSIYHUX XPOMOCOM -
Kpocuneogep. Y mpodaszl Meilo3y TOMOJOTIYHI XPOMOCOMHU BCTYINAalOTh B TICHY
KOH'IOTaIfito, KOHTAaKTYIOYd OJHAa 3 OJIHOI CTPOro 1JEHTUYHUMH (TOMOJIOTIUHHMHU)
TITHKaMU. 32 y4acTIO CreliaabHuX (DePMEHTIB 3/IIMCHIOETHCS PO3PHUB 1 IEPEXpEecHe
3'€THaHHA TOMOJIOTIB, Y pe3yJibTaTi 40ro BHHUKAIOTh PEKOMOIHAHTHI XPOMOCOMH,
9aCTKOBO 0AaThKIBCHKOTO, YaCTKOBO MaTEPUHCHKOTO IMTOXOKEHHS.

Yacrora pekoMOiHalil B pe3yibTaTl KPOCHHIOBEPY HMXKYE, HIK B PE3yJbTari
HE3JIC)KHOTO PO3MOJIY PI3HUX Map ToMoJioriB. ToMy o0O3HaKu, KOHTPOJbOBaHI
reHaMu Ti€l % XPOMOCOMH, YCIAJKOBYIOThCS 34€IUICHO (pa3oM), Xxoua 34YEIUICHHS He
€ abcomoTHUM. YacToTa KPOCHMHTOBEPY MPOIOPIIIAHA BIJCTaHI MDK TE€HAMHU.
Koxuuii TeH B HOpMi 3aliMa€ MeBHE MICIIE B XPOMOCOMI - JIOK)C.

biomoriuae 3Ha4YeHHS MEWO3y IMOJSATa€e B IMIATPUMII BHUJIOBOi CTAJIOCTI KiIBKOCTI
XpPOMOCOM IIPH CTATEBOMY PO3MHOXEHHI1, TPOIyKyBaHHI T€HETUYHO HEPIBHO3HAYHUX
rameT 1 CTBOPEHHI FT€HOTUITHOI PI3HOMaHITHOCTI B TIOTOMCTBI.
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Jlekuist 7. 'eHeTHYHI MeXaHi3MH BU3HAYeHHA Ta Audepenuianii crari.
3uenJieHe 3i CTATTIO CIAIKYBAHHS 03HAK

Cmameo - 1e CyKyIHICTh 03HAaK 1 BJACTUBOCTEH OpraHizMy, 1o 3a0e3ne4yoTh Horo
y4acTh y BIATBOPEHHI MOTOMCTBA 1 Iepeaady CHajkoBoi 1HQopmarlii 3a paxyHOK
yTBOpeHHs rameT. CTaTh BJIACTHBA SIK HMXKYMM, TaK 1 BUILIMM OpPraHi3MaM 1 CIaJKOBO
oOymoBieHa. O3HaKH, 32 SKUMU BIIPI3HAIOTHCS OCOOMHU PI3HOT CTATi, HA3UBAIOTHCS
NEPBUHHUMU 1 BTOPUHHUMU CTATEBUMHU O3HAKaAMHU.

llepeunni cmamesi o3naxku — 1e Mopdosoriuai Ta ¢i3i0J0TiuHI OCOOIUBOCTI
opraizmy, SKki 3a0e3meuyloTh YTBOPEHHS TraMeT 1 ix o0'emHaHHs mTig dYac
3amniiHeHHd. Lle BiaAMiHHOCTI B OyJ0B1 30BHIIIHIX 1 BHYTPIIIHIX CTATEBUX OPraHiB
(roHaau, cTaTeBl HUIAXHM, 30BHILIHI CTaTeBl OpraHu (TeHiTalii) y JIOJUHU 1 BUIIMX
TBapHH).

Bmopunni cmamesi o3naku - 03HaKW 1 BIACTHBOCTI OpraHi3My, siKi BIIITParOTh
JIESIKYy JIOTIOMIXHY pOJIb B CTaTeBOMY PO3MHOKEHHI TBapuH (OMEpPEeHHS Yy NTaxiB,
MOJIOYHI 3aJI03U y CCaBIiB TOIIO). [[i BIJIMBOM CTaTeBUX TOPMOHIB Jisl T€HIB, LIO
KOHTPOJIIOIOTh BTOPUHHI CTaTE€B1 03HAKH, MOKE€ OYTH MPUTHIYEHA, B PE3YJIbTATI HOIO
CIIOCTEPITAETHCS nCeB8002ePMAPPOOUMU3M.

VY TBapuH BHACHIAOK HAasBHOCTI MEPBUHHUX CTATEBMX O3HAK CIIOCTEPIraeThCs
PI3HOCTATEBICTh 1 TepMadPOAUTH3M, Y POCIHH - OJTHOJIOMHICTH 1 JBOJOMHICTb.

Crarh 1 cTaTeBi BIAMIHHOCTI € aJaNTUBHUMHU MeEXaHI3MaMH, IO 3a0e3MedyroTh
npoliec KOMOIHATUBHOI MIHJIMBOCTI BCEPEUHI BUY 1 HOTO 130JIAIIIIO.

Cnissionowiennsi cmamell - BIJIHOCHA 4YacTKa YOJOBIYMX 1 KIHOYMX OCOOMH B
nonysuli. Po3pi3HAIOTh nepeunne chniggionowienHs cmameil, SIKE BU3HAYAETHCS
T€HETUYHO MpPHU YTBOPEHHI 3UIOT, 1 8MOpUHHE CHIBGIOHOWEHH cmameli - 3MIHEHE
BHACHIIOK [1i pi3HUX (PaKTOpiB (pi3HA KUTTE3MAATHICTH YOJOBIUUX 1 )KIHOUMUX 3UTOT,
OHTOT'C€HETUYHE MEPEBU3HAYCHHS CTaTl TOLIO) MEPBUHHE CITIBBITHOIICHHS CTATEH.

Haifuacrimie BTOpMHHE CIIBBIJTHOIICHHS 3CYBAa€ThCsl B OIK INepeBakaHHS >KIHOYOI
cTaTi, TOMy IO y 0ararboX BHJIIB YOJOBIYa TeTepOramMeTHa CTaTh Ma€ MEHIIY
KUTTE3IATHICTh. 32 CTaTHCTUKOW, y JoAuHU Ha 100 HOBOHApPOHKEHUX JIBYATOK
npunajgae 106 xyonuukiB, B autsyomy Bimi - 103 xmomuyuka Ha 100 niByatok, y
IOHAI[bKOMY BiIli 1e cmiBBiAHOmEeHHs ctaHoBUTH 100:100, y Bii 50 pokiB - 100
KIHOK Ha 85 4oJoBiKiB, a B 85 pokiB — 100 xiHOK Ha 50 4OJOBIKIB.

['eHeTMUHUMM TPUYMHAMM BIIXWICHb B PO3ILEIUICHHI 32 CTATTIO MOXYTh OYyTH
HEPIBHOMIPHICTh PO3XO/KEHHSI XpPOMOCOM B TaMeTH TeTeporaMeTHOl CTari,
HAsSIBHICTh PEIIECUBHUX JIETaJel y CTaTeBUX XPOMOCOMAaX, HASBHICTh Yy TEHOTHII
I'eHIB, 110 3MIHIOIOTh CTaTh TOIIIO.
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7.1. Buznauenna cmami ma 020 munu

CrtaTh KOHTPOJIOETHCS LIJIOI0 CUCTEMOIO TEHOTHITY, fKa mepeadadae B3aeMOZI0
TEHIB CTaTeBUX XpoMocoM 1 ayrocom. Ilpomec cTaHOBJIEHHS CTaTi € JOCUTh
CKJIQIHUM 1 CYIPOBOJUKYETHCS CHUHTE30M BIJIMOBIIHUX TOPMOHIB, AU(EpEHIIAIIE0
TKaHUH (3apOJKOBOi, COMaTUYHOI, HEPBOBOI ).

Busznauennss cmami - GopMyBaHHS OCOOWMH II€BHOI CTaTi B 3aJIEKHOCTI Bif
KOMOIHAIId TeHEeTUYHUX (PaKTOPIB, JOKATI30BAaHUX B XPOMOCOMaX (ceHemuuyHe
susHauenHsi cmami), a0 BiJ yMOB 30BHIIIHHOTO 1 BHYTPIIIHBOTO CEPEIOBHUINA, B
AKUX (POPMYIOTHCS TAMETH 1 3UTOTH (hpeHomunne GUHAYEHHA cmami).

Po3p13HAI0TH BHYTPIIIHBOKIITUHHE Ta MIXKKJIITUHHE BUBHAYEHHS CTaTI.

Buympiwmnvoknimunne 6usHauenns cmami - TUN BU3HAYEHHSI CTAaTl B KOMax, y
SAKUX BIJICYTHI CTaTeBl FOPMOHU 1 reHu-gudepeHuiatopu crari. Cratb y LbOMY
BUIAJIKy BHU3HAYAETHCS BUKIIOYHO TE€HETUYHOIO KOHCTUTYLIEIO KIITUH OCOOHHH.
Pi3H1 BimxuieHHsS BiJl HOPMH MPU YTBOPEHHI 3UTOTHU 1 MPH 1i MOAUI MPU3BOJUTH IO
2IHaHOpOMOpghi3my — aHOMAJIi CTaTeBOrO0 PO3BUTKY B KOMaxX, KOJHM OJIHA YACTHHA
Ti7a 3a (PEHOTUIIOM 1 HAOOPOM CTAaTEBUX XPOMOCOM € IHOYOKO, IHIIA - YOJOBIYa
BHACJIJOK elMiHalii oHi€] X-XpOMOCOMU IPH MOALUT 3Urotu XX.

Mixcknimunne 8usnauenus cmami - BIACTUBUN CCAaBISM 1 NTaxaMm TUIl BU3HAYEHHS
CTaTl, M0 XapaKTepU3YEThCS HASABHICTIO CTaTEeBUX TOPMOHIB 1 TEHIB, WIO
KOHTPOJIIOIOTH IX CUHTE3.

VY BCiX TBapuH 1 ABOJOMHHUX POCIHH CIIOCTEPITa€ThCS MPUOIU3HO PiBHA KUIBKICTh
OpraHi3MiB YOJIOBIYOi 1 KIHOYOi CTaTi, TOOTO TEPBUHHE CIIBBITHOIICHHS CTaTeH
nopiBHioe 1:1. Ile cmiBBIOHOWIEHHS MOJI0OHE HA PO3IICIUIEHHS B MOHOTIOpPHIHOMY
aHAII3yI0UYOMY CXpELIlyBaHHI, KOJIM OAHAa 3 OAaTbKIBCHKUX (POPM € IreTepO3UTOTHOIO
(Aa), iHImIAa - TOMO3WUIOTHOIO 3a pelecuBHUMHU anensimMu (aa). byno 3po0OrieHo
OPUMYILIEHHS, 10 OJHA 13 CTaTe € TOMO3UIOTHOK (HampHKIaj, KIHOYa), 1HIIA -
rerepo3urorHa (4osiosiua), a6o HaBmaku. Cramicte cHiBBigHOmEHHs 1: 1
CIIOCTEPITAEThCSA 32 YMOBHM YTBOPCHHS PI3HUX TaMeT y PIBHOMY CITIBBIIHOIICHHI,
OJIHAKOBOi HMOBIPHOCTI iX 3arUliIHEHHS, OJHAKOBOi JKUTTE3AATHOCTI YTBOPEHUX
IPH [IbOMY Pi13HUX 3UTOT.

XpoMOCOMHaA Teopis BHU3HAYEHHsS CTaTl BIEpIIE YITKO MOACHWIA, YOMY
HApOJKY€EThCA MPUONM3HO pIBHA KUIBKICTh XJIOMYMKIB 1 JiBYaToK. [Ipu yTBOpeHHI
CTaTeBUX KIITHH Yy Mpolecl PeAyKUIHHOrO MOALTy MeH03y KUIBKICTh XPOMOCOM
3MEHIIYEThCSA BABIYlL. B pe3ynbTaTi ojHA IMOJOBHHA CIIEPMATO30iiB Yy YOJIOBIKIB
orpumye X, iHIa - Y-xpomocomy. Lle BigOyBaeThcs TOMYy, 110 Ha cTafdii MeTtadazu
XpPOMOCOMH YTBOPIOIOTH TMapH, SKi B aHada3l po3XomaThCs B JOYIPHI KIITUHH. Y
KOXKHY JOYIpHIO TaMeTy MOTpaIuise oJHa cTaTeBa XpoMocoMa. Y BCIX ramMeTax »KIHKH
€ 1o onHii X-xpomocoMi. IIpu 31uTTI ramer oJHA TOJIOBUHA SIMIEKIITUH
3aITIAHIOETBCS X-MICTKUM CIIEpMaTo30igqoM (TIpu IIbOMY 3UT0Ta XX Ja€ 00Cco0y
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KIHOYO1 CTaTi), 1HIIA TMOJOBUHA SIMIEKIITUH - Y-MICTKUM crepMieMm (3urota XY
dbopmye dHonoBidy ctarth). OTXe, y JIOAWHU CTAaTh JUTHHU 3aJCKHUTHh BiJ BMICTY
CTaTeBUX XPOMOCOM Yy rameTax Oarbka. Tomy OaTbk, HE BJIOBOJICHI CTaTTIO
HAPOJHKEHOI TUTHUHU, TTIOBUHHI MPEA'IBISATH NMPETeH31i HEe 0 IPYKUHH, a JO CaMOTO
cebe.

[{uTonoriuni JOCIKEHHSI TTOKa3au, 10 B TBAPUH OCOOMHU YOJIOBIYOT 1 KIHOYO1
CTaTl PO3PI3HIIOTHCA 32 HAOOPOM XPOMOCOM. XPOMOCOMH, 33 IKUMHU PO3PIZHIIOTHCS
OpraHi3MH YOJIOBIYOi 1 )KIHOYOI CTaTl, HA3UBAIOTHCS cmamesumu xpomocomamu. Ti 3
HUX, SIKI OJJHAKOBI B OCOOWH YOJOBIYOi 1 JKIHOUYOI CTaTi i € MApHUMHU Yy OAHIET i3
cTaTel, OTpUMalIu Ha3By X-xpomocom. HemapHa crareBa XpOMOCOMA,IIPUCYTHS B
OJIHI€T cTaTl 1 BIICYTHS B 1HIIOI, Ha3BaHa Y-xpomocomoro. T1 XpOMOCOMH, 3a SIKUMH
YOJIOBIYa 1 JKIHOYA CTaTh HE PO3PI3HAETHCSA, HA3UBAIOTHCS aymocomamu. OTXe, B
OyZIb-SIKOTO BUJy OCOOMHU 000X CTAaTel MarTh OJHAKOBI ayTOCOMH 1 OJHY 3 X-
XpoMOcoM. Po3pi3HSIOTHCS K BOHU THM, IO y OJHIET CTaTi € ABI X-XpOMOCOMHU, a B
iHImof - X- 1 Y-xpomocomu. [lig gac maxiTeHH yacTUHA paOHY KOPOTKOTO Tuieda X-
XpPOMOCOMH 1 KOPOTKE Iuiede Y-XpOMOCOMH KOH'IOTYIOTh, 1l PallOHU CTPYKTYPHO
rOMOJIOTTYHI. Y pa3l BUIbHOI peKOMOIHAIlli I'eHiB, JOKaJIi30BaHUX B TOMOJOTTYHHUX
cermMeHTax X- 1 Y-XpoMOcOM, iX TMOBEJIHKa HE BIAPIZHAETHCS BiJ MOBEIIHKHU
ayTOCOMHUX TeHIB. Taki «IceBIoayTOCOMHI» X- 1 Y-3uelieHl reHd NO1McHO Oynu
11eHTudikoBaHi.

["ameTn 0coOMH KIHOYOI CTATI LIOJI0 CTATEBUX XPOMOCOM OJIHAKOBI, TOMY IIO B
pe3ynbTaTi MEHOTHYHOTO MOJUTY KOXKHA SUIIEKIITHHA OTPUMYE OJIHY X-XpOMOCOMY
3 nBox. OcoOM 4ONOBIYOi CTaTi MPOAYKYIOTh raMeTH ABOX TumiB: 3 X- Ta Y -
XpoMocoMOK0. Takl cHepMaro30iid YTBOPIOKOTBCA B PIBHUX KUIBKOCTIX Yy
BIJIMOBIAHOCTI 10 MEXaHI3MY MEHO03Yy.

CraTh, SIKa yTBOPIOE OJHAKOBI raMETH IMOAO CTAaTEeBHUX XPOMOCOM, HA3WBAETHCS
20MO2aMemHuo0, a Ta, iKa MPOAYKY€E TAMETH JIBOX THUIIIB - 2emepocamemHoro.

CrateBi XpOMOCOMHM BIJIPI3HSAIOTHCS B1Jl ayTOCOM MOBEIIHKOIO B Tipodasi I meriosy.
[Tin gac dopmyBannas ramer X- i Y-XpOMOCOMHU CHJIBHO CHIpali3yIOThCS 1 PIAKO
00'eHYIOTHCS B O1BasieHTH. ToMy BOHM B OCHOBHOMY HE ()OPMYIOTh TETPaJIH, X04a B
NEeSKUX TBapvH MiJ yac npogasu I crareBi XpoMOCOMHU YaCTKOBO KOH'IOTYIOTh, IO
BKa3y€ Ha HASBHICTh B HUX IJIGHTMYHHMX AUISHOK, SIKI MICTSATH OJHAKOBI IreHU. Y
3B'I3Ky 3 OCOOJIMBOIO MOBEAIHKOI mMapu X- 1 Y-xpomocoM B mpodaszi I Ta ix
HEMOBHOIO TOMOJIOTHYHICTIO, BOHHM, Ha BIIMIHY BIJI ayTOCOM, HAa3UBAIOTHCS
2emepoxpoMoCoOMamu.

CrareBi XpOMOCOMH JIIOJJUHU BIAPI3HSAIOTHCS BiJ ayTOCOM HE TIIHKUA T€HETUYHO,
a ¥ MHUTOJOTIYHO, TOOTO CBO€K CTpyKTypor. CrareBi xpoMocomu Oarari
HEAKTUBHUMHU JUISIHKAMH - TE€TepOXpoMaTUHOM. Pexyruikamis ix BigOyBaeTbcs
ACMHXPOHHO 3 ayTOCOMaMH (3ami3HIOEThCS), a B TOMOTaMeTHOI cTaTi ofHa 3 X-
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XpPOMOCOM 3a3BHYail PENPOIYKYEThCS IM3HINIE 3a 1HIIMX. Y MEH031 BOHH YacTo
CUJIBHO CIIPaTi3yIOThCS.

VY moauHu Y-XpoMOcOMa CKJIAJA€ThCsl MEPEBAXKHO 3 I'E€TEPOXPOMATHUHY, BOHA
IF€HETUYHO IHEPTHA, HECe Majo AaKTUBHHMX TIEHIB, ajieé BIJIrpa€e BEIHUKY pPOJb Yy
BU3HAYEHHI CTaTi. 3a BIJACYTHOCTI Y-XpOMOCOMHU Ta MHpH OyAb-sKiH KUIBKOCTI X-
XpOMOCOM 0coOMHA (DEHOTUITHO BHM3HAUYAETHCA SIK kiHOYa. HasBHICTE Y-Xxpomocomu
HE3aJIeKHO BIJ] KUIBKOCTI X-XpOMOCOM BH3HA4Ya€ PO3BUTOK YOJOBIYOi CTari.
Hepo3xomkxeHHsT cTaTeBUX XpOMOCOM Yy MEHO031 Ta MOPYIIEHHS T'€HHOTo OanaHcy B
KJIITUHAX JIFOJMHU BUKJIMKAIOTh P13HI CIIAJIKOB1 3aXBOPIOBAHHS.

JIronuHa reHeTnyHO OicekcyanbHa. YOJOBIKM MarTh T'€HH, IO KOHTPOIIOIOTH
BHU3HAYEHHS YOJIOBIYOI CTaTl, HE TUIBKUA B Y-XPOMOCOMI, ajieé B HEBEJIUKINA KIUIBKOCTI
BOHU MICTAThCS 1 B X-XpoMOcoMax, 1 B ayTocoMax. YOJOBIKM MalOTh TaKOX T'€HU
»kinouoi ctati. JKIHKH, SIK 1 YOJIOBIKM, TaKOX MAalOTh TI'€HHM SK JKIHOYOI, TaKk B
HEBEJMKIN KUIBKOCTI 1 4OI0BIYO] cTaTi. PO3BUTOK Ti€l 4 1HIIOI CTATl 3aJIE)KUTH Bl
CWJIH 1 KITBKOCTI TEHETUYHUX BU3HAYHUKIB cTaTi: F (okiHOuMx) abo M (4onoBiunx). ¥
PI3HUX JIOKyCaX XpOMOCOM JIFOJMHU 3HAaXOAThCs Kibka reHiB F 1 M. OnHi reau, 1o
BHU3HAYAIOTh CTaTh, JETEPMIHYIOTh KUIBKICTh 1 CTPYKTYpPY PEYOBHH, SIKl JIIOTh, SIK
eMOpIOHaJIbHI CTaTeBl FOPMOHH, 1HIII - KOHTPOJIOKOTH OyIOBY OUIKIB-pelienTOpiB
X TOPMOHIB TOUIO.

7.2. Ocobnueocmi cnadKyeanns 03HAaK, 34eNnj1eHUX 31 CaAmmio
VY Tomy BUMNAJAKY, KOJU F€HH JOCTIIKYBAaHUX O3HAK 3HAXOJATHCS B ayTOCOMAX,

KUIBKICTh SIKMX OJIHAKOBAa B OCOOMH 000X CTaTell, MpU PELUNPOKHUX CXPEILYBAHHIX
po3suieruieHHs B F2 He 3anexurth Bl crari. Pe3ynbTaTi po3lIEnyieHHs B MPSAMUX 1
3BOPOTHUX CXPEIYBaHHSIX BUSBISIIOTHCA OJHAKOBUMHU.

30BCiM 1HIII pe3yJIbTaTh PO3LICTUIEHHS] B IOTOMCTBI CIIOCTEPIratoThCs TOAL, KOJIU
BUBYAETHCS  CHAJKyBaHHS O3HAKM, UI0 KOHTPOJIIOETbCA TE€HAMHU CTaTeBUX
xpoMocoM. Y moauHu X- 1 Y -XpOMOCOMH PI3KO pi3HI MOP(OJIOTIYHO 1 CTPYKTYPHO:
Y-xpoMocoMa MEHIIIe, Ma€ BEIMKUN TEeTEPOXPOMATHHOBUN paiioH 1 Y-crenudivni
HYKJICOTHUIHI TOCIIIOBHOCTI. Y 3B'SI3KYy 3 IIUM TI'€HH X-XpOMOCOMH, 3a PiJKICHHM
BUHATKOM, HE MAaTh CBOiX aJ€JbHUX KoM B Y-XpOMOCOMI, IO CIy>XHTb
IPUYHUHOIO FEMIZUTOTHOCTI YOJIOBI1YO1 CTATI.

l'emizucomnicms - BUNANIOK, KOJIK B XPOMOCOMHOMY HAa0Opi OCOOMHHU € TUIBKHU
OJlHA 3 IapHu FOMOJIOTIYHMX XPOMOCOM, OJIHA CTaTeéBa XpoMocoMa abo mapa pi3HUX
cTareBUX XpoMmocoM. OTxke, Taka 0COOMHA 3a '€HaMHU CTaTEBUX XPOMOCOM HE MOXKE
OyTH aHl TOMO-, aHI T€TePO3UTOTHOW. ['eMI3UrOTHUMHU 3a TeHaMH X-XPOMOCOMH €
ocobu rereporametHoi ctati (XY ta XO).

VYHacnigok Toro, o0 B reTeporaMeTHol crari OUIbIIICTh FeHIB X- 1 Y-XpOMOCOM
3HAXOAUTHCS B TEMIZMTOTHOMY CTaHI, PELECUBHI O3HAKH, KOHTPOJIbOBaHI TI'€HAMHU
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CTaTEeBUX XPOMOCOM, y T€TepOraMeTHUX 0Ci0 3/1aTHI MPOSBIATUCA. Y TOMOTaMETHOI
K CTaTl pelecHBHI TeHW 3a3BUYail (EHOTHIIHO HE BUSBISIOTHCSA, OCKUIBKH
JIOMIHAHTHI aJielll [IUX I'€HIB 3HAXOSAThCSI B TOMOJIOTTUHIN X-XpOMOCOMI.

O3Haky, M0 KOHTPOJIOOTHCS TE€HaMHM cTareBUX X- abo Y-XpomocoMm,
HA3UBAIOTbCA O3HAKAMU, 34enieHumu 31 cmammio. Y JIOJWHA HU3Ka O3HAK
(remodimisi, arpodiss 30pOBOTO HEpBa, MAIBTOHI3M Ta 1HII) 34YemieHl 3 X-
XxpoMocoMor0. B Y-xpoMocomi JI0uHY € TIISHKH, TOMOJIOTTYHI X-XpOMOCOMI, TOMY
MO>KJIMBI YaCTKOBA KOH'IOTallis Ta OOMIH HIISHKAMH, 1[0 BHOCHUTD JEAK] BIAXUJICHHS
BIJl THUIIOBOTO CHAJKyBaHHS cris-cross (XpecT-HaBXpECT), KOJM O3HAaKU MaTepi
nepenaloThCsl CHHAM, a O3HaKU OaTbKa - JOYKaM:

XaXax XAY — 1XAX: 1X2Y
HaBenemo mpukian cnajkyBaHHS O3HAKM, 34YEIUJICHOI 31 CTATTIO. Y JIOJMHU TaKUM
YUHOM YCITaJIKOBYEThCA TemModiisa. PeriecuBHUN T€H, KU KOHTPOJIOE reMOoiiio,
3HaXOOUThCS B X-xpomocomi. I'omosurotn 3a mum remom (X"X") nmerampui Ha
eMOpioHanbHil cTanii, a rereposuroTHi xinku (X1X), € Hociamu xBopoOu; YonoBiKK
CTpaKIaroTh Ha remodiniro, axmo ix X-xpomocoma Hece anens h (X'V). 3anexno
BiJl TEHOTHIMIB YOJOBIKIB 1 JKIHOK y NII001 MOMJHMBI Pi3HI CXEMH CIaJKyBaHHS
reMoiii:
1) XHXHx Xhy — XHXh: XX XY XHY
2) XHXhx XY — XHXH: XHXP : XPY : XY
3) XHXhx XhYy — XHXD: Xhxh . XY Xhy
['enu, 10 3HaXOAATHCS TUIBKH B Y -XpOMOCOMI, BU3HAYAIOTh 20IAHOPUYHI O3HAKU, IO
NepelarThCs Bl OaThbka CHHOBI (HalpUKIAd, CHHIAKTWIIS - MEpPEeTUHYACTI
3pOIIEHHS IPYTOro 1 TPEThOro MaJbLIB HOTH, MIIEPTPUXO03 BYX 1 1HII).

Akmo reHn X-XpOMOCOMHM MalOTh ajeidi B Y-XPOMOCOMI, CHOCTEPIraeThbCs
CNAOKYBaHHs, 4acmKo60 3ueniene 31 cmammio. 1Ipu 1IbOMY pEIIECCUBHUN aJliellb
MPOSIBJISIETHCS JIMIIIE B pa3i TOMO3UTOTHOCTI MaTepi abo Oarbka. LlikaBo, mo mpwu
CXpellyBaHHI PEIECUBHUX 1 JOMIHAHTHUX TOMO3HUTOT 3a JIAHUM T'€HOM uepe3 OJHE
MNOKOJIHHS ~ CIOCTEPIraTUMEThCSl  MOsiBa  AHAJIOTIYHUX  TOMO3MUIOT, CTaTeBa
NPUHAJIEKHICTh AKUX Oy/I€ TaKOI0 X, K 1y 0aTbKIBCBKHX (hOpM:

P: XXX XAYA — Fi: 2XAX?: 2X2Y A

Fi: XAX? x X2y A

Fo: XAX®: XoX2: XAY A Xay A
Takum YWHOM, SIKIIO TIEBHHM I'€H 3HAXOJIUTHCS K B X-, TaK 1 B Y-XpoMOcCOMi 1 €
MPUIMHOIO CITAJKOBOI XBOPOOM B T'OMO3WTOTHOI MaTepi, TO XBOpoOa MOXKE 3HOBY
3'SIBUTUCS Yepe3 MOKOJIHHA 1 TUIBKH B OHYYOK. Y JIIOJMHU TaKd XBOPOOH, K pak
IIKipH, 3arajibHa KOJIbOPOBA CIINOTA YCMAaIKOBYIOTHCS CaMe 3a TaKOI0 CXEMOIO.

Crit po3pi3HATH TaKOXK 03HaKu, 3anedicHi 6i0 cmami. CriaIkyBaHHsI TaKUX O3HAK
KOHTPOJIIOEThCS CTATTIO; XapaKTep iX JOMIHYBaHHS B T€TE€PO3UTOTI 3aJEKHUTh BiJ
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craTi ocoounu. Tak, ToW caMuii ajiesib Moke OyTH JTOMIHAaHTHUM B OCi0 OfHI€T cTaTi 1
pELECUBHUM - Yy TPOTHIEKHOI cTarTi. [IposiBNEeHHs 3aleXHUX BiJ CTaTi O3HaK
BU3HAYAETHCS CHEUU(DIUHOIO NI1€0 YOJOBIYMX 1 KIHOYMX CTAT€BUX TOPMOHIB. Tak
YCHAJKOBY€EThCSI OOJIMCIHHSA YOJOBIKIB: T€TEPO3UTOTHI 32 reHoM oOauciHHsa (0o) 1
rOMO3UroTHI (00) 4O0JIOBIYlI OCOOMHM JHCi, a reTepo3uroTHi xiHoui (Oo) - HI.
JlomMiHyBaHHS B IIbOMY BHIMAJKy BHU3HAYAETHCS KUIBKICTIO YOJIOBIYMX 1 >KIHOUMX
CTaTeBUX TOPMOHIB Y KPOBI.

Cepenl BTOPMHHHUX CTaT€BUX O3HAK BUAUIAIOTH O3HAKU, OOMEMCeHi cmammio.
['enetnuny iHGOpMaIliI0O PO HUX HECYTh ayTOCOMHU a00 cTaTeBl XpOMOCOMH 000X
cTareid, ane (PEHOTHITHO 1i O3HAKU MPOSABISAIOTHCS JHIIE B OfHiel cTaTi. Tak, Ouku
HECYTh TI'€HH, 0 BU3HAYAIOTh >KUPHOMOJIOYHICTb, MIBHI - T'€HH HECYYOCTI, aje
IPOSBIISIIOTHCS BOHU TIIBKU Y CAMOK, Y CaMLIIB Il T€HU HE aKTUBHI.

7.3./l0306a Komnencauia 2enie cmamegux xpomocom. Cmameeuii Xxpomamun

[Ipn BUBYEHHI eKCIpecii TEHIB, JIOKATI30BaHUX Y CTaTEeBUX XPOMOCOMaX,
TOJIOBHOIO MPOOJIEMOIO 3aJUIIANOCS MUTAHHS, SIKUM YUHOM JIiIOTh T€HW 1 TeHHI
OPOJAYKTH Ha AUQEpEHIIAII0 Cleliali30BaHuX TKAaHUH OpPTraHi3My B eMOpioreHesi,
Ha (hOpMYBaHHS T€HEPATUBHOI TKAHWHH.

He3Bakaroun Ha Te, 1110 B OUIBIIOCTI BHAIB KJIITHHHM KIHOYOI CTaTl MarOTh JIBI X-
XPOMOCOMH, @ YOJIOBIYOi - JIUIIE OJHY, & TAKOXK 10 X-XpOMOCOMAa MICTUTH OljIbIIe
150 reniB, a Y-XxpoMocoMa I€HETUYHO 1HEPTHA, PIBEHb EKCIpecii 3uerieHnx 3 X-
XpPOMOCOMOIO T€HIB y CaMIIiB 1 caMOK Maiike oaHakoBwil. Lle o3Hauae, mo icHye
TEHETUYHUN MEXaH13M KOMIICHCAIIl1 031 T€HIB, 3a1eKHUMN Bl X-XpPOMOCOMH.

VY nnaneHTapHUX CcaBliB (HAPUKJIIAJ, MUIII, KIIIKH, JIOJAUHU) J1030Ba KOMIIEHCAIT1s
TeHIB  CTaTeBUX  XPOMOCOM  3JIMCHIOETBCA 32  pPaxyHOK  1HAKTUBAIlii
(reTepoxpomMarusanii) oJHi€l 13 ABOX X-XpOMOCOM. 3aBISKH LIbOMY 1HAKTHBOBaHA
X-XpoMOcOMa CaMOK IMpeACTaBieHa B 1HTep(}A3HUX sIpaX COMATUYHUX KIITUH Yy
BUTJISIZII IHTEHCUBHO 3a0apBieHOTO 3a (DeabreHOM TUIBIS, 10 3HAXOAUTHCS Ol
snepHoi o6ononku, mictuth JJHK ta PHK, BHsSBIeHe B HepBOBHX, emiTeaiaJbHHUX
TKaHWHAX, TJaJKUX M'A3aX, B opraHax (mediHka, ceplie, IIKipa), 3aJI03u XpeOeTHUX
(ccaslii, nTaxu, JOJIUHA), Yy 0€3XpeOeTHUX, Y pociuH. Lle Tiable oTpumano Ha3By
cmamesuti xpomamun ab0 minoye bappa, Buepiie BusBiaeHo B 1949 poui M.bappowm i
Y.beprpamMoM nipu BUBYEHHI HEHPOHIB KilIKK. BOHO mpuCyTHE y OaraThboX TBapuH 1
3aBK/IM TUJIBKU B OCOOMH K1HOYOT CTaTI.

VY XxpebeTHUX 1 JIIOJMHU CTaTeBHM XpPOMATHH 3'ABIISIETHCSI B PAHHBOMY OHTOTI'€HE31
Ha CTajii racTpyiiu, aje paHile po3BUTKY roHaja (ctareBux 3ano3). Ha ioro
Jokamzanio, GopMy 1 CTpyKTypy HE BIUIUBAIOTH CTAaTE€Bl TOPMOHH, OTXKE, TUIBIIE
bappa He € BTOPMHHOKO CTaTE€BOIO O3HAKOK. TaKMM YMHOM, CTaTEBUM XPOMAaTHH B
1HTEeppa3HUX Aapax 00OyMOBIEHUH CHipali3ali€ero OAHIET 3 X-XpOMOCOM, 1HAKTUBALs
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AKOI € MEXaHI3MOM, III0 BHUPIBHIOE OaJlaHC TEHIB CTATEBUX XPOMOCOM Yy KIIITHHAX
caMIIiB 1 caMOK (TOOTO 1€ OJIMH 3 MEXaHi3MIB JI030BOT KOMITIEHCAIIii TeHIB).

YV 1961poui anrmiiceka npociaiaaunsg M.JlaliloH  BucyHyna — rimore3y Ipo

MEXaHI3MM 1HaKTUBALli 0JIHI€T 3 X-XpOMOCOM KJIITHH >KIHOYOTO OopraHizmy. OCHOBHI
[IOJIOKEHHS 111€1 TIITOTE3U TaKI:
1) onna 3 nBOX X-XpOMOCOM KJIITHH >KIHKA HEAKTHBHA; 2) HEAKTHBHA XpPOMOCOMA
MOKe OyTH 0aThKIBCHKOTO a00 MAaTEPUHCHKOTO MOXO/KEHHS (TOOTO OTpMMaHa Bij
Oatbka abo Big Marepi); 3) iHAKTUBAIIS X-XpPOMOCOMHU BifIOYBa€ThbCS B PAaHHBOMY
emOpiorenesi 1 30epiraeTbCs MiJ 4Yac MOJAIBIIOTO PO3MHOXEHHA 1 PO3BHUTKY
KJIITUHHOI JIHIi.

Cepi€ro eKCHepUMEHTAIbHUX JOCHIPKeHb L TirnoTe3a Oyjia MiATBEpAKEHa.
MatepuHChKi 1 OaTbKIBCbKI XPOMOCOMH CaMOK IHAKTHUBYIOTHCS B PI3HUX KIIITHHAX
eMOpioHa 3a 3aKOHOM BHUITIaJIKOBOCTI. ToMy 0COOMHHM JKIHOYOT CTaTi, FT€TEPO3UTOTHI 3a
reHamMu X-XpOMOCOMH, € MO3aiKaMH: Y Pi3HUX KJIOHAX KIITHUH €KCIPECyIOThCS Pi3HI
aneni rerepo3urotd. [IpukiagoM MOXYTh CHYXKHTH KIIIKM 3 YepernaxoBUM
3a0apBIEHHSAM, SIKI MAlOTh MO3aiKy IIEPCTI 3 YOPHHUX 1 KOBTHX IIAM. Komensta —
caMiIli BiJi TaKMX MaTepiB 3aBXKJIU abO >KOBTI, a00 YOpHI — EKCHPECYIOThCA a00 T'eH
yellow coat (Cy), a6o ren black coat (CB). Ilnamucre depemnaxoBe 3abapBiieHHS
kimok (resotunn CYCB) o0yMoBiieHe BUIIAJKOBOIO 1HAKTUBALIEID X-XPOMOCOMHU B
paHHbOMY Tiepioai po3BUTKY. KJIOHM KIITHH, 10 BUHUKIM TPHU IO KIITHHUA 3
iHaktuBoBaHUM aiienem Cy, OyayTb dopHuMu (excrpecyerbes reH CB), a miusimMu
’KOBTOI IIEPCTI BUHHUKAIOTh BHACTIJOK PO3MHOXEHHS KJIITUH 3 1HAKTUBOBAHUM
amenem CB.

JKiHKH, TeTepO3UroTHI 3a reHaMu X-XpOMOCOM, TeX € Mo3aikamu. Hanpukian, y
KIHOK- T€TEePO3UTOTHUX HOCIIB 3YETNIEHOIO 31 CTAaTTIO PELIECMBHOIO I'€Ha aHT1IpO3HO1
ekrojepManbHoi  aucmiaszii - (cunapom Kpicra - CimeHca), mo 00yMOBIIOE
BIJICYTHICTh 3y0iB 1 IOTOBHX 3aJ103, 1151 MyTallisl IPOSIBISETHCS JIUIIE B ISSIKUX MICIIX
IIesen 1 MoBEpXHi IMKipy (Mo3ainu3M). Bigomi KIHKK - MO3aiku 3a €0 TEHiB, M0
KOHTPOJIOIOTH (PYHKITIIO PEpPMEHTIB, (aKTOPIB 3TOPTAHHS KPOBI1 Ta IHIIII.

CrareBuil XpoMaTHUH MPUCYTHIN B KIITHHAX PI3HUX TKAHWH TUTBKH OCIO K1HOYOT
CTaTI Ta JIIle Npu XpoMocoMHuX aHoMmanisax (XXVY, XXXYV) - B KJIITUHAX YOJIOBIKIB.
HagiTh sikio B XKIHOK B siApl KIITHUHM JEKUIbKa X-XpOMOCOM (JeKUIbKa TiJIeIb
bappa), akTHBHOIO 3aJIMINIAETHCS JIUIIEC OJTHA X-XpPOMOCOMA; BOHA 1HAKTHBYETHCS HE
BCS, YaCTHMHA KOPOTKOTO IJIe4a 3IUIIAETHCSA TEHETUYHO aKTUBHOIO.

[HakTHBaliss X-XpOMOCOMH B TIEBHIN Mip1 3aJICKHUTH Bij CTali KJIITUHHOTO IUKITY
1 (1310JI0TIYHOTO CTaHy OpraHi3My. 3a HasBHICTIO 3aiiBOTO a00 BIACYTHOCTI TUIBIIS
bappa B ximitTrHaX OyKajabHOTO E€MITENII0 CIM30BOi 00OJOHKU (POTOBOI MOPOKHUHH)
MOXHA JIIarHOCTYBAaTH JEsAKl BUIU CHAJAKOBHUX 3aXBOpIOBaHb (Hampukian, 47, XXV
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a6o 48, XXVYV - xknacuunuit cunnpom Knaitndensrepa, cunapom lllepemescrkoro -
Tepuepa - kapiorun 45, XO).

VY nonimninoigHUX KIITUHAX KUIBKICTh TUICIL CTAT€BOTO XPOMAaTHUHY BIJNOBIAA€
wioigHocTi. 3a popmyinoro ['apanepa, kinpKicTh Tiiens bappa B=X-P /2, ge X -
guciao X-xpomocoMm, P - cTymiHp IJIOIAHOCTI KJIITHHH. Y  3BUYANHUX,
HETOIIUIOTHUX KIITHHAX KUIBKICTh TIJIEIb CTATEBOIO0 XPOMATHHY JOPIBHIOE YHUCITY
X-xpomocom minyc oauauIs (B =X - 1).

MexaHi3M i1HaKTHBaIli X-XpoMOCOMH He 3'scoBaHMid. Bimomo, 1o B apo3odinm
OpU J030BOI KOMIIEHCAIll PEryJlo€TbCcs HE AaKTUBHICTh ycCiel X-XpOMOCOMH, a
KO)KHOTO T€Ha OKpeMo. SIKIIO TeH ayTOCOMH MepeHecTH B X-XpOMOCOMY, TO
peryisuisg Moro akTMBHOCTI 1O TUITy KOMIIEHCAllli A03M He crocTepiraerbes. OTxe,
el MexaH13M peryJiiii cnenudiuauil caMe JJis TeHIB CTaTeBOi X-XpOMOCOMHU; HOTO
MOSICHIOIOTh HASIBHICTIO TMIIOTETUYHOTO I'€HA - KOMIIEHCATOPa B X-XPOMOCOMI, SIKHIA
HE MiIAETHCS JI030Bi KOMITEHcallii 1 00yMOBIIIOE CHHTE3 1HTIO0ITOpa TPAHCKPHUIIIIIT
reHiB X-xpomocomu. Yum Oinmbine X-XpoMOCOM, THUM OUIbIIIE CHHTE3YEThCS
1HT101TOpa 1 TUM HM)KYE€ aKTUBHICThH BIANOBIJHUX I'eHIB. BUeHI NMpUIyCcCKarOTh TaAKOX
ICHyBaHHSI ayTOCOMHOTO KOMIIEHCaTopa, II0 3abe3ledye CHHTE3 aKTUBATOpa
TPAHCKPUILIi FeHIB X-XpOMOCOMH.

7.4.Po3éumox cmami ma ii nopyuieHHsA @ 1100UHU

VY noauHM 3a BU3HAUEHHSM CTaTl ciifye ii odugepenyiayis, ToOOTO PO3BUTOK
cTaTeBUX BiAMIHHOCTeW (popMyBaHHS TOHAJA; AaHATOMIYHUX, (Hi310JIOTIYHUX,
O010XIMIYHUX MEXaHI3MiB, 1[0 3a0€3MeUyI0Th CXpEIIyBaHHS OCOOMH 000X cTaTei).
OcCkUIbKM  OpraHi3M JIIOAMHU OlCeKCyaJdbHUM, 3apOJAKOBI TOHAAM €MOpIOHIB
BUSABISIIOTBCA 1HAU(EPEHTHUMU B CTAaT€BOMY BIJHOIIEHHI Ta CKJIAAAIOThCA 13
30BHIIIHBOTO IIapy TKAHUHU - kopmekca (cortex) (B mporiect audepeHuiarii 3 Hboro
PO3BUBAIOTHCA XKIHOYI CTATEB1 OPraHM) 1 BHYTPIIIHBOTO apy - medyau (medulla),

3 SIKOrO pPO3BHBaIOThCA ciM’siHUKW. [lim wac audepenmiamii crati BigOyBaeThCs
PO3BUTOK OJIHOTO 3 IIAPIB FOHAJ 1 MpUrHIYeHHs iHIIoro. Llel mpoiec perymoeTbes
CTaTEBUMHU FOPMOHAMHU, SIK1 BUIAUISIOTHCS €HIOKPUHHUMU 3aJI03aMH Ta 3apOJKOBUMH
roHagamMu. PiBeHb TOPMOHAJIBHOI CEKpelli KOHTPOIIOEThCA OajaHCOM TEHIB.
[TepeBakanHs reHiB-AUEPEHLIATOPIB YOJIOBIYOI CTATI MPU3BOAUTH A0 IMiABUIIEHOI
CeKpelli 4YOJIOBIYMX CTaTeBUX TOPMOHIB 1 A0 (OpMyBaHHS 4YOJIOBIYOI CTarTi,
nepeBakaHHs KIHOYHUX TOPMOHIB - 10 PO3BUTKY *KIHOYOi cTaTi. BiAnoBiAHO 10 1bOTO
y 4OJIOBIYOi CTaTi MeAyJispHa TKaHWMHA pPO3BUBAETHCA IIBHUILIE 1 MPUTHIYYE
TISUTBHICTh KOPTUKAIBHOTO IIapy. B pe3ynbrari 3auaTkoBa roHajia IepeTBOPIOETHCS B
CIM’SSHUKH. Y IKIHOYO1 CTaTl KOPTEKC NPUTHIYYE PO3BUTOK MEAYJId 1 3 HBOTO
YTBOPIOIOTHCS KIHOY1 TOHAIN - SEYHUKHU. BiAMmOBIIHO 10 1IbOTO AU(DEPEHIIIOITHCS 1
cTareBl HUIAXU. B 0coOMH 4ONIOBIYOi CcTaTi HAa pPaHHIX CTaAisIX eMOpiOHaJIBLHOTO
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PO3BUTKY TEpEeBaka€ 40JIOBIYa TOPMOHAIIbHA PEUOBUHA - Med)YIapiH, a B )KIHOUOTO —
KOPMUKATbHULU 20OPMOH.

[Monanpma maudepenmianis crati, 30KkpemMa (opMyBaHHS BTOPUHHHUX CTaTEBUX
O3HAK, TaKOXX TPHUBA€E 1] BIUIMBOM TOPMOHIB. ['OpMOHUM - 1€ TI IHCTpYMEHTH, 32
JIOTIOMOT OO SIKUX T€HU 3apOJKa HANPaBISIOTh HOT0 CTATEBUI PO3BUTOK.

VY nroauHu crareBa nudepeHitiaiis eMOpioHa MOYMHAETHCS 3 YTBOPEHHS roHa. Y
O-TIDKHEBOTO eMOpioHa JIOBXXKHMHOKO 12 MM cTarh Iie HE IOMITHA, TOHAJHW 30BHI
OJIHAaKOBi. Y 3apojika JOBXKHMHOIO 13 MM MpOSIBISIOTHCS TEPI O3HAKK YOJOBIUUX
roHaJ - CIM'AHMKIB. ['OHaau xiHOYOro eMmOpioHa MU(EPEHUIIOITHCA B SIEYHUKU Ha
TWXKIEHb mi3Hime. B 12-TwkHeBomy Billl cTath eMOpioHa JIOAMHU J00pe
PO3PI3HAETHCS.

Ha xpomocoMHOMY piBHI CKJaJ XpPOMOCOM siipa BHU3HA4Ya€ CTATEBY
nudepeHIiiaiio roHaj, sSKi po3BUBAIOTHCS a00 B CIM’SHUKU (MPU XPOMOCOMHOMY
ckiazi 3urot 2A + XY) abo B sieuHUKH (MPU XPOMOCOMHOMY THII BU3HAYEHHSI CTATI
2A + XX). CiM’SHUKH TPOAYKYIOTh TECTOCTEPOH, Yy IbOMY BHUMIAAKYy PO3BUTOK
TPUBAE 32 YOJIOBIYMM THUIOM. |HIIMN TOPMOH CIM'SSHUKIB - X-(QakTop HpHUTHIYYE
PO3BUTOK sI€YHUKIB 1 (pasiomieBux TpyO. OTKe, pO3BUTOK CiM’SIHUKIB 1 MPOAYKIIisS
YOJIOBIYMX TOPMOHIB - PE3YJIbTAT €KCHPECii F'eHIB Y -XpPOMOCOMM.

P03BUTOK 3UTOT 32 YOJOBIYMM THUTIOM MOXJIMBHIA JIUIIIE 32 HASSBHOCTI 3YETUICHOTO 3
X-xpomocomoro reHa (Tfm+), skuii KOHTpOJIIOE YTBOPEHHS 3B'SI3yIOYOrO
TECTOCTEPOH OlJIKa, 110 3HAXOJUTHCS B LIMTOIUIa3M1 KIIITHH, SIK CaMIIiB, TaK 1 CAMOK.
Ile#i 610K BUKOHYE (YHKINIO pPEryasTOpa, SKUH AaKTUBI3YyETHCS, 3B'SA3YIOUH
TeCcTOCTepOH. KoMIulekc OUIOK-TECTOCTEPOH BXOJWUTh B PO 1 aKTUBI3Y€E TI'€HH,
BIJMOBIJANBHI 3a Au(epeHIlalilo KIITUH 3a 4YOJIOBIYMM TUIOM. biulok rena, mio
BH3HAYa€ YOJOBIUY CTaTh B Oprasi3Mi, npuennyerbcs no mojekynu JHK 1 3merka
«3ruHaey» ii B noTpiOHoMy HanpsaMky. I3 3irmyroi JJHK He moxke TpanckpuOyBatucs
PHK, 1 ne 3ynunsie BUpOOHHMIITBO OUIKa, BIAMOBIAAJIBHOTO 3a PO3BUTOK >KIHOUMX
CTaTEeBUX OPraHiB.

BBeneHHs TeCTOCTEPOHY B 3apOJIOK TeHOTHUITY XX a00 B KacTpoBaHi 3apoAku XY
BUKJIMKA€ PO3BUTOK BCIX BTOPUHHUX CTaTeBUX O3Hak camis. OpHak dyepes
BIJICYTHICTh X-()akTopa y TakuX €MOpIOHIB PO3BUBAIOTHCS HE TUIBKM YOJIOBIYl, a i
’KIHOY1 CTAaTeB1 OpraHu, 10 MPU3BOJIUTH 10 TepMadPOAUTUIMY.

HailiBaxxnuBile 3HaY€HHA ISl €KCIpecii TeHIB Y-XpOMOCOMHM Ma€ JTOMIHAHTHUUN
reH sex-reversed (Sxr). HasBHICTb reHa Sxr y X-XpoMOCOMIi IPU3BOJIUTH 10 TOTO, 1110
3UroTH XX pO3BHUBAIOTHCA 32 YOJOBIYUM THUIIOM 3 YTBOPEHHSM CIM'STHUKIB.
CnepMaroreses B IIbOMY BUMNAAKY BiACyTHIH. Taki camini € mo3aikamu o0 GyHKIIii
TeHIB, 3YCIUICHUX 31 CTaTTi0. AHOMajbHa X-XpOMOCOMa, XapaKTepHa I CaMIIIB
XXSxr, BUHUKA€ BHACIIJIOK TEHETUYHOI peKoMOiHali MK XxpoMocoMamu X 1Y.
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3aranpHa cxema TMOJINA, MO BiOYBalOTHCS Yy CCaBIIB Yy MpPOIECi BU3HAYEHHS
NEPBUHHUX 1 BTOPUHHUX CTAaTEBUX O3HAK, MpeJicTaBieHa Ha puc.10.

Komrureke
XpOMOCOMHE BU3HAYECHHS ou1ok Tfm- BU3HAYECHHS
BU3HAYCHHS — OUTOK SXr —> TOHaJ TECTOCTEPOH 3apOJIKOBUX
qyoJjioBiuoi  (X-Y-aHTHUT€H) Y40JI0BI4YO1 > xmiTHH

ctati (XY) cTaTi

ComarunuHe (BTOPUHHE)
BHU3HAYEHHS YOJIOBIUOI CTaTI

Puc. 10. - [TocnigoBHICTh TTOAIM TPU BU3HAYEHHI YOJIOBIYOI CTAaTi B CCaBIliB

3MiHa aKTMBHOCTI TOPMOHAJIBHOI CEKpeIlii TO OJHI€T, TO 1HIIOI CTaTi MPU3BOIUTH
70 PO3BUTKY IHTEPCEKCYalbHUX (OpM, SKI HA3UBAIOTHCA 2epmappooumamu.
I'epmadpoauT - 11e ABOCTATEB1 OPraHi3M, y SKOTO YTBOPIOIOTHCS 1 YOJIOBIUI, 1 XKIHOYI
cTaTeBl KJIITUHU (raMeTH). [HO/1 ICTUHHY CTaTh JIIOAMHU BU3HAYUTHU HEJIETKO.

Y 1936 poui nepemoxnung XI Onimmiagm B Oiry Ha 800 M BuUsIBUJACA
repmadpoautom. Konu B Hel BUJAINMIIN SIEYHUKH, BOHA TIEPETBOPHIIACS B YOJIOBiKa. 3
FOTO 4Yacy Iepe] 3MaraHHAMH BHU3HAYA€TbCS ICTUHHA CTaTh CIOPTCMEHA 3a
HAsBHICTIO cTareBoro xpomatuHy. Oci0 i3 MPOMDKHOI CTaTTIO (repMadpoJIUTiB,
IHTEPCEKCIB) MOXHA TOIIJTUTH HA HACTYIIHI TPYIIN:

1) cpaBxHi repmMadpoaWTH, SIKI MAalOTh YOJIOBIUI 1 KIHOYI CTAaTeBl 3aJIO3W.
Cepen HHX, B CBOIO YEPTry, MOKHA BUJLIIUTH TPU IPYIIU:

a) repMapoIUTH, B SIKUX HA OJIHIM CTOPOHI SI€UHUKHU 1 CIM’SIHUKH, a Ha THIINA -
TIJIbKU MIPOTOKU CTAaTEBUX 3a5103; 0) repMadpoAUTH 3 JBOCTOPOHHIMU CIM’STHUKAMHU
1 S€YHUKAMU; B) TepMapOAUTH, B IKUX Ha OJHINA CTOPOHI SI€YHMK, a HA 1HILIH -
CIM’STHUK.

2) repMapOIUTH TUTBKH 3 CIM STHUKAaMU - TICeBAOTepMadpPOIUTH.
3) repmadpoAUTH TIIBLKH 3 SEYHUKAMH - TICEBAOTepMadpoIuTy.

OCHOBHI MPUYMHM BUHUKHEHHS TepMappoauTHU3My JOCI HE BHUSCHEHI.
I'epmadpoaut moxe popmyBaTHcs 1 32 HOpMAIBHUM HabopoM xpoMocoM (XX abo
XY). Cryniap repMadpoAuTH3My TaKOXXK BHU3HAYAETHCS CHUJIOKD TE€HETHUYHUX
nerepMiHanTiB ctati F ab6o M. Xpomocomui mnepeOyaoBu (abeparii) sk
NEPIIONPUYNHA IHTEPCEKCYalbHOCTI B TBapUH HE omucaHi.  IcHye aymka, 1o
IHTEPCEKCYaIbHICTh € CMaJIKOBOIO 03HAKOIO.

OTxe, B NIOAMHU TeHU-AU(PEPEHIIIATOPU KIHOYOI CTaTl JIOKANI3YIOThCS TOJIOBHUM
YUHOM B X-XpOMOCOMI, a 4YOJoOBi4l - B Y-XpoMocomi 1 B ayrocomax. Xoya Y-
XpOMOCOMa JIIOJIMHU MICTUTh T€HH, 1110 PETYJIIOIOTh YTBOPESHHS CTPYKTYP CiM'sTHUKIB,
Taki CTPYKTYPU MOXYTb, MaOyTb, PO3BUBATUCA 1 MPHU BIACYTHOCTI Y-XpOMOCOMH,

91



OCKIJIbKM T€HU-TU(EpPEHIIIaTOPU YOJIOBIUOI CTaTI MPUCYTHI TaKOXK B ayrocomax. Lls
KOHIICMIIisl M1ITBEPIKYETHCS TUM, 1110 B CBUHEU-IHTEPCEKCIB 13 )KIHOYUM F'€HOTUIIOM
TaKoX OyJIM NPUCYTHI 1 CIM’SHUKA. Y HHUX 3a BIICYTHOCTI Y-XpOMOCOMH
pPO3BUBAIOTHCA CIM’SSHUKM B PE3yJbTaTi Jdii ayTOCOMHHUX YOJIOBIYMX T€HIB-
nudepeHiiaTopiB crati. TakKuM YMHOM, OCHOBHOIO MPUYMHOKO TMOSIBU 1HTEPCEKCIB,
HMOBIpHO, € 0OMEXEHUN CTATTIO PELIECUBHUN T'€H 1HTEPCEKCYabHOCTI B TOEIHAHHI1
3 ayTOCOMaJIbHUMH FeHaMHU-MOAu(iKaTOpamu.

[HIMMMY TOpYIICHHSIMU BU3HAYCHHS Ta AUdepeHIfiaii cTaTi y JI0JUHU (a TAaKOXK Y
Opo30(IM) € HasIBHICTb y MOMYJSAUIAX TE€HETUYHUX HaJACAMIIB 1 HAJACaMOK.
«HaguonoBiku» MaroTh KapioTUN 3 HAAJUIIKOM cTareBux xpomocoM (XXY, XXYY,
XXXY), «namkiakm» - XXX (Tpucomis - X), XXXX. V 11oAuHM ICHYIOTh Pi3HI 1HIII
dbopMH TOPYIICHHS CTaTEBOTO PO3BUTKY, HANPUKIAM, 2iHeKoMAacmis - CUIbHUN
PO3BUTOK MOJIOYHUX 347103 Y YOJIOBIKIB.

Bimoma marosorisi, Mo CrocTepiraeTbes B KiHOK 3 XY- HA0OPOM XPOMOCOM, sIKa
HA3UBAETHCS MeCMUK)IApHO eminizayiero. Takl *KIHKM O€3IUTIIHI, € )KIHKaMH 32
30BHIIIHICTIO, aJl€ 4YOJIOBIKAaMU 3a KapiotunoM. Cyasud 3a YHCICHHUMH
CBITUEHHSIMU, OJIHIEIO 3 TAKUX XKIHOK OyJjia aHTJlcbKa KoposieBa €I13aBera, siKka He
BUXOJMWJIA 3aMikK, HE MaJla CIAJKOEMIIIB 1, X04a He Oyia aOCOJIOTHO Oaly KoK 0
YOJIOBIKIB, Maja 4YOJOBIUl PHUCH XapakTepy 1 po3ymMoBi 3Ai0HOCTL. Y pa3si
TeCTUKYJSIpHOT (emiHizalli KIITUHHM MyTaHTHHX emOpioHiB XTfmY alcomoTHO
HEYYTJIMBl 7O Jdii TECTOCTEPOHY, BHACIIIOK IIbOIO BCE BTOPHUHHI CTaTeBl O3HAKHU
3apojIKa PO3BHBAIOTHCSA HE 3a YOJIOBIYMM, a 3a KIHOYMM THHoM. OJHAK, BHACTIIOK
HAsIBHOCTI Y-XpOMOCOMH, 3aMICTh SI€YHUKIB Y TAKUX OCI0 PO3BUBAIOTHCA CIM SHUKH,
IO MPUTHIYYIOTh 32 PAaxXyHOK X-(akTopa po3BUTOK (hajulonieBUX TPyO 1 MaTkH,
BHACJI1I0OK YOT'0 BUHHUKAE CJIla BariHa.

Panime BkazyBanocsi, 110 NPUOJM3HE YHCIOBE CIIBBIJHOIICHHS CTaTed B
nomynsiii mroned 1: 1. OpHak 1€ CHIBBIAHOUIEHHSI BCTAHOBIIOETHCS JIMIIE 0
nepioay CTaTeBoi 3puIoCTi Jrojaei. [lepBUHHE X CHIBBIAHOIICHHS CTATeH Yy JIIOJAMHU
take: 125-135 3agarux xiaomumkiB Ha 100 giBuaTok. OCKUIBKH CMEPTHICTH XJIOITYUKIB
neporo poky kutTs Ha 30% BwuIIe, HDK JIBYATOK, 3TOJOM II€ CITIBBIIHOIICHHS
3MIHIOEThCA B OiK MepeBakaHHs KUIbKOCTI JiBYaTOK. Ha BTOpHMHHE CHIBBIIHOIICHHS
cTaTeil BIUIMBAIOTh Taki (AKTOPH, SIK BIMHU, PIBEHb KUTTS 1, 0COOIMBO, XapuyBaHHS.

[ToMiueHoO, 1110 YacTKa XJIOMYUKIB BHIIE Cepell MEPBOHAPOKEHUX 1 3MEHIIIYETHCS
B HACTYNMHMX Hapo/KeHHsAX. Pi3H1 ciM'T BIAPI3HIIOTBCS OJHA BiJ  OJHOI
MEePEBAKAIOYMMU MOXJIMBOCTSAMHM HApPOJKEHHS XJIOMYMKIB abo giBuaToK. Bimomi
POJIOBOM 3 HE3BUYHUM CITIBBITHOIICHHSM CTaTeil. Y HayKOBIH JiTEpaTypl OmucaHui
BUIIAJIOK, KOJIU B OJHIN POJUHI MPOTIATOM HU3KHU MOKOIIHb HAPOAWIOCA 72 no4Kku 0e3
XKOJHOrO cuHa. BiH MoOke OyTH TMOSICHEHHH SKMMHUCh aHOMAJISIMHU BUIIQJIKOBOTO
PO3MOJIUTY CTAaTEBUX XPOMOCOM Yy TaMeTaX, sIKi MalOTh T€HETUIHHUI XapakTep.
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3a bi6miero, CTBOPEHHS JKIHOYOI CTaTi € BTOPUHHUM, MTOX1THUM BiJ 40I0BI401: «I
cTtBopuB ['ocrioap 3 pedpa, B3ATOr0 y 4OJOBIKA, IPYKUHY 1 MPUBIB ii 10 JHOJUHU.
Onnak, dpan3ysckiii dizionor npodecop A.Moct micns GaraTopiuHHX OCIiKEHb
TIAIIOB TPOTHIICKHOTO BUCHOBKY. BUABIsS€THCS, BTOPMHHA CTaTh HE JKiHOYA, a
yonoBiua. B pe3ysnbraTi excnepuMeHTiB npogecopa A.Mocra 3'scysanocs, 1o
3aruTiHeHa SIMIEKIIITHHA caMa Mo co0l Ma€e TEHJCHII0 PO3BUBATHCS 3a KIHOYUM
TUTIOM. | TUTbKH, SKIIO HA pAaHHBOMY €Talll PO3BUTKY BOHA 3a3HAE BIUTUBY YOJOBIUUX
¢dakTOpiB BU3HAYEHHS CTaTi, BHECEHHX Y-XPOMOCOMOIO, BOHA IMOBEPTAE 3 IIHOTO
HUIAXYy 1 TIepEeTBOPIOETHCA B YOJOBIUiM eMOpioH. Y JIOAMHM 1ed MpoIriec
B110yBaeThCs uepe3 40-45 nHIB Bij MMOYATKY PO3BUTKY 3UTOTH, 1 TOAL, Bxke 10 10-ro
TIKHS y TUIofa (OpPMYIOThCS 4iTKi O3HakM 4onoBiuoi crati. ITpodecop A.Moct
BBA)KA€, [0 CaM€ TaKWW LUISX PO3BUTKY 3alpOrpaMOBaHUi B SWLEKIIITHHI, a 3MIHA
1oro noB'si3aHa 3 MPUTHIYEHHSM II€1 TPOrPaMHU 1HILIOIO, «Y0JI0BIY0I0» MTPOrPaMoI0 3a
JIOTIOMOTO0 TOPMOHA-1HT101TOpa. SIKII0 IepemMora «40JI0BI40i» MPOrpaMu PO3BUTKY
BUSBIISIETHCSI JIMIIE YACTKOBOIO BHACTIOK HEMOBHOTO NPUTHIYEHHS PAa3BUTKY 3a
KIHOYUM IUISIXOM, HApOKYEThCS IUTHHA, SIKA € XJOMYUKOM 3a TCHOTUIIOM
(OCKUIBKHM HOr0 KIITHHH MICTATh XpOMOCOMHU XY), aje Ma€ BCl 03HAKH JKIHKH, X04a
3aMICTh SIEYHHUKIB Y HHOTO CIM SIHUKHU (TeCTEeKYyJIsIpHa eMiHizarlis).

HalikpamuMm q0ka3oM crajgkoBoi OiCeKCyalbHOCTI TBAPUHHHUX OPraHi3MIB € 3MIHA
CTaTl B OHTOr€HE31 B MPUPOJHUX a00 MITYYHUX yMoBax. Ilepesuznauenns cmami -
pUpoJIHa ab0 MITyYHA 3MIHA OJIHIET CTATI B 1HIIY BHACTIAOK OICEKCyaabHOI MOTEHIIIT
opraHi3miB. BoHa MoJiMBa Ha Mo4aTKy audepeHiiaimii cTari 1 B eKCIepuMEHTaTbHUX
yMOBaX PEryJIIETHCA PIBHEM I'OPMOHAJIBHOIO HAaCMYEHHS eMOpioHy. OcoOuHH, 110
PO3BUBAIOTLCS MPU 1ILOMY, MAIOTh F€HOTHUII OJIHIEI CTaTi, a (PEHOTUN 1, B JACSIKHUX
BUIA/IKaX, IEPBUHHI CTaTEB1 O3HAKH - 1HIIIOI CTaTi.

Jlexkmis Ne 8
MyTauiiiHi npouecHu B MOMYJIAISAX JIIOAUHU

VY cydacHiii MeaMIIMHI BCE 4YacTillle BHKOPHUCTOBYIOTh TeHETHYHI MeToau. Lle
NOB'I3aHO 3 KUIBKOMa BaKJIMBUMHU OOcTaBUHaMH. [Io Mipi HaKOMWYEHHS 3HaHb PO
3aKOHOMIPHOCTI 1HJIMB11yaJlbHOTO PO3BUTKY OpraHi3My JIFOJIMHU CTA€ SICHO, IO PICT 1
PO3BUTOK 3aJjaHl TE€HETUYHOIO MPOrpamMoro, yCHaJIKOBAaHOIO BiJ OaTbKIB Yepe3
rameTH.

VY cywyacHOMY CBITI 3pOCTa€ 3HaYEHHS T€HETUYHO OOYMOBIICHUX 3aXBOPIOBaHb. 3a
JTAHUMH CBITOBOI CTaTUCTHKHU, OJIM3bKO 5% HOBOHAPOHKEHUX 3'SIBJISIOTHCS Ha CBIT 3
TUMHU YW IHITUMU TEHETUIHUMU JedeKTamMu; TeHeTHYH1 aedektu € npuanHoro 40%
MUMOBUIbHUX BUKUHIB. B €KOHOMIYHO PO3BHHEHUX KpaiHaxX, A€ JOCSITHYTO 3HAYHUX
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yCHiXiB y OOpOThOI 3 €K30r€HHUMH NPUYMHAMU XBOPOO, CMEPTHICTh AITeH BiA
BPOJIKEHO] 1 CIIaIKOBOI MATOJIOT1 3aiiMae OJIHE 3 MEPIINX MICLb.

[Iporpec y BUBYEHHI psy MOIIMPEHUX 3aXBOPIOBaHb (ieMiyHa XBOpoOa cepiid,
BHUpa3KoBa XBOpoOa MUTYHKA Ta JBaHAALUSTUNAIOI KHILKH, ILYKpPOBUW [i1a0er,
mu30(peHis, emniierncis, OHKOJOTIYHI 3aXxBOPIOBaHHS) CBIAYUTH IIPO CYTTEBE
3HAYEHHS CIMAaJIKOBOi CXMJIHHOCTI.

Hame >xuTTs BUCHTH Ha BOJIOCHMHI B OyKBaJIbHOMY ceHCi cioBa. lle monBiitHa
autka JIHK moBxnHO0 0113bK0 1 M, SIKa 3HAXOJIUTHCS Y BCiX KIIITHHAX JIFOACHKOTO
opraHizmy. Llg HUTKa ynpasisie YTBOPEHHSM HOBHMX KIITHH, OyAy4d MaTpuUEro, 1
perymtoe BUpOOJIeHHs OLIKiB, BiAMOBIAAJIbHMX 3a po3BUTOK KiiThH. Hutky JIHK
MO>KHA MOPIBHATH 3 MarHiTHOIO CTPIUKOIO, HA SIKIM 3amMCaHl MporpamMu yNpaBiHHS
KUTTAM 1 BIITBOpEHHs KIiTUH. CriajkoBa mepeaada o3HaK BiJ OaThbKIB MOTOMCTBY -
KOHCEPBAaTUBHUI MpoOILIeC, X04a LI KOHCEPBATUBHICTh HE € a0COJIIOTHOIO, OCKIJIBKH B
IHIIOMY BUMAJKy HeMoXiuBa Oyma O eBomromis. [Hdopwmaris, 3akomoBaHa B
HykieotuaHid mnocaigoBHocti JIHK, sk mpaBumo, B TOYHOCTI BIATBOPIOETHCS B
IpoIieci peruTikallii, o MPUBOIUTE 10 BUHUKHEHHS NBOX Mojekyn JIHK, Toroxaux
OJlHa OJHIA 1 BUXIAHIA OaThKIBCBKIA MoOJeKyml. IHOAl, OAHAK, MPH perunkauii
BIIOYBAIOTbCS «IIOMMJIKM»: B PE3yJIbTaTi 3'SBISIOTHCA JOYIPHI KJIITHHH, ULIO
BIIPI3HSIOTBCA B1J OaThKIBCHKOI MOCHIOBHICTIO a30Tuctux ocHoB JIHK a6o
3aranpHOI0 KutbkicTio JIHK.

JIHK mpoTsrom >KATTA JNIOAWMHU MiJJAIOTHCS MOCTIHHOMY BIUIMBY MPOIYKTIB
KUTTEIISIIBHOCTI  KIIITUHHM, (DAaKTOpIB 30BHIIIHBOTO cepenoBuia (10HI3youe
BUMPOMIHIOBaHHS, XIMIYHI CHOJYKH, HAJBHCOKOYACTOTHHUH BIUIMB, YJIbTpadioier,
BipycHl 1H(eknii). IlomkomkeHHsl, M0 BHHHKAIOTh B COMAaTHYHHUX KJITHUHAX,
IPOSIBISATHCS PO3BUTKOM  IMYHOJIE(DILUTHUX  CTaHIB,  OHKOJIOT'TYHOIO
TpaHc(opMmalli€ro, mepeayacHUM CTapiHHSAM. 3MIHM B CTaTEBUX KJIITUHAX JIFOJUHU
MOKYTb MIPU3BECTH JI0 CMAJKOBUX 3MIH y HACTYITHUX TTOKOJIIHHSIX.

HeoOxigHOo po3pi3HATH MyTaIliiHUM 1 CerperamifHuil TeHETUYHUW TATap
nomymsiid. HoBi myrtarii, 1mo BHHHMKAIOTh Y raMeTax y pe3yJbTaTi MyTareHHUX
BIUIMBIB 30BHIIIHHOTO CEPEJIOBHINA Ta HE CIIOCTEPITAlOThCSA Y BUCXITHHUX TOKOJIHB,
CTaHOBJISATh MymayiuHuu cenemuynuy msazap nonyasayiu. [IeBHy 4aCTUHY 3arajibHOTO
T€HETUYHOTO MOMYJISIIAHOrO  TATaps CKJIQJal0Th MAaTOJOTIYHI PELECUBHI 1
HeJIeTalIbHI JOMIHAHTHI T€HH1 MyTallii, K1 y BUIJISA1 3aXBOPIOBaHb yCHaAKOBYIOTHCS
Bil OarhbKiB, MpadaThKiB 1 TMEpPeJaloThCsl IMOTOMCTBY, TPEACTABISAIOUA COOOI0
ceepezayiiunuil cenemuynull mseap nonyaayiu (Bia nat. Segregatio - BUIIETUICHIIO).

Y nopmi Bci momkomkenHs JIHK Bmi3HatoThes 1 yCyBaioTh (pemapyroTh)
cnerianbHl pepMeHTHI cucteMu KmTHHU. OMHaK 31 30UIBIICHHSAM BiKYy Matepi abo
0aThKa, IPY 1HTEHCUBHIN /i1 Ha3BaHUX BUIIE YMHHUKIB MIBUILYETHCA MMOBIPHICTD
BUHUKHEHHSI XPOMOCOMHHUX 1/a00 TeHHMX aHoMamid. Jlias >KIHOK 1ed mopir
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JOBOJIUTHCA Ha BIK MpUOIMU3HO 35 pokiB. [3 MOTipIIeHHSM T€HETUYHOTO MaTepiary
3HM)KYETBCA TOYHICTh MOAULY KIITHH 1 PO3MOAULY XPOMOCOMHOIO Marepiaily B
cTaTeBUX KiiTUHAX. CTapiHHS CTATEBUX KJIITUH MPOSIBISIETHCS B IMIJIBUILEHHI YaCTOTH
MYyTalllid, MOUIKOJKEHH] SIMIEKIITHH, 3HKEHHS CTIMKOCTI XpPOMOCOM JI0 /i1 XIMIYHUX
MyTareHiB.

B ninomy, 3a A. Kuyaconom (1986), BenuunHa MOCTHATaIBHOTO T€HETUYHOTO
Tsarapsi ctanoBUTh 0,2, To0TO ¥y 20% uieHiB momyJsilii iICHye UMOBIPHICTh PO3BUTKY
TeHHUX CHAJAKOBUX XBOPOO (MOHOTEHHUX, MOJITEHHUX 200 CIPUUYMHEHUX MYTaIllsIMH
TeHIB COMATHYHUX KIITHH). ['€HeTHUYHUN TATap JIIOJCTBA BHPAKAETHCA TAKOXK Yy
BUTJISII O€3MII1JIS,, MUMOBUIBHUX BUKHJIHIB, MEPTBOHAPOIKEHb, BPOKEHUX Baj 1
PO3yMOBOI BificTanocTi. BCTaHOBJIEHO, 110 CMAJKOBUMU aHOMATISIMU XPOMOCOM abo
reHiB O0OYMOBJIEHO TIOHAJ YOTHPU THUCAYl XBOpPOO JIOAMHU. XBOpHUX 13
yCHaJKOBaHUMHU JAedeKkTamMu (CerperamiiHuii TeHEeTUYHUM TArap) y MOMYJISIisaX
JIOJIMHU HebaraTo, OCKUIBKM Taki XBOpi a00 BMHUPAIOTh B IOPETPOAYKTHBHOMY BIiIli,
a00 mpakTuyHO CcTepwibHI. ChOTOAHI HAWOUIbIIa yBara MPHUAUIAETHCS BUBYEHHIO
MYTALI{HOr0 T€HETHYHOT'O TArapsl HOIYJsLid, TOOTO CHaAKOBUX AE(PEKTIB, SIKI HE
NEPEeNalThCs y CHAZAOK, a B KOXHOMY TIOKOJIHHI 3'IBJISIIOTBCS CHOPAJUYHO
BHACJIIJIOK TIOSIBU MYyTalliil y ramerax 0aTbkiB. TakuM 4YMHOM, MPUYUHAMU CIIAJIKOBUX
3aXBOPIOBAHb JIOJUHU € MYyTallii.

Mymayii - cTidiki, cTpuOKOMOMIOHI 3MiHM B CIIaJIKOBOMY amapati KJIITUHH, HE
MOB'sI3aH1 31 3BUYAMHOI PEKOMOIHAIIEI0 T'eHETHYHOr0 MaTepialy; MEeBHUM YHHOM
BIJTMBAIOTH HA MIPOSIB O3HAKK. BOHM mocTavyaroTe MaTepiall Ajis TPUPOTHOTO T1000PY
B IIpOIIeC] €BOMIONII. 3a XapaKTepOM MOXOKEHHS MyTalli MOAUISIIOTECA Ha NPUPOOH]T
(cnoHTaHH1) 1 wmyyni (IHIYKOBaH1, EKCIEPUMEHTAJIbHI). 32 T€HETUYHUM MPOSBOM
MyTalii MOXYTb OyTH OOMIHAHMHUMU, K1 TPOSBISIOTHCS B T€T€PO3UTOTHOMY CTaHI
B TMOKOJIHHI iX BUHUKHEHHS 1 pO3MICIUIIOIOTECA B HACTyMHOMY TIOKOJIHHI, 1
peyecusnumu, SIKI  TPOSIBISIIOTBCS,  SKIIO MYTAHTHUA TE€H BUSBUTHCA B
TOMO3UTOTHOMY CTaHi. 3ajJeXHO BiJ XapakTepy O3Haku a0 BJIACTUBOCTI,
KOHTPOJHOBAHOT ~MYTAaHTHUM TE€HOM, PO3PI3HAIOTh MyTalii MopgonociuHi,
Qizionoeciuni, dioximiuni. 3a BITHOCHUM BIUIMBOM Ha JKHTTE3JATHICTH 1 TUIOIIOYICTH
OpraHi3My MyTalli HOAUISIIOTbCS KOPUCHI, HeUmpAanvbHi, WKiOauel. SIKIo MyTaiis
CIIPUYMHIOE 3aru0eiib OpraHi3My, BOHA HAa3UBAETHCS JlemaibHoto. JleTabHl MyTarlii
(;lerani) - myTauii, sIKI CIIOTBOPIOIOTH CTPYKTYpPY NMPUHIUIIOBO BaXJIMBUX JUISHOK
MOJIIMENTHIIB, 10 BUKJIMKAE po3iaau (YHKIHA, MOPYIIEHb PO3BUTKY 1 3aruoOeni
opraniamy. JlerampHi  MyTamii € TPUYMHOKO  MHUMOBUIBHUX  BHUKMHJIHIB,
MEPTBOHAPOKEHDb a00 HAPOHKEHHS HEXKUTTE3TATHIX HEMOBJIST.
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Haiinommpenimoro € kiacudikallis MyTailiil 3a 3MIHOIO T€HOTHUITY, 3aCHOBaHA Ha
00JIIKy XapaKTepy 3MIHM CIIaJIKOBOI CTPYKTypH siapa (puc.11).

Myrarpm
]
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Puc 11.- Knacudikaiiis OCHOBHUX THITIB MYTaIlii 32 XapaKTepOM 3MiH T€HOTHITY

8.1. I'enni mymauii

Po3pi3HstOTh 2erHi Mymayii, 0 3a4iNarOTh JIUIIEe OJWH a00 KIJIbKa HYKJICOTH/IIB
y MEXax OJHOTO I'€Ha, 1 XPOoMOCOMHI Mymayii, 10 MPU3BOAATH 10 3MIHU KUIBKOCTI
XpOMOCOM Yy KJITHHI a00 KUIBKOCTI a00 TOCIIJOBHOCTI T€HIB Yy XPOMOCOMI.
PosrisineMo cioyaTky reHH1 MyTaliii.

I'enni, abo mouxogi Mmymayii BAHUKAIOTh, KOJHU IMOCIII0BHICTh a30TUCTUX OCHOB
JIHK rena pgemo 3MIHIOETBCS 1 TOTOMCTBY TI€PEHAAEThCS HOBA HYKJICOTHIHA
MOCJIIIOBHICTh. ICHYIOTH IBA OCHOBHI KJIaCU T€HHUX MyTallii: 1) 3amina nap ochos,
Konu oAHa abo jgekiibka Hykieotunnux nap B JIHK 3amiHmoroTbes iHmMMU; 2)
mMymayii i3 3Cy80M pamxu 34umyeanHs, OOYMOBJIEHI BCTaBKOW (iHcepyis) abo
BUMAAIHHAM (Oeneyis) OMHOTO ab0 JAEKUIBKOX HYKJICOTHAIB. MyTallii, 1110 3a4iNaTh
JIMIIIE OJTHY Mapy OCHOB 1 MPU3BOAATH JO ii 3aMIHU Ha 1HIIY, TOABOEHHS ab0 Aenerrii
(BimcyTHOCTI omHoro Hykieoruay JAHK) HazuBarote mouxkosumu mymayismu.

3aMiHM OCHOB BUHHMKAIOTh HACTYITHUMU IUISIXaMH:

1. 3amina ogHOTO MypWUHY Ha I1HIUK ab0 OJHOTO MHUPUMIAMHY HA IHIIUNA -
mpan3ziyii. Moxuusi 4 Tunu Tpan3uuii: A<~G, T«C.

2. 3amiHa MypHHY Ha TIPUMIIUH 1 HaBNAKU - mpauceepcii. BiH MoxXyTb OyTn
BocbMH THIIB: AT, GoC, A—C, GoT.

Tun 3aMiHM OCHOB 3aJIEKUTH BiJl OCOOJIMBOCTENW MyTareHHOTO BIUIMBY Ta BiJ] TOTO,
sIKa TIOCJTIIOBHICTh HYKJICOTH/IIB OTOYY€E 3MIHEHY OCHOBY.
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VY HaykoBIf JiTepaTypi CIOHTaHHI MyTallli PO3TIIAIAIOTHCS K MOOIYHI MPOIYKTH
HOpPMaJbHUX TPONECIB KIITUHHOI (i3ionorii. ¥ 3B'SI3Ky 3 MM HEOOXIAHO 3rajatu
koHnenmiro P. ¢on bopcrena: "myrtanii BUHHKAIOTh y pe3yibTaTi MOMUIOK TPHOX
«Py»: perutikaiii, pemnapaiiii, pekomOiHaii".

MyTariii 3aMiHM OCHOB MPHU3BOJATH JO TOSBH JABOX THUITIB MYTaHTHUX KOJOHIB
MPHK - 31 3MiHeHUM 3MicTOM (MicceHC) 1 6€3riy370r0 (HOHCEHC).

3aMiHM Tap OCHOB B HYKJICOTHIHIN MOCIHIJIOBHOCTI CTPYKTYPHOTO TE€HAa YacTo
IPU3BOJATH J0 3MIHM TOCIIJIOBHOCTI aMIHOKHCJIOT Yy CKJIaai OiJKa, IO KOAYEThCS
UM TeHOM. Tak BHUHHKAIOTh MicceHc-mymayii. 3a TaOIUIEI0 TEHETUYHOTO KOy
MoxHa Bu3HauuTH, mo Tpumier AUA B MPHK koaye aMiHOKMCIIOTY 130JICUIIMH.
3amiHa OJIHI€ET OCHOBU B MEPIIOMY, JAPYTOMY YH TPETHOMY IOJOKECHHSIX KOJIOHY
MO3KE JJaTH JIeB'sITh HOBUX KOJOHIB, JIBA 3 AKUX, SIK 1 paHillle, BA3HAYAIOTh 130JICUITUH,
TOJ1 SIK CIM 1HIIUX KOJAYIOTh Y CYKYITHOCTI IIICTh HOBUX aMIHOKHUCIOT (puc.12).

JIeHLHH o\ i
CUA x_  AUA ACA TpeoHHH

H3OJIEHLIHH
BamHH GUA N
N

AUG mMeTHOHHH

AUU  AUC

—y

H30JIeHI HH

Puc.12.- ToukoBi MmyTaliii 3aMiHHA a30TUCTUX OCHOB

Onnak 1€ BIAOYBA€ThCS HE 3aBXKJIM B CHIIY BHPOJKEHOCT! (HAIJIMIIIKOBOCTI)
T€HETUYHOTO KOJTY.

3 Ta0auLil TeHETUYHOIO KOy BUIHO, 10 3aMIHM OCHOB Y JAPYTii MO3UIIIT TpUILIeTa
3aBXKJIU MPU3BOIATH JO 3MIHM aMIHOKHCIIOTH, IO KOJXyeTbcsa (ab0 O yTBOPEHHs
CUTHAJIy TepMiHalii). 3aMiHU MEPIIOro HyKJIEOTUY TPUIUIETAa Mailke 3aBXkKAU 1al0Th
TOM camuii edekT (BUKIIOUeHHs ckianatoTh juie 3aminu UUA a6o UUG na GUA
a6o GUG 1 HaBmaku, OCKUIBKH BCl Il TPUIUIETU KOAYIOTH JICUIIMH, a TAKOX 3aMIHH
AGA 1 AGG na CGA abo CGG 1 HaBmaku, Tak sSK BCl LI TPUIUVIETH KOAYIOTb
apridid). OJHaK 3aMiHa TPETHOrO HYKJIEOTHJY TPHUIUIETA YAaCTO HE BUKIMKAE 3MIHU
HOro 3MiCTy, OCKUIbKM BEJIMKA YaCTUHA HAIMIPHOCTI FT€HETUYHOIO KOAY BIAHOCUTHCS
camMe J0 TpeTbOoi OCHOBU TpHUIUIETA. TpPUIIETH, IO KOAYIOTh Ty K camy
aAMIHOKHCJIOTY, Ha3UBAETHCS CUHOHIMIUHUMUL.

OTxe, OCKIIbKM TCHETHYHHH KOJ BHUPOJDKCHHMM, HE BCSKa MyTalis B KOIOHI
OpU3BOJUTH J10 3aMIiHM aMIHOKUCIOTH (TOMY BOHA HA3UBAETBHCS HeUMpAlbHOIO

mymayiero). He Bcsika 3amiHa amMiHOKMCIOTH Bimi0'eTbcd Ha (yHKIIOHAJIBHIN
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aKTUBHOCTI Oinka. ToMy B 000X BHIIaJKaxX MyTallisl 3aJIMIIUTHECA HE BUSBICHOMW. Lle
HOSICHIOE, YOMY 4YacTOTa MyTalld y TeHl 1 3yCTpIYaJbHICTh MYTAHTIB IO HbOMY
MOKYTb HE 301raTHucs.

[HOal MicceHc-MyTalis MOXKE MaTh CEepHO3HI HACHIIKM I OpraHizmy
(HampuKJIaj, MosiBa reMorjao0iHy S MpH CEpHOBUIHOKIITUHHIN aHeMil y JIFOAUHH).
I'emorno6in S - BapiaHT HOPMAJBLHOT'O TeMOrjao0iHy A, KMl CKIIala€ThCs 3 JIBOX
IIEHTUYHUX O-JIAHIFOTIB 1 JBOX 1A€HTHYHUX [-nmaHioriB. Ocobw, TOMO3WTIOTHI 3a
MYTaHTHUM ajieleM, IO KOJy€ CHHTE€3 aHOMAJIbHOIO O-JaHIIOTa, CTPaXkIaloTh
BaXKOIO (popmoro remomiTuyHOi aHemii. B yMoBax HecTaui KHCHIO TreMOriIoOiH S
YTBOPIOE KPUCTANOMOIOH] 3UEIJICHHS, 10 MOPYIIYIOTH MOPQOJIOTiI0 €PUTPOLIUTIB;
BOHU TOJIOBXKYIOTbCS, NPUKUMaO4M CeprnoBUIHY (GopMy. AHOMajbHI KIITHHH
MOXYTbh 3aKy[OpPUTH JApIOHI CYJUHU 1 NPUINMHUTH AOCTYN KHCHIO JI0 TKAHMH.
[TopiBHSIHHA aMiHOKHUCIOTHUX TIOCJIIJIOBHOCTEH O-JIAHIIOTIB TeMOrJIoOiHIB A 1 S
MOoKa3ajgo, IO PI3HUIL MDK HHMH BHU3HAYA€ThCA 3aMIHOKO TIUIBKH  OAHIEl
aMIHOKHUCJIOTH: TJIFOTaMIHOBa KHCJI0Ta BHACIIOK MICEHC-MYTallli 3aMiHeHa Ha BaJiH

(puc. 13).

H OPMANMEHAA ARMHOFHCIOTHAA I0CIES0EATENMEHOCTE
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Puc.13. - Ilepwi cim aminokuciom y B - nanyioey eemo2nobiny aoounu. [ -
Janyroe ckaraoaemscs 3 146 aminokuciom. 3amina enymamino8oi KUCiomu Ha 8aAJliH )
WOCMOMY NOJIONCEHHI NPU3800UMb 00 BANHCKO20 CHAOKOBO20 3AX8OPIOGAHHS —
CepnoBUOHOKILIMUHHOIL aHeMil

3a XapakTepoMm BIUIMBY Ha aKTHUBHICTh ()EPMEHTIB PO3PI3HSIOTh HACTYHHI THUIU
MiceHC-MyTalii: 1) mi, wo posmikaromocs (N1KOBI1), sIKI 3HWXKYIOTh PIBEHb CUHTE3Y
dbepMeHTIB  a00 TPHU3BOAATH 1O YTBOPEHHS MEHII aKTUBHUX (EPMEHTIB; 2) 3
HOPMAaJIbHOIO AKTUBHICTIO B OJIHAX yMOBaxX 1 cl1a0OaKkTHBHI - B 1HIIUX ()MOBHO
JlemanbHi Mymayii).

Jlo TNy «HOHCeHe» BITHOCAThCA Mymayii, K1 NIPU3BOAATH 10 3aMIHU I1ap OCHOB,
y pe3yabTari 4oro KOJIOH, 10 KOJY€ aMIHOKHCIIOTY, MEPETBOPIOETHCS B OAUH 13
HOHCEHC-KOJIOHIB, SIKI HE TPaHCIIOIOThCS Ha pubocomax. [losiBa Takoro KoJoHy HE B
KIHIIl CTPYKTYpHOTO T€Ha, a BCEpEIuHl HBOTO, MNPU3BOJUTH [0 MEpPEIYACHOI
TepMiHaIii  TpaHCuAlii, TOOTO 70 OOpWBY MOJINENTHUAHOTO JIAHIIOra 1
CYIpPOBOJKYETHCS TMOBHUM BHUKIIOUEHHSIM (yHKIii ¢epmenty. Taki 3amiHu
NEPEBOMIATh TPUILIET, SIKUW KOJIYE Ty UM 1HITY aMiHOKHUCIIOTY, B TPUILIET-TEPMIHATOD,
1 HaBnakd. Ilpukiamom MoOXe CIOyKUTH MyTalis, mo Bukiukae B MPHK 3miny
tpuruiera UAU, mo koaye THpo3uH, Ha TpumieT UAA, KU CIIyKUTh CTOI-KOJIOHOM
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TpaHcIAIii). 3aMiHA TaKOTO THUITY MPU3BOMASTH /10 YTBOPEHHS OUIKOBUX MOJEKYIN 3
OUTBIII KOPOTKUMH MOJINENTUAHUMU JaHIIOTaMHU.

Mymayii 3i 3cyeom pamxu 3uumysanus (ppermmmudr-myTaiiii) oOyMoOBIICHI
BCTaBKaMu a00 BUMAJIHHAM OJIHOTO YU JIEKUIBKOX HYKJIEOTH[IB, 1 YaCTO CHJIBHO
3MIHIOIOTH MOCIIIIOBHICTh @MIHOKHUCJIOT Y OLIKY, III0 TPAHCIIIOEThCAL.

Hanpaenemie TpaECKpIInEE H TP AHCIIAIH
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Puc.13. - MyTauﬁ 31 3CYBOM paMKH 3UYMTYBaHHS BHACHIJOK BTPaTH HYKJIEOTHIY

(A-) Ta BritoueHHs (BcTaBku) Hykieotuaa (G+)

BcraBka abo pgeneriis 0JHOTO YM JIEKIIBKOX a30THUCTUX OCHOB (iX KUIBKICTh HE
MOBMHHA OyTH KpaTHOI TPHOM) TMOPYIIYE «PAMKy 3UYHUTYBAaHHS» HYKICOTHIHOI
IIOCJIIIOBHOCTI, HOYMHAIOYM BiJ TOUKH, A€ CTajlacs BCTaBKa a0o0 Aejieris, 1 10 KIiHIIA
Mosekyim (puc.13).

Skio0 B meBHOMY MiCLl HYKJICOTHUAHOI MOCIIAOBHOCTI BUHHUKJIA BCTAaBKa OJHIET
HYKJIEOTUHOI Mapu, a B 1HIIOMY MICLI - JeJielisd OAHIET mapu, TO BUXIJHA pamKa
3UMTYBaHHS, OTXKE, 1 MPaBUJIbHA MOCIIIOBHICTh aMIHOKHUCIIOT BiJIHOBIIIOETHCS TICTIS
I1€1 Tpyroi MyTartii.

MyTariiss MOXe 3a4inaTH K CTPYKTYpHI, TaK 1 peryasatopHi reHu. CTpyKTypHi
sminun JIHK mnonsratore B po3puBi ofHiel ab0 AEKIIBKOX JIAHIIOTIB, YTBOPEHHI
JUMEPIB, TOSIBI MONEPEYHUX 3LIUBOK.

Po3pi3usitore cnouwmamnny Ta iHOyKogamy mymayito. T'eéHHI MyTauii MOXYTh
BUHUKATH CITIOHTAaHHO BHACIIJOK MOJICKYJIIPHUX TPOIECIB, SK TOB'I3aHMX, TaK 1 HE
noB's3aHux 13 perutikamiero JIHK. [aaykoBana MyTtaliisi BUHUKAE i BIUIMBOM
(haKkTOpiB 30BHIIIHLOTO CEPEIOBUIIIA.
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Mymacenni gpaxmopu (Mymacenu) — 1€ YAHHUKH PI3HOT TPUPOIH, TPHUPOAHA
HasBHICTH a00 MITy4YHE 3aCTOCYBAHHS SKMX BUKIUKae MosiBy myTtauiil. [Ipupoannii
MyTareHe3 CHOPUYMHEHHH [1i€0 aBTOMYTareHiB (MyTareHHMX YHMHHUKIB, SKI
BUHUKAIOTh B OpraHi3Mmi B Ipolieci OOMIHY PEYOBHMH 1 3[aTHI BUKIMKATH TE€HHI 1
XPOMOCOMHI MyTallii), a TaKoXX TE€HIB-MyTaTOPOB 1 HHU3KU MNPUPOAHUX (HAKTOPIB,
BKJIIOYAIOYM €KCTpeMaibHl 30BHIMIHI ymoBM. OpHaK 4YacToTa CIHOHTAHHOIO
MYyTYBaHHS HU3bKa.

MyTarenu, 371aTHI BUKIMKATH 1HIYKOBaHI MyTallii, MOAUIAIOTECA Ha (i3WUYHI,
XiMIYH1 Ta OlosioriuHi. @i3uuni Mymaeenu BKIIOYAIOTh PI3HI BUIIPOMIHIOBAHHS,
TEMIIEpaTypy, YJIbTpa3ByK 1 wmexaHiyHl jnii. Cepel HUX MPOBIJHE TMOJOXKEHHS
3aiiMaroTh 10HI3yloue 1 yibTpadioseToBe BHUIPOMIHIOBaHHA. [0 10HI3yHO4Oro
BUIIPOMIHIOBaHHS HaJeXaTh €JIEKTPOMArHiTHI (PEHTreHIBChbKi, ramMMa-IpOMEHI) 1
KOPIYCKYJISIPHI PaJi0aKTHBHI BUITPOMIHIOBaHHS (€JIEKTPOHH, POTOHU, HEUTPOHHM).

Jlis  10HI3yI0OUOTO BUINPOMIHIOBAHHS TPYHTYEThCS Ha YTBOPEHHI 10HIB B
ONMpPOMiHEHIM TKaHWHI (TEpBUHHA i) 1 TEIJIOBOMY 30Y/DKEHHI MOJICKYJ Ili€d
TKAHWHU (BTOPWMHHA [is1), BHACIIJOK YOr0 Ypa)X€HlI MOJIEKYJIH 3a3HAIOTh XIMIYHUX
3MiH, IO TATHYTH 3a COOOK TEHETWYHI HACHIAKU. YIbTpadionaeToBl HPOMEHI
CIPUYUHIOIOTh TUTBKH 30Y/DKEHHS MOJIEKYJ; MPOHMKAa4a 37aTHICTh IX HEBEIHKa,
BOHH € IPUYMHAMH MYTAIlil JIUIIe B COMAaTUYHUX KITITHHAX.

Axmo MyTaris Bin0Oyiacs B COMaTHYHIN KIIITUHI, TO HACIIJIKU TOB'SA3aH1 JUIIE 3
JOJICK0 JTAaHOTO OpraHi3My. 3 HOro 3aru0euli0 3HMKAITh CIIAM MyTalii, II10
BiOynacsa. loHI3yroul BUIPOMIHIOBAHHS 37aTHI BHUKJIMKATH MYyTallii y CTaTeBUX
KJITHHAX. Skmo myrtamis BigOyjacs B rameTl Ta SUUEKIITHHA 3arlllIHUJIAcs, TO
HACJIIIKM MYyTalli O3HAYalOThCAd Ha JI0JI1 MOTOMCTBA. TakMM YMHOM, OMPOMIHEHHS
31aTHE 3MIHUTHU CHAJKOBICTh FaMeT 1 BUKJIMKATU MYTallll B Takiii MiHIMaJbHIN 7031
padiamii, sfka HE BHKJIMKae 3arubenb ab0 MPOMEHEBE YPAKEHHS OpraHizMy.
[ToToMCTBO OMPOMIHEHO JIFOJIMHU MPHU I[LOMY 3HAXOAUTHCS 1] 3arPO30I0 PO3BUTKY
CIaJKOBO1 XBOPOOH.

BcranoBneHo, 10 10HI3yl04Ye BUIPOMIHIOBAHHS 1HAYKY€ MyTallli paHI0Mi30BaHO
AK 3a OKpPEeMHMH XpPOMOCOMaMHM, TakK 1 3a iX JOBXHHOIO. IH(ppauepBoHe
BUIIPOMIHIOBaHHS came Mo co0i He 3[JaTHE BUKIWKATH TMOIIKOKEHHS T€HETUYHOTO
anapary KJITHH, aj€ B O€JHAHHI 3 10HI3YIOUHUM I1ICUITIOE MyTareHHUIN eexT.

Ximiuni  mymaeenu 4acTillle TOLIKOJKYIOTh TE€TepOXpPOMATHUHOBI  IUISHKHU
XpPOMOCOM 1 B 3aJ€KHOCTI B MNPHUHIUIY Jii MOAUIAIOTHCS HaA M'ATh Tpyr: 1)
yumocmamuyHi npenapamu, O0COOIMBO 1HTIOITOPH a30TUCTUX OCHOB HYKJIETHOBHUX
KUCIOT (TeoOpomiH, TeoduniH Ta 1H.); 2) aHaro2U A30MUCMUX OCHO8, SIKi
BKJIFOYAIOTHCS 3aMICTh HUX Y HYKJIETHOBI KUCIOTH; 3) ankinyroui cnonyku (a30TUCTUN
impuT, ¢eHon, Gopmanpaerin); 4) oxucaroeaui, 6i0HOBHUKU, GLIbHI paoukanu; S)
AKpUOUHO8i 6APBHUKU.
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HaiiGinpiry  MyTaOUTbHICT  MalOTh — aNKUTYIO4Yl  CIOJNYKH:  €THUJICHIMIHH,
aieTuncynbdar, 1,4-6icniazoaneTmiiOyTaH, eTHJIMETaHCYIb(OHAT, N-
HITPO30AJIKMIJICEYOBUHA Ta 1HIIII.

Jlo Gionoziunux mymaecerie BITHOCATH BIPYCH, III0 BPAXKAIOTh K COMATUYHI, TaK 1
cTaTeBl KJIITHHU (BipycH KpacHyXH, IuTomeranii, renatuty B). Hanpukian, y iHOK,
K1 TIEPEHECIM KpacHyxy a0o BIPYCHUH TIeNaTUT, CIOCTEPIraroThCsi MHUMOBUIBHI
BUKHJIHI, TPUUOMY B KJIITHHAX TUIOJY BUSBIISIOTHCS YMCIECHHI XPOMOCOMHI MyTaIlii
(abeparii). Y moTOMCTBA TakMX »JKIHOK 4YaCTillleé 3YCTPIYalOThCS XPOMOCOMHI
XBOpPOOH.

YyTnuBiCTh KIITHH 10 MyTareHiB HEOIHAKOBA B PI3HUX (Pa3ax KIITUHHOTO IUKITY.
[oHi3yto4l BUIPOMIHIOBaHHS HaWOuIbII epexkTuBHI npu Aii Ha craaii G2-¢dasm, a
OUIBIIICTh XIMIYHUX MyTareHiB - G1-S-da3u.

MyTtarenHna aisi, JOCSATHYBILIM MIII€H], BUKJIMKA€E MEPBUHHE YIIKOMKEHHS: OIHO-
ta nBoHuTKOBI po3puBH [IHK; nmepexpecni 3mmBanua JJHK - JIHK Ta JJHK - 6in0k,
aNKITyBaHHS OCHOB Ta IykpodocdatHoro octoBy moiekynn [IHK, yTBopenns
OIPUMIIUHOBUX JUMEPIB.

'enni MmyTarii MamThb Ha OpPraHi3M HaWPI3HOMAHITHIIIWKA  BIUIMB: B1J JI€Jb
HOMITHOTO JI0 JIETAJIbHOTO. 3aMiHM Tap OCHOB, IO HE MNPUBOAATH [0 3MIHH
aMIHOKHCIJIOTHOI ITOCIIJOBHOCTI KOJIOBAHOrO OLJIKA, SIKIO 1 BIUIMBAIOTh, TO JIMIIE
HE3HAYHO HAa 3/IaTHICTh OpPraHi3My HOPMaJIbHO (DYHKIIIOHYBAaTH 1 PO3MHOKYBATHCS.
MyrTartii, npu SIKMX 3MIHIOETBCS OJHAa a00 HaBITh JACKUJIbKAa aMIHOKHUCIOT, TaKOXK
MOXXYTh a00 30BCIM HE MaTH Ha OPraHi3M HISIKOTO BUIWMOTO IIKIJJIMBOTO BIUIUBY,
a00 BIUIMBATH HA HHOI'O JIMLIE B CJIA0OKOMY CTYMEHI, SKIIO L1 3aMIHUA HE 3a4iNaroTh
OCHOBHHUX 010J10T1YHUX (DYHKI1H KOJ0BaHOTO Olnka. OaHAK HACTIAKY 3aMiHU OJIHIET -
€IMHOI aMIHOKHMCIIOTH MOXYTb OyTH JyXe ICTOTHUMH, SIKIIO LI aMIHOKHCIIOTA
BXOJUTH JI0 CKJIay aKTHBHOTO IIEHTPY (PEPMEHTY.

[Ilkona, 3amoisHa OpraHi3aMy MYTallisIMH, YacTO 3aJieUTh BiJ KOHKPETHUX
30BHIIIHIX yMOB. Hampukman, y mojaed npu TOMO3UTOTHOCTI 3a OJHIED 3
pElleCMBHUX MYyTallli BUHUKAE Baxka xBopoOa - ¢eninkemonypis (OKY), mpote
0co0u, TOMO3UTOTHI 32 IIE€I0 MYTAIlI€l0, MOXKYTh, TUM HE MEHII, HOPMaJIbHO 1CHYBAaTH
Ha JII€T1, 32 SIKOi BUKIIFOUEHHUH (DEeH1JIaJaH1H, OCKUIBKM BCl MPOSBICHHA L1€1 XBOPOOH
MOB'sI3aH1 3 HE3/IATHICTIO OPraHi3My 3aCBOIOBATH JIaHY aMIHOKHUCIIOTY.

8.2. Aumumymaczenes. Penapauia /[HK

He Bci mepBuHHI YHIKO/DKCHHS peani3ylOThCs B MyTallii, Iedl mporec
0araTtocTymiHYACTHI 1 TOJIOBHA TO/isl B HhOMY - pemapaitis [JJHK.

Hacnigkom momumiok penapauii abo ii BIACYTHOCTI € «3aKpIIUIEHHS» MyTalli.
[ToTpiOHO mam'ATaTH, 1O NEpeBa)kHa OUIBIIICTh MYTAalllii HE Ma€ HACHIAKIB IS
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OpraHi3Mmy 3 Ti€i TPUYHHM, IO TUTKH 5% BCiX reHiB (QyHKIIIOHYIOTh B OpraHi3Mi Ha
JAHOMY €Talll OHTOIE€HE3y, 1HIIl T'€HHW 3HAXOJAThCA B PENPECHUBHOMY CTaHI 1 HE
TPaHCKPUOYIOThCSI.

Po3pi3HAIOTE TpU OCHOBHI MOXJIMBOCTI (D OpMYyBaHHS NepeaIMyTalliHUX
nomkomkeHs JIHK 1 BUHUKHEHHS MyTaIliid:

1) myraren moxe Bkmrountucs B JIHK 3amicTe HOpManbHOI a30THCTOI OCHOBH
(HampuKIian, 2-aMIHONYpiH, SIKMM € aHaloroM ajieHiHy, BOymoBytouuch y JIHK,
CHOJYYa€eTbCsl 3 THUMIHOM a00 LMTO3MHOM, LI0 MPHU3BOAUTH JO BUHUKHEHHS
tpan3uuiid tuny AG — GC 1 GC — AT).

2) myTareHn moxe cam He BOynoByBatucs B JIHK, ane Tak moaudikyBaTu oCHOBH,
110 B X0/l MOAAJIBIIOT perTiKallii BiA0Y1eThCA iX TOMHIKOBE CIIapOBYBAHHS.

3) MyTareH MO)K€ TMOIIKOJAWTH OJHE abo NEKIIbKa OCHOB, YCKJaJHIOIOUU abo
pOOJISTYM HEMOKIIMBUM iX CIIAPOBYBAHHS 13 3BUYAITHOIO OCHOBOIO.

Penapayis - camoBimHoBieHHs nepBuHHOI cTpykTypu JIHK, sike BimOyBaeThcs
icyIs MOpyHIeHHs 11 (I3UYHUMU 1 XIMIYHUMH MyTareHaMmu. Bci BijoMi HUHI criocoou
penapauii  JIHK 3a0e3neuyroTbCs MOCTIMHO  JiI0YMMU  a00  1HIYKOBAHUMU
depMeHTaMu, M0 BUAISIIOTh MOIIKOKEHHS, SIKI BUHUKIN B OJHOMY 3 JIAHIIIOXKKIB
JHK. [esaxi Bunu penapanii JJHK M0oxxyTh He 1IJIKOM TOYHO BIAHOBIIIOBATH BUXIJHY
MOCJIIJIOBHICTh HYKJIEOTH/11B, BHACIIIIOK YOTO BUHUKAIOTh MyTaIlli.

MoxnuBicth penapaiii JIHK Oymna Busiinena B 1949 poiii, koau Tpu aBTopH - A.
Kenpnep, P. Irons6enko 1 I. ®. KoBanboB He3alie:)KHO OAMH BiJl OJJHOTO BCTAaHOBUJIH,
0 OCBITJICHHS BHJAMMHM CBITJIOM (3 JOBXMHOKO xBwii moHax 400 ©HM)
aKTUHOMILIETIB, Oakrepiodara Ta mapameuiidl BIJHOBIIOE iX KUTTE3AATHICTH MICIIA
Y@ - onpomiHeHHs B JeTalbHUX Jo3ax. Lle sBuiie Ha3zBaHO ghomopeaxmusayicro.
BoHo Bi0OyBa€eThCs BHACHIOK aKTHBALli (OTOPEAKTUBYIOUOTO (DEPMEHTY, KU
PO3LICTUIIOE TUMEPH MIPUMIIUHIB 1 BIIHOBIIOE NepBUHHY cTpyKTypy JJHK.

OcHoBHi Mexani3mu pemnapairii JJHK 1 ¢pepmenTu, mo 3ade3neuytoTs e mporiec,
OyJsu BiAKPHUTI B KiHIN 70-X pOKIB MUHYJIOTO CTOJIITTS.

Jlns  KJIITHH CCaBIiB 1 JIFOAWHWA BHSABJIEGHO Oarato THITIB pemnapariii, sKi
3MIMCHIOIOTBCS HA PI3HUX CTAMISAX KIITHHHOTO UKy, BOHM BiIpI3HAIOTHCS OJIUH BiJl
OJIHOTO HE TIJIBKH 33 YaCOM iX MPOXO/KEHHS, a i e()eKTUBHICTIO. SIKII0 HEMOKIIMBA
npsiMa peakTUBallis, TO MPALIOTh MEXaHI3MM €KCUU31MHOI penapatii. Excyusiiina
(TeMHOBa) penapayis, 1O TpUBa€ B npecuHTeTnyHiN cranii (G1) KIITUHHOTO LUKy,
Ma€ BHCOKY €(QeKTUBHICTh. BoHa 3AIHCHIOETBCA  IUIAXOM  «BHUPI3AHHS»
EHJIOHYKJIea30l0 mnomkokeHux auisHok  JIHK  (aumepiB  mipumiguHiB) Ta
MOJIATIBIIIOTO 3allOBHEHHSI YTBOPEHUX NPOJoMiB 3a jgomnomoroo ¢gepmentis JJHK -
nojiiMepa3 HOBUMH HYKJIEOTHIaMU KOMIUIEMEHTAPHO A0 HEMOIIKOIKEHOT HUTKH 1I1€1
x monekynn JHK. Ilpaktuuno Bci momkomkeHHss monekynan JIHK npu upomy
MO>KYTh MOBHICTIO penapyBaTics 6€3 yTBOPEHHS MyTallill.
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Sxmo monexkyna JIHK 3 aumepamu pemnikyeTbesi, HaBIOPOTH KOXKHOTO 3 i
IUMeEpiB  yTBOproeTbest  mposioM. llomanpmmii  OOMIH  MIDK — CECTPUHCBKHMH
NOJIHYKJICOTHAHUMU JIAHIIOTAMH MOJK€ BIJIHOBJIIOBATH TMEPBUHHY CTPYKTYPY
moniekynu JIHK. Takuit tun penapamii JAHK HasuBaeTbcs pexombinayiiinorno
(mocTperutikaiiiHow) penapayicto. 1ls penaparitisi 3M1HMCHIOETBCS B THX BHUITJIKaX,
KoM nomko keHHs B naHiorax JIHK 3 Tux uu iHmMX npuyuH He OyJu yCyHEHI1 10
noyatky perutikamii. Hacmiaku Takux MOMIKOHKEHb MOXKYTh OyTH 3BEIEHI 10
MIHIMYMY 3aBJISIKW [IbOMY THITY pernaparlii. [Ho/i mpu nopyeHHi ToCTPEeITiKaTuBHOT
pemnaparniii Ha NOpPOTUBAry eKCUM3IMHIM BUHUKAIOTh MOMWIKA 1 SK HACIIJI0K
YTBOPIOIOThCA MyTalli. Hanpukmnan, oluH 3 TUIIB NITMEHTHOI KCEPOJAEPMHU Y JIFOAEH
(XPVAR) mnos'sizanuii 3 0JIOKOM MOCTpEIUIIKAaTUBHOI pemnapailii. Bucoky wacroty
XPOMOCOMHHMX a0epalliil, skl CIOCTEPIraloThCs B pa3l pelieCUBHOT XBOPOOU JIIOJIMHU -
cunopomy biyma, TakoXK TOSICHIOIOTH MOPYIIEHHSIM peKOMOIHAIIMHOT perapaiiii.

MyTariiss MOXe 3adilaTv TeHU, 10 KOHTPOJTh pepmentu pemnapaiii JHK. YV
TaKMX BUMAJKaX IiJIBUIIYETHCS YYTIMBICTH OpPraHi3My A0 TMPOMEHEBHX 1 IHIIUX
MYTareHHHUX BIUIMBIB. 3JIOSKICHUM PICT, EPEAYACHE CTapiHHS, KOJIAr€HO3U MaloTh B
[aTOreHe31 came Takl MEXaH13MH.

Binomi myTanTHI popMu eykapioT 13 nocnadienum HerutanoBuM cuaTe3oM [JHK 1
TOMY 3 MIJIBUILEHOIO0 YYTIUBICTIO 10 Y ®-BUNPOMIHIOBAHHS Ta IHIIMX MYTareHHUX
dakTopiB. Jleski Jr0aM, TOMO3UTOTHI 32 MyTaHTHUM T€HOM MITMEHTHOI KCEPOIEPMHU
(xeroderma pigmentosum), BUSIBJISIOTH IiJIBUIICHY YyTIUBICTh O COHSIYHOTO CBITIIA,
CXHJIbHI /10 aHOMaJbHOI MITMEHTAIlll MIKIpU 1 J0 3aXBOPIOBAHHS IIKIPHUM PAKOM.
Bigomo pekinbka pi3HUX TeHeTHUYHHX GOpM 1€l XBOpoOW, 1 JesKi 3 HHX
HOSICHIOIOTBCS] HE3JJATHICTIO KJIITHH J10 BUP13aHHS TUMIJIMHOBHUX JUMEPIB.

Penapanis 3aBxau 301HCHIOETHCS B NIEPIIOMY MICIs BIUIUBY KIITHHHOMY ITMKJII.
[lopsin 3 aHTUMyTaLIHUM MEXaHI3MOM pernapailii BUSBJIEHI PEYOBHHH, IO
nomnepekaoTb ab0 B3HIKYIOTh JII0 MYyTareHiB, a TaKoX pIBEHb MNPUPOJIHOIO
myTareHesy. Taki pedOBUHM Ha3UBAIOThCS awmumymazeHamu. I1ocTiiHO TPUCYTHI B
Opra”i3Mi TPUPOJHI AHTHUMYTAareHW BXONIATh B €IMHY Oy(QepHy cucremy, ska
yTPUMY€ 4YacTOTy CIIOHTAHHOIO MYTYBaHHS Ha MPHUPOJHOMY JUIsl BHAY PiBHI.
Busineno, mo antumytareHHud eqdexT MarwTh: (EepMEHT KaTajasza, XJIopodil,
NUPOKCHUAA3a KanycTH, BiTamiHu A 1 C (Ipyu 0JHOYaCHOMY B)KMBaHHI 3a0€3MeUyIOTh
CTIMKICTh OpPTraHi3My /10 Ail Y-OonpoMiHeHHs), BiTaMiH E, iHTepdepoH.

PedoBuHM, 110 3HWKYIOTh TEHETHYHY Ta (Hi310JIOTIYHY 10 paaialli, Ha3uBalOTh
paodionpomexmopamu. Hanpuknazn, ynbrpadiosieToBe ONMpOMIHEHHS Biapa3y IMicCIs
OMPOMIHEHHS TPOMEHSIMH PeHTreHa 3HIKY€ paJiOTeHEeTUYHY Mit0 ocTaHHIX. Jlis
HU3KU XIMIYHUX PpaJiONpOTEKTOPiB (IUCTeaMiHy, CTPENTOMINMHY Ta 1HIIUX)
NOSICHIOETBCA TPAHCIIOPTOM HA I1X MOJEKYJIM YacTUHU €Heprii, MOIIMHEHOI
XpPOMOCOMAaMH IIiJT 4aC ONMPOMIHEHHS, BHACIIIOK YOr0 4acTOTa MyTalliil 3HUKYETHCS.
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Hist rimocynbdiTy 1 AESIKUX 1HIIUX PEUOBUH 0a3yeThCs HA XIMIYHOMY 3B'SI3yBaHHI
KHCHIO B KJIITUHI 1 CTBOPEHHI, TAKUM YHMHOM, YMOB TINOKCIi, 110 BEJE A0 3HUKECHHS
pamioreneTndHOTO edekTy. Take sSBUIE HABUBAETHCS KUCHEBUM €(EKTOM.

Kucnesuii epexm - 3MiHA 4YacTOTU I1HIAYKOBAHMX pajialli€lo (3a BUHSITKOM O.-
IIPOMEHIB 1 HEUTPOHIB) MyTalliil 31 3MIHOIO KOHIICHTpAIlli KUCHIO B cepefoBull. Bin
YHIBEpCAJIbHUH, CIIOCTEPITAETHCS NP ONMPOMIHEHHI POCIUH, OakTepii, TBapuH. [Ipu
MOBHIA BIJCYTHOCTI KHCHIO (QHOKCiS) B CEpPEIOBHUIINl PaTiOCTIHKICTh KIITHH
miaBUITy€eThes B 2-3 pa3u. CeHcnOuTi3yrounii €peKT KUCHIO 3pOCTa€ A0 KOHIIEHTpAITii
fioro B 21%, xapakrepHoi mist armocdepu. [loganpiine miABHIIEHHS KOHIEHTpALii
KHCHIO BXK€ HE 301JIbIIY€ PalOTeHETUIHOTO €PEKTy ONPOMIHEHHSI.

8.3. Illguokicmb 6UHUKHEHHA 2EHHUX MYMayiil

Temn BUHUKHEHHS MyTalliii, abo mymabinericms, BAMIPIOBABCA y 0€3I1i4l PI3HUX
opra”i3miB. Y JIOAWHU TE€HHI MyTallii 3yCTpidaloThCs pialie, HiIK XPOMOCOMHI 1
T€HOMHI; BOHH HE TaK YacTO CYNPOBOIKYIOTHCS JIETATLHUM €(PEKTOM, TOMY MOXYTh
JOBro 30epiraTucsi B MOMYJIALISAX, & MPU JAESIKUX yMOBaxX HaBITh HAaKOIMUYYBaTHUCS.
JlocnipkeHHs JieTaabHUX €EeKTIB Mpu OJU3bKOCIOPIIHEHUX LUTI00aX MoKa3alo, 10
65m3pk0 8% BCIX JIIOJIE HECYTh HOBOCTBOPEH1 MyTallii, 1 3HAYHO MEHILA KUIbKICTb
[IUX TEHETUYHUX aHOMAJIi yCaJIKOBY€ETHCS.

[inecipsiMmoBaH1 JOCTIIKEHHS MyTalliifHOTO TPOIIECY B JIIOAUHU OYyJId PO3IOoYaTi
B 30-40-x pokax Ha renHomy (Haldane L, B, S, 1935) i xpomocomuomy (Anapeac A.
I'., Xecun JI. 4., 1940) piBHAX. [HTEHCHUBHICTH MYTAILIITHOTO MPOLIECY HA T'€HHOMY
PIBHI MOXHa OLIHIOBAaTH Ha MiACTaBl O0MIKY (P€HOTHUIIB a0 MOMyISLUIHHUX €PEKTIB
(moxiit), CHpUYMHEHUX CEHUPIYHUMU MYTaIISIMU.

[MomynsiiHUI TiaXi7 3aCHOBAHUN HA OIIHIN JETaTbHUX €(PEeKTIB BiJ 1HOpEIHUX
NUTI001B, CIIBBIIHOIICHHS CTaTeH, eIiMIHAIIT MyTaIllli y CTalllOHAPHUX TOMYJISITisX.
CyyacHl ngaHi, BKJIIOYAIOUM €JIEKTPOPOPETUYHI, [103BOJSIOTH MPHUITYCKATH, IO
YaCcTOTa CIIOHTAHHUX T€HHUX MYTAlilil y JIIOJAWHM 3HAXOAUThCA B Mexkax 107 - 107
CyMapHy 1HTEHCUBHICTh MYTaIlIHHOTO IMPOIIECY MOXHA OI[IHIOBATH TUTBKH MOOIYHO.
Axmio npuiinsaty, mo y moauau 50 000 - 100 000 nmokyciB 1 yactoTa MyTailiil B
cepenHboMy cTaHOBUTH 107, To L 03HaYae, MO KOXKEH iHIWBIJ Mac MOKIUBICTH
OTpUMAaTH HOBY MyTauio (abo Big O6arbka, abo BiJ marepl) 3 imoBipHicTiO 0,1. OTxe,
npubnau3no 10% ronel MatoTh MOKJIMBICTh OTPUMATH 3HOB BUHUKITY MYTAIIilo.

YacTora MmyTamiii He € aOCOMIOTHO CTaOlILHOKO BEJIMYUHOK. Y YHCIEHHHUX
JTOCITI/DKCHHSX BHSBIICHA 3aJICKHICTh YaCTOTH CIOPAJAWYHHX BHITAJKIB HOBHX
MyTariii, SKi CHPUYMHIOIOTH ayTOCOMHO-JIOMIHAHTHI 3aXBOPIOBAHHSA, BiJ BIKY
OarbkiB. Tak, me B 1957 poui L.Penrose nmoka3aB 3Ha4eHHsS BIKy OAaTbKIB Y 4acTOTI
HApOJ/KCHHS NITeH 3 axoHaporuia3iero. binbine 3HaueHHs Mae BiK OaThKiB, HIXK
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MaTepiB: WMOBIPHICTh HAPOIKCHHS JWTHHH 3 axoHJIporuiaziero Bim S50-piuHux
YOJIOBIKIB 30UIBIIYEThCSI B 2 pa3d B MOPIBHAHHI 13 3arajlbHO NOMYJISILIAHUM
MOKa3HUKOM (TaOJ1.).
Tabauys 5
3HaueHHS MYTalIHHOTO MPOLleCy B BUHUKHEHH] CMAJKOBUX 3aXBOPIOBAHb
(3a M. I1. BoukoBum, O. M. UeboTaproBum, 1989)

3axBOpPIOBAHHS Kinbkicth Hogi Cimeitni
BUIIA/IK1B myTarii, % BUNAAKHU, %o

Axonzpomaszis  (ayTOCOMHO-

JOMIHAHTHE 3aXBOPIOBAHHS ) 105 94 6

Heiipodibpomaros (ayTocomHo-

JIOMIHAHTHE 3aXBOPIOBAHHS) 110 77 23

XpomocomHI (Bcs TpyTia) 275 79 21

BuBuaBcsi BIUIMB BIKY OaTbKiB Ha MOSBY CHOPAAUYHMX BHUIMAJKIB ayTOCOMHO-
JOMIHAHTHUX 3aXBOpPIOBaHb. BusBIE€HO pI3HULIO B Bill MarepiB NpoOaHIIB 1
KOHTPOJBHOT ~ BUOIpKM, aje CHEeliaJbHUN aHami3 y BCIX BHUIAJKax IOKa3yBaB
HabaraTo OLIBITY 3HAYYIIICTh BiKy OarbkiB. [lOSCHEHHsS IIbOMY 3HAxXOHsITh B
0COOJIMBOCTSIX YOJIOBIYOTO TaMETOTeHE3y B TMOPIBHSAHHI 3 JXKIHOYMM (Oe3mepepBHa
OHOBITIOBAHICTh CIEPMIOTEHHOTO EMITENI0), OTXE, MOB'A3YIOTh IMOSBY MYyTaiiil 3
nomunkamu pervrikanii JITHK. I3 mum mMoxHa 9acTKOBO MOTOIWTHUCS, aje MOTPiOHO
3'sicyBaTH, YOMY 3aJIeKHICTh YAaCTOTM HAPOJDKEHHS [ITe 3 JOMIHAHTHUMU
MyTaIlISIMU BiJl BIKy OaThbKa €KCIIOHEHIIIaJIbHA, a HE MPSIMOJIIHINHA. AJie HEe JJIs BCIX
JOMIHAHTHO YCHAJKOBAaHHUX 3aXBOPIOBAHb BCTAHOBJIICHO 3HAYEHHS BIKY OaTbKIB
(HampuKIaJ, CHaJKOBHM aJeHOMATO3 IUIYHKOBO-KHUIIKOBOI'O TPaKTy, TyOepo3 HuUM
CKJIEpO3 1 1H.).

He BusBieHo BIUIMB BiKy OaThKiB, MOPSAKY HAPOKCHHs, YUCIa [ITEH Ta
IHTEpBaTy MIDXK HApOKCHHSIMU Ha HWMOBIPHICTH TMOSBH XBOPOO 3 ypaKEHHAM
pyxoBux HelpoHiB (309 ponoBoniB). He 3anexuth 4acToTa BAHUKHEHHS MYTalllil B1J
BIKY MpeAKiB 1 npu X-34EIJIEHUX 3aXBOPIOBaHHAX (BIKY JIIyciB IpoOaHAIB IO
MaTEPUHCHKIN JHIT).

Ha vactoTy BUHMKHEHHS MyTalliii B 3apOJKOBHUX KJIITHHAX MOXYTb BIUIMBATH U
iHmi Oiosnoriyni yuHHUkW. [le J. B. S. Haldane (1935) Bmepmie 3pobuB crnpoOy
MOPIBHATH YaCTOTY BHHUKHEHHS CIIOHTAHHHMX MYTallli B CIIEPMIsX 1 SIUIEKITIITUHAX,
TOOTO BUBYMUTHU TEMIIM CIIOHTAHHOTO MYTAI[IHHOTO TPOIleCYy HAa TE€HHOMY piBHI B
YOJIOBIKIB 1 KIHOK. 3py4YHUM OO0'€KTOM JJIi TaKOro JOCIIJKEHHS € MyTallli T'eHiB,
JoKami3oBaHUX B X-XpomMocomi. AHami3 JaHuUX MO0 TreModulii J03BOJIMB aBTOPY
3pOOUTH BUCHOBOK, 1110 T€HHI MyTallli BAHUKAIOTh yacTime (MoxiauBo B 10 pa3iB) y
YOJIOBIYMX TaMeTaX, HK B )KIHOYHX.
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F. Vogel (1977) mpoananizyBaB naHi JiTepaTypu HPO YaCTOTy MHUMOBLIBHUX
MyTaliid X-XpoMOCOMH, IO BHKJIMKAIOTh PEIECHBHO YCHAJKOBAaHI 3aXBOPIOBAHHS.
[IpaBuiabHUN CTATUCTUYHUI aHaM3 1 TOYHE BU3HAYEHHS TETEPO3UTOTHOCTI €
HEOJMIHHUMHU METOJUYHUMH YMOBaMU JIJIsl IPOBEACHHS MOAIOHUX JOCHKeHb. [Ipu
JOTPUMaHHI IIUX yYMOB BCTAHOBJICHO, IO 3a JIOKycamMu TremModurii A 1 CHHAPOMY
Jlema-Hixena wMyTamiiHMi TIpoOIlEC B 3apOJKOBUX KIITHMHAX YOJOBIKIB TPHUBAE
IHTEHCHUBHIIIE. Y TOM e Yac BEJIMKUN Matepian mo M’ s30Bi auctpodii romenna
MIOKa3aB, IO PI3HMII B MyTaIllHHOMY TPOIECI B YOJOBIKIB 1 KIHOK 3 IBOTO JIOKYCY
HEMaE.

MumoBiIbHE BHUHHKHEHHS MYyTaliil Moke OyTH CIPUYMHEHO ab0 MOMUJIKAMHU
perutikanii, abo BIUIMBOM MYTareéHHUX YMHHHUKIB XIMIYHOI a00 (I3MYHOI MPUPOIU.
MorkHa cipoOyBaTH MOSACHUTH CIIOHTAHHI MYyTalli MPUPOIHUM (POHOM OIPOMIHEHHS,
mii AKOro JIOAMHA MIANAEThCA MOCTIMHO. OqHaK OUIBIIICT, T€HETUKIB HE BBAKAIOTH
III0 TOYKY 30py OOrpyHTOBaHOIO. SIK TMOKa3ylOTh pO3paxyHKH, (OH pajiaiii mae
SKeCh 3HAYCHHs, ajle HE € BU3HAYaJbHUM. HaBpsia uu B MOXOKEHHI MHUMOBUIBHUX
MyTaliil y JIIOAMHHU ICTOTHY pOJb BiAirpae TeMmueparypHui (akTop, xoya Uisd
€KCIIEpUMEHTAJIbHUX TBapHH Ll (akT BcTaHOBIEHUH. SIkOM me Oyno Tak, TO Y
KIHOK MYTalliil BUHUKAJI0 O OUIbIINE, HIXK Y YOJOBIKIB, OCKUIBKUA TEMIIEpaTypa S€YOK
HIDKYE, HDK SIEYHUKIB. SIKIIO MOXO/PKEHHS MyTallildi TOSCHUTH TOMHJIKAMH, IO
BUHHMKAIOTh B MPOIIEC peIuTiKaIlii TeHiB, TO TOAl y YOJOBIKIB MOBUHHA OyTH BEJIMKa
3QJICKHICTh YaCTOTH MyTallli BiJ BIKy, HIX Yy JXKIHOK, TOMY IO B YOJOBIKIB
BiJI0OYBa€ETHCS Oe3MepepBHE OHOBIICHHS CIIEPMATOTEHHOTO CIMITENI0, a OOIUTH KIHOK
HE JUIAThCA. B 1bOMy BHNAIKy NpU HApOHKEHH1 JITEH 31 CNAaJKOBUMH XBOPOOAMHM
PI3HMIIS MK BIKOM OaTbKiB 1 MaTrepiB MOBUHHA OyTH OUIbIlE, HIK MIPU HAPOHKEHH1
HOpMaJIbHUX AiTed. Tak BOHO 1 BUSIBUIIOCS JJISl ACSIKUX 3aXBOPIOBAHb.

Takum uyuHOM, HE OAMH, a OaraTto (haKTOpIB BHU3HAYAIOTH MHUMOBUIBHUHN
MYTAaIlIMHUI TIPOIIEC Y 3apPOJIKOBUX KJIITHHAX Ha TEHHOMY PiBHI.

8.4. Memoou ecmanogienna uacmomu mymauii y 1t00UHU

@DEeHOTUITIYHI METOAM OI[IHKH IHTEHCHBHOCTI MYTAI[IHHOIO MPOLECY B JIOAUHU
NOJUISAIOTH HAa MPSAMUM 1 HEIPSAMU.

lpsamuti memoo -  BU3HAYEHHS BIJHOUIEHHS KUIBKOCTI HOBHMX BHUIIAQJIKIB
3aXBOPIOBaHHS a00 MOP()OJIOTIYHMX 3MiH, TOOTO KITBKOCTI JITEH 13 TMOPYIISHHSIMH,
HApOJ/KEHUX BIJl 3J0POBUX OATHKIB, 10 KITBKOCTI BCiX T'€HIB JIAHOTO JIOKYCY B OCI0
BUBUYCHOI momyJsnii. [Ipu 11boMy po3paxyHOK MPOBOAUTHCS HA OJHE MOKOJIHHA (Y
JIOJUHU WOTO TPUBAICTh MpuUiiMaeThbesi piBHOIO 30 pokiB). OueBUIHO, IO MPSIMHIMA
METOJI MOX€ OyTH 3acTOCOBaHMM JsHIIe Juisi OOJIKYy JOMIHAHTHUX ayTOCOMHHX
MyTaliil a00 KOAOMIHAHTHUX yCHaJKOBAaHUX O3HAK, MPU SKUX 3aXBOPIOBaHHS J00pe

106



JIarHOCTYETHCS 1 € TOBHA TEHETPAHTHICTh MYTalllli B TE€TEPO3UTOTHOMY TE€HOTHIII.
OCKUIBKM KOXEH OpraHi3M Mae MOABIMHUII HaOlp TeHIB, JJIs PO3PaXyHKY YacTOTH
MyTarliii Ha raMeTy HeoOXiHO MOABOITH 3arajibHe YUCIIO 00CTEKECHUX

M

2N

ne U — gyacToTra BUHUKHEHHS MyTaIliid; M — KUIbKICTh MyTaHTHUX (PEHOTHUITIB;
N — KUIBKICTh 0OCTEXEHUX JIOACH y MOMYJIALIIi.

Henpsimuui memoo 0a3yeTbcs Ha MPUHLIMIN PIBHOBArM MK MyTaLllITHUM IIPOLIECOM
1 eNIMIHAIIEI0 MYTaHTIB, Kl MalOTh 3HI)KCHY >KUTTE3/IaTHICTh. SKIIO MyTallis
IPU3BOAUTH 10 3HUKEHHS IUIOAIOYOCTI MYTAHTIB, TO Yepe3 SKUUCh MPOMIKOK Yacy
BCTAHOBUTBHCS PIBHOBAra MiX HaJXOKEHHSM MYTAHTIB 32 paXyHOK 3HOBY BUHHUKJIUX
MyTaIliil 1 exiMiHaIlil HUX 32 paxXyHOK 3HMKEHOT TUIOAI0YO0CTi. TaKuM YMHOM, 3HAKOUH
4acTOTy MYTAHTIB y TOMNYJAMmii 1 IXHIO IUIOAKOYICTh BIJHOCHO IUIOJIOYOCTI
HEMYTaHTHUX OCOOMH, MO>KHA BU3HAYUTH IHTEHCUBHICTh MYTaI[IHHOTO MPOLIECY.

3a JOMOMOIOK HENpsIMOrO METOAY MOKHAa BU3HAYAaTH YaCTOTH JOMIHAHTHHUX 1
pELIECUBHUX MYTaIllili (ayTOCOMHHUX 1 3UCIJICHUX 31 CTaTTI0), BUKOPUCTOBYIOUYHU TaKl

dbopmynu:

1
— JUIsl JIOMIHAHTHUX ayTOCOMHUX U =-(1— f )-x

— i pCHCCUBHUX ayTOCOMHHUX U = (l—f) X

1)

— i pCHCCUBHUX 3UCIVICHUX 13 CTaTTIO U -

1
3

N

— JUIS IOMIHAHTHMX 3YeIrieHux i3 crartio U = -(1— f )-x
3

— i TOJaHAPUYIHHNX U = (l—f) x/

ne U — gyacToTa BUHUKHEHHS MyTaIluii; f — BilIHOCHA TUIOIOYICTh MyTaHTa,

X — YacTOTa MYTaHTIB y IOMyJANil y Iimomy; X’

— YacToTa MYTAHTIB CEpeNl
YOJIOBIKIB.
8.5. Xpomocomni ma zenomni mymauii

Pi3H1 KJIITUHU OAHOTO OPraHi3My 1 pi3HI OCOOMHU OJAHOTO BUAY MAalOTh 3a3BUYAl
OJIHAKOBY KIJIBKICTh XPOMOCOM Yy HaOOpi, 3a BHUHSATKOM TaMeT, SKI MICTATh YyJBiYl
MEHIIIE XPOMOCOM Y TIOPIBHSHHI 13 COMaTMYHMMHU KJIITUHaMHU. KuUIbKICTh
TOMOJIOTIYHUX XPOMOCOM 1 TOPSJIOK PO3MIIMICHHS TE€HIB y HUX TaKOX OJHAKOBI B
PI3HHMX KJITHUHAX 1 B PI3HUX MPEACTABHUKIB OJHOTO BUAY. [3 LUX MpaBHUII € BUHSTKH,

BiJTIOMi SIK XpOMOCOMHI MyTarlii (mepedymoBu abo abepariii).
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Xpomocomui mymayii , a00 xpomocomui abepayii — BHyTPIIIHBOXPOMOCOMHI YU
MIKXPOMOCOMHI TIepeMimieHHs1 a00 BTpaTH XPOMOCOMHHUX CEIMEHTIB MICIs OJHOTO
a00 JEeKIIbKOX XPOMOCOMHHX PO3PHBIB, K1 MalOTh T€HETHYH1 HACIIIIKH.

XpoMocoMHI abeparlii CIpUYMHEHI MEePEMINIEHHSIM T€HETUYHOI0 Marepiaiy, 10
IPU3BOJUTH J0 3MIHU CTPYKTYPH XPOMOCOM Y MEKax KapioTumy. ¥Y Taki nepeOya0Bu
MOXKYTh OYTH 3a]y4eHi NUISHKUA OJHIET XpOMOCOMH ab0 PI3HUX - HETOMOJIOTIYHUX -
XpoMocoM.  BigmoBigHO 70  mBOrO  KPUTEPIIO  BUAUIIOTE  abepairii
BHYTPIIIHBOXPOMOCOMHI Ta MI>KXPOMOCOMHI.

J10 BHYTPIIIHBOXPOMOCOMHUX a0epaliil BIIHOCATh: HeCTayl, AyIUliKalii, IHBepCii.

Hecmaui MOXyTh OyTu KiHneBuMu (iX Ha3UBalOTh Oe@iuienci), KOIU
BII0yBaeThCsl BTpaTa ogHoro (puc. 14,6) abo 1BOX KIHLIEBUX IUISHOK XPOMOCOMHM
(puc. 14,B) 1 cepeIMHHUMU - Oejleyii, 110 BUHUKAIOTh BHACIIOK BTPATH HEBEIUKOTO
BHYTPIIIHBOTO XPOMOCOMHOTO ab0 XpOMAaTHUIHOTO CErMEHTa B pe3yJbTaTl JIBOX

po3puBiB (puc. 15).
Y . .

123 4567890
b

123 4567] [890]
E

(2] Ex 45678 [90]

Puc.14. - Jledimenci (a — BUXiJHA XpOMOCOMa, 6 - BTpaTa OJHOTO Ta 68 — JBOX

TePMIHAJIBHUX JIISTHOK)

.Y ¥
123745673889 0]

b E
[1 2311 4550] [678]

Puc.15. - Jleneniss (¢ — BUXigHA XpOMOCOMa, 6 — XpoMOcOMa 3 JIEJeli€l, 8 —

alleHTPUYHUN (PparMeHT)

VY pasi gedimeHci micias BTpaTH JBOX TEPMIHAIBHUX JUISTHOK BIAKPUTI KIHII
XPOMOCOMH MOXYTh 3'€IHYBaTUCS, YTBOPIOIOYM KUIBIETIONIOHY XpOMOCOMY.
®parMeHT XpOMOCOMH €NIMIHY€ETbCS B MITO31. Y pasi jAenelii miede XpOMOCOMH 3
BEJIMKOI0O HECTAuel0 CTa€ KOPOTIIMM, a BTPAYCHHH CETMEHT MOXE YTBOPIOBATH
AUEHTPUYHE KUIbLIE, IO EJIIMIHYEThCA HPH MOAUI KIITHHU. OCKIIBKH BHACIHIJIOK
neneuil ryOnsTeCs AUISIHKA XPOMOCOM, Y TETE€pO3UIoT 3a IUMHU mepeldynaoBaMu
CIIOCTEPIraloThCsl XapaKTepHI MOPYILIEHHS KoH'toraiii romoJioriB. bingkin goBra
HOpMaJIbHA XpOMOCOMa YTBOPIOE METII0 HA AUISHIT, IO BIAMOBIIAE ACIEITii.
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Jleneriss AOMIHAHTHOTO ajieisl B TETEPO3UTOTI MPU3BOAUTH JO MPOSIBICHHS
peuecuBHoro aznesns. Lle sBuiie Ha3uBaeThCA MCEBIOJOMIHYBaHHSIM.

/Jlynnikayia - pI3HOBUJ XPOMOCOMHHMX NepeOy[oB, KOJIM JesKa JUISTHKA
XpOMOCOMHM B TaruioifHOMy HaOoOpl npeacraBlieHa [Bidi. [eTepo3urotHi 3a
OyTUTIKAIE0 OCOOMHMU HECYTh Bl J03U AYIUIIIHOBAaHUX T'€HIB, TOMO3WUTOTHI -
yorupu. Jlyrumikaiisi BiOyBaeTbCs BHACHIJOK SK MIHIMyM TpPbhOX PO3PHUBIB 1
nojaneIoi Hectaul (gernerii) B OJHIM XpPOMOCOMI Ta TpaHCIOKAIli BTpavyeHOi
JJISTHKY B 1HIITY XpoMocoMmy (puc.16).

I 1 23 17X 456789 0] Hczogsad zpoMocoma

i
O [1 2 Ty 345[45[67880]

6

[T 3 (< 3436[45[7890]
B

[T 2 O 343[54[67850]
r BHyTpHZpoMOCOMHEIR

[T 2 x> 3456[54[78390] AyTIAL

a

1452 X 34567890 |
=

1542 24567890

-

H
m | & B x CJ[45|DEFGH]
5 MexrxpomMocoMHEIE
(X345 AT

Puc. 16. - Tunsl qymtikaiiit

SKIO CcerMeHT NepeMilleHUl Yy TOMOJIOTIYHY XpOMOCOMY, AYILTIKALis
HA3UBAETHCS BHYMPIUHLOXPOMOCOMHOIW. BHYTPIIIHLOXPOMOCOMHA AYTUTIKAIlis MOXKE
Oyt cyMiKHOWO (TaHaemHoio) (puc.16,a) abGo HecymixkHow (puc.16,0),
BHYTpIIIHBOIIEYEBOIO  (puc.16, 2), Mmixmuiederoro (puc.16, 9, e). Skmo B
OYTUTIIHOBAHOMY CETMEHT1 30epiraeTbCsi TOPAIOK TEHIB BUXITHOI XPOMOCOMH,
OyTUTIKAIisE — Ha3uBaeThcs  mpsimoro  (pue.16, a,6,0), T1ipu  TEepeBepTaHHI
nymriniioanoro cermenra Ha 180° - 3BopoTHON a0 AyIUTKaLicro 3 iHBEpCicro
(puc.16, 8, 2, e). S0 AYIIIIIOBAHUN CETMEHT JIOKAII30BaHUI Y HETOMOJIOTIYHIM
xpoMmocomi (puc.16, ) abo MNPUCYTHIM y XpPOMOCOMHOMY Habopi B ¢opmi
HEeHTpUYHOTO (pparmMenTa (puc.16, 3), yrIiikaiis HAa3UBAETHCA MI>KXPOMOCOMHOIO.

Bigomi Bumagku OaraTopa3oBUX IMOBTOPEHb (MYJIBTHILTIKAIN) SIKOi-HEOYIb
TUISTHKA - amniaigikayii. ['OTOBHOIO NPUYMHOI MHOXHHHHUX TIOBTOPIB JUISHOK
TEHETUYHOTO MaTepialy € HEepiBHUW KPOCHUHTOBEP, TMPU SIKOMY PO3PUBH
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BiIOYyBAIOTbCSI HE B CTPOTO 1IGHTUYHUX, @ B PI3HUX MICIAX HECECTPUHCHKUX
FOMOJIOTIYHUX XPOMATHJ, BHACIIJIOK YOro OOMIH MK UHMH XpoMaTuiaMu
B1I0YBa€THCSI HEPIBHUMHU CETMEHTAMU: B XPOMATHU/II, 1O BiJi/lajla MEHIIIUM CErMEHT,
YTBOPIOETHCS AYIUTIKALlIS, @ B XPOMATH/II, B IKY BOYJIOBaHUU 116l MEHIIUN CETMEHT 1
BTpauYCHUM BEJIMKUM HparMeHT - Aelielis.

Jymumikamii BiAirparOTh ICTOTHY pOJIb B €BOJIIOLII T€HOMY, TaK SIK BOHH
CTBOPIOIOTH JIOAATKOBI MUISHKH T€HETUYHOTO MaTrepiany, QyHKIIS SKUX MOXe OyTH
3MiHEHA B pe3yJIbTaTi MyTallii 1 MOAJBIIOTO MPUPOJTHOTO JT000DY.

Ingepcia - BHyTPIIIHBOXPOMOCOMHA MyTalllsl, IO BUHUKA€E B pe3yJIbTaTl JBOX ab0
OLIBIIOT KiJILKOCTI PO3PHBIB 1 MepeBepTaHHs UISHKM Xpomocomu Ha 180° (pume.17).
[HBepcii yacTo 3ycTpiyaroThCa SK XPOMOCOMHI mepeOyaoBH, aje MOXYTb OyTH 1
XpOMaTU/H1 1HBepCii. SKIO IHBEpPTOBAHUI CETMEHT BKJIKOYAE LIEHTPOMEPHY 001acTh,
1HBEpCisl  HA3UBAETbCS  nepiyenmpuynoro  (CUMETPUYHOIO),  SKIIO  HI -
napayenmpuunoro (aCUMETPUIHOIO).

I . 4567 8289 [j| HCEOJHAA XpoMocoMa

I TIpocTele HHEEpCHH |

a) 2| 4567890 | NEPHOERTPHY ECKAA
£) 3| 65 4/7890] I3 AEHTRHEE CHAA

I Cnosmele HHEEPCHE |

) [12 (3 3]54[67850] —» [12 (3 35467]98]0]

HEZABEHCHMAA

n[127x73[987654[0] —» [12 (x7398[67[54 0]
EBCTABOYHAA

12 >0 3[546[7850] —* [12 X 3[87456[90]
NEPEKPEIEARIIAACA

Puc.17. - Tunu inBepciit

Ineepcisi  Ha3UBAETBCS NMPOCMOI0, SKIIO 1HBEPTOBAHMM OJMH  CETMEHT
XPOMOCOMH; CKIAOHO0, SIKIO 1HBEpTOBaHI JBa cermeHTa. CKilaJiHa 1HBEPCIS MOXKE
OyTH HE3aJeXKHOI0, SKIIO JPYTrUid 1HBEPTOBAHUN CETMEHT JIEKUThH M03a IEPIIOoro;
8CMABKO60I0, SIKIIO  JIpyra 1HBepCis BiAOyBaeTbCAd BCEPEIWHI  IMEPBICHOTO
IHBEPTOBAHOTO  CETMEHTA; maxkow, W0 NepeKpusacmspcs, SKIO APYyTHA
1HBEpTOBaHUM CErMEHT OJHUM KIHIIEM 3aXOILIIOE NIEPILY 1HBEPCIIO.

[HBepcist B rOMO3UTOTHOMY CTaH1 Ma€ JIETAIbHUIN eeKT, TOMY 11 CIIOCTEpIraloTh
NepeBaXHO B IeTEpO3UroTax. IHIIMKA Ba)JIMBUN HACHIJOK 1HBEPCIi - MPUTHIYECHHS
KPOCUHTOBEPY. [Ipu meioTHYHIN KOH'IOralii TOMOJOTIYHHX XPOMOCOM Y
TeTEPO3UTOT 3a IHBEPCIEI0 CIIOCTEpIraloThes NeTal. Skmo B Takuil mnerii (B
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IHBEpTOBaHIA AUISHIN) BiAOYJAEThCS OJMHAPHUN KPOCHMHTOBEpP, TO B pasi
napaneHTpUYHOi 1HBEpCii BUHHUKAE OJHA XpoMaTHAa 3 JBOMA IEHTPOMEpaMu
(IMLEHTpUYHA XpOMOCOMA), Kl I MOPBYTh MPHU PO3XOJKEHHI. [HIa Xpomarunaa
Oyne 0Oe3 ueHTpomepu (alEeHTpUYHA XPOMOCOMA), BOHA BTPAYa€ThCs B MPOIIEC]
Meno3y. Takum 4MHOM, 13 YOTUPHOX T'aMET JKUTTE3IaTHUMU BUSBISTHCS TIIBKH JIBI.
Braciiiok 1boro iHBepcCis po3IiIsSIa€Thes K HENPSIMUN IPUTHIYYBad KPOCUHTOBEPY.
TakuM 4YMHOM, TE€TEPO3UTOTHI 1HBEPCIi CIy»aTh YMHHHUKAMHU 130JISIi1 1 CHOPHUSIIOTH
€BOJTIOIIMHIN TUBEPreHIlli HOBUX (OPM, 110 YTBOPIOIOTHCS B MeKax BHUY. Jlo TOro x
1HBEpCli - MOLIMPEHUN HUISIX €BOJIIOLIHOIO MEPETBOPEHHS TEHETUYHOIO MaTepiany.
Hanpuknan, kapioTUNy JHOJUHYU 1 MIUMIAH3€ IPU Maike MOAI0HOMY T€HOMI MaroTh
pi3HY KUIbKICTh XpoMmocoM: Homo sapiens - 2n = 46, Anthropopithecus pan - 2n =
48. XpomocoMa 2 JIOAMHU MICTUTh BEJIMKY YacCTUHY Marepianxy, TOMOJIOTIYHOTro
JOJATKOBIM Mmapi XpomMocoMm muMnan3e. KpiMm Toro, BIIMIHHOCTI CTOCYIOThCS
4OTUPHOX XpomMocoM (aytocom): 4-oi, 5-0i, 12-0i, 17-0i, B sAkux BiIOyIHUCA
nepileHTPUYHI 1HBEPCii.

Jlo MIXXpPOMOCOMHUX abepalliil BITHOCIThCS mpancnosuyii 1 mpancaoxayii. i
TEPMIHOM «TPAHCJIOKALis» B IIMPOKOMY CEHCl pPO3YMIIOTh Oy[b-SIKE MEPEMIILIECHHS
XPOMOCOMHHMX CETMEHTIB y XPOMOCOMHOMY HaOopi. SKIIO mepemilaeTbcsi OAUH
CEerMEHT, TpPAHCIOKaLlsl HA3UBAETbCS NpPOCmolo, ab0 OJHOCTOPOHHBOIO, SIKIIO
MIHSIFOTBCSI MICIISIMH JIBa CETMEHTH - B3a€EMHOI0, ab0 peyunpoxroro. TpaHcIoOKaIlis
MOXE BIIOyBaTHUCS BCEpeAMHI Ti€T X XPOMOCOMH (BHYTPIIIHHOXPOMOCOMHA
TpaHCJIOKaIlis), B MEXax OJHOro abo ABOX 1i Twiedeld. MidxxcxpomocomHumu
MPaHCIoKayisiMy Ha3UBAIOTHCA MEPEMIIIEHHS CETMEHTIB MIXK JIBOMA FOMOJIOTTYHUMU
(cecTpUHCHKUMU) a00 HETOMOJIOTTYHUMHU XPOMOCOMAaMH.

VY By3bKOMY CEHCI MiJ| mMpaHcioKkayiclo Po3yMil0Th OOMIH CETMEHTaMU MIXK
JIBOMa HErOMOJIOTTYHUMHU XPOMOCOMHU - B3a€MH1 a00 peyunpoxrni mpancioxayii. Lle
HAWOUIBII MOMMPEHUN TUI TPAHCIOKAIINA. Y 1IbOMY BHUIIAJKy MOKE YTBOPUTUCS B
HOB1 MOHOIIEHTPHUYHI XpOMOCOMHU a00 TUIEHTPUYHA XPOMOCOMA 3 OJTHUM abo JIBOMa
aneHTpUYHUMH (pparMeHTamMu. PerumnpokHi TpaHCIOKaIlil MPOSBISIOTHCS 3a3BUYal Y
reTepo3UroTHOMY CTaHi; B MOTOMCTBI I[UX FE€TEPO3UTOT TPAILISIOTHCS TOMO3UTOTH 32
TPaHCJIOKALIELO.

Benuki TpaHciokamii 3MiHIOIOTH MOP(QOJIOTII0 XPOMOCOM 1 KapTHHY iX
KOH'forauii y meiosi (XpecTu, KUlbls, BICIMKA 3 XpPOMOCOM), a MIKXPOMOCOMHI -
3MIHIOIOTh TPYIU 3YEIJICHHS, IO BUSBISIETBCA TPH TiOPUIOJIOTIYHOMY aHaIi3l.
Xapaktep KOH'IOTAIlll TPaHCIOLIHOBAHUX XPOMOCOM 3MIHIOETBCS, YTBOPIOETHCS
dirypa xpecra. [lo6mm3y TOYOK pPO3pUBIB KOH'IOTAINS YCKIQJHIOETHCS 1 B IHX
OUITHKaX  TPUTHIYYEThCS  KpocciroBep. TakuM YWMHOM, Y TOMO3UTOT 3a
TPAHCJIOKALISIMU 3MIHIOETHCSI XapaKTep 34EIUICHHS T'€HIB, Y F€T€pO3UToT - TI'€HH, LI0
HaJIeKaTh JO HETOMOJIOTIYHOT XpPOMOCOMH, YCIAIKOBYIOTHCS Tak, HEMOB OM BOHHU
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HAJIeXKaTh JI0 OJIHIE]T TPynM 34YEIUICHHS, TOMY TIOBHICTIO (DYHKI[IOHATBHUMH
BUSIBIISIIOTBCA Ti TAMETH, SIKI HECYTh OaThKIBChKI MOEIHAHHS XPOMOCOM.

JIlUisiHKa XpOMOCOMHM MOXE TaKOXK 3MIHIOBAaTH CBO€ IIOJIOXKEHHs 1 0e3
PELUNPOKHOTO OOMIHY, 3aJIMIIAIOYKUCh B Till caMiil XpoMOcOM1 a00 BKJIIOYAIOYKCh B
SKyCb 1HIIY. TpaHcaoKalii TaKoro TUITY HA3WBAIOTh TPAHCTIO3UIIISIMU.

Tpancnosuyis - nepeMilieHHs ¢parMeHTa T€HEeTUYHOTO MaTepialy B MeKax
onHiei xpomocomu (iHcepilis)) ab0 MK PI3HUMH XpOMOCOMaMmH (BCTaBKa), IO
BiIOYBA€EThCS BHACTIZAOK TPhOX PO3PHUBIB. TpPAHCHO3MUIlS TPHUBAE 34 YYACTIO
MOOUIPHUX JUCIEProBaHUX TeHeTuyHux enementiB (MIIT - eneMmeHTiB) —
HYKJIEOTUIHUX TOCIIJOBHOCTEM, 34aTHUX IMEPEMIIIATUCSA 3 OJHOTO MICLS HA 1HILE
(Tpancno3oHiB). Y 1947-1950 pp. amepukanka b. Mak KiiHTOK, BUBUalOUH '€HETUKY
3a0apBJICHHSI 3€pHA KYKYpYy/A3d, BUSBUJIA MyTalli 1 XpOMOCOMHI nepeOyaoBU ITijl
JIEI0 TIEBHUX TCHETMYHHMX EJIEMEHTIB y MeXaX reHoMma. TpaHCHO30HHI €JIEMEHTH
Oynu BIAKPHUTI TaKOX MPU 3HAXOHKEHHI BCTABOK HOBOTO MaTepialy B Mexax
OakTepiaibHUX OMNEpOHIB. Taki BCTaBKU JIOKATI3YIOThCS BCEpPEAMHI TE€HAa Ta
NEPEIIKOKAIOTh  Horo  TpaHckpumiii. IlocaigoBHOCTI  HYKJIEOTHIB, 3/aTHI
BOYZIOBYBaTUCS B Pi3HI AUISTHKY reHoMy kuineyHoi nanudku (E. coli), Ha3uBaroThCs
IS-enemenmamu (Bin aHrn. Insertion sequences - BCTaBHI MOCTIZOBHOCTI). IxHi
reHeTHU4H1 (yHKUII MOB'sI3aHl JUIIe 31 3AaTHICTIO 10 TpaHcno3uiii. bimemricts [S-
€JIEMEHTIB MaloTh T€H, 110 KOHTPOJIOE CHUHTE3 (epMeHTy TpaHCI03as3a,
BIIMOBIAQAIBHOTO 3a 1X TepeMilleHHs. TakuM 4YHWHOM, pa3oM 13 IUIa3MijJaMu
TPAHCTIO30HHW TMPOKAPIOTIB BU3HAYAIOTh PYXJUBICTh TEHIB KIITHHHU-TOCTIONApS Ta
KOMIIEHCYIOTh BIJICYTHICTh CTATE€BOI'O MpoLeCy. B eykapioTiB TpaHCIO30HH BUSBIICHI
y IpikmkiB 1 apo3odin. IX 0co6nuBicTh - HasABHICTH KiHLEBUX MoBTOpiB. Ilo3a
r€HOMY TpPAHCIO30HU TMpO- 1 €yKapioTiB (PYHKIIOHYBaTH HE MOXyTb. OTxe,
OCHOBHUMH PyHKUIAMH M/I['-eneMeHTiB €:

1) 3abe3neueHHs peKOMOIHAIIM TEeHETUYHOTO MaTepiany;

2) CTBOPEHHS YMOB MIHJIUBOCT1 TCHOMY;

3) BUKJIMKAIOTh T€HH1 MyTaIlil 1 XpOMOCOMHI 1epe0y10BY;

4) 3a0e3neyeHHsA TMEPEHECeHHS  HYKICOTHAHHUX  IOCIIJOBHOCTEH, IO
3HaXOJIATHCS IOPYY, B HOBE MICIIE HA XPOMOCOMI.

[Tepenecenns reniB M/II'- onun 13 paxTopis eBomromii. OTxe, KpiM 3BUYAHHUX
NUISIXIB  Mepenayl cnaakoBoi iHGopmarii Bijg OaThKiB HallagkaM, ICHYeE e 1
TOPU30HTAJIbHE MEPEHECEHHS TeHETUYHOI0 MaTepialy MK OKPEMUMHU BUIAMU, TOMY
PI3HOMAaHITHICTh TEHETUYHOI MIHJIMBOCTI MOXKe 301IbITyBaTUCSI. 3MiHA B CTPYKTYpI
XpPOMOCOM (XPOMOCOMHI MyTallii) MOXKYTh 3a4illaTi KiJTbKICTh T€HIB Y XPOMOCOMax
(iHBepcii 1 TpaHcIoKaIlii).

o uncna xpomocoMHux nesiki aBropu (D. Aitama, 1984 Ta iH.) BIZHOCATH 1
T€HOMHI MyTallli, MOB's13aHl 31 3MIHOIO KUIBKOCTI XpOMOCOM Yy TeHoMi. [Ipu 3miHax
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TAKOrO0 pPOJly B OJHUX BHMaAKax (3MIIMIEHHS 1 PO3MOALT XPOMOCOM) 3arajibHa
KUIBKICTh CHAJKOBOI0 MaTteplajgy 3aJMIIA€ThCS HE3MIHHOIO, B 1HIIMX (QHEYILIOimis,
MOHOIUIOIT1s, MOJIIUIOiMisl) - 3MIHIOEThCSA. Taki 3MIHM MoOKHa OO ’€IHATH B Taki
TpyIIN:

1) yenmpuuni 3numms. JIB1 HETOMOJIOTIYHI XPOMOCOMHU 3JIMBAIOTLCS B OJHY, IO
IPU3BOIUTH 10 BTPATH LIECHTPOMEPH;

2) yeumpuutne posnodinenns. OIHa XpoMocoMa pO3puUBaeThca Ha 1Bi. [lpu
[[bOMY TIOBUHHA YTBOPUTHCSI HOBa IIEHTPOMEPA; B 1HIIOMY BHUMAJKy XpoMocoma 0e3
LEHTPOMEPH BTPAYAETHCS MPU KIITUHHOMY PO3IOALII;

3) aneynnoiodis - TETEPOIIOiAisA, TOOTO 3MEHIIEHHS a00 30UIbIIEHHS KIIbKOCTI
XpOMOCOM, HEKpaTHE OCHOBHOMY YHCIy XPOMOCOM BHUAY. TepMmiHU Hyzicomix i
MOHOCOMIK BITHOCATBCSI JIO OpPraHi3MiB, SIKI MICTATH BIJAMOBIJIHO HA OJHY IMapy
XpPOMOCOM 1 Ha OAHY XpOMOCOMY MEHIlIe HOpMHU. TepMiHU mpucomix, mempacomix i
T.J. 03HAYAIOTh, 110 B XPOMOCOMHOMY HaOOp1 MPHUCYTHI BIAMOBIAHO OJHA, JBi 1 T.1.
3aiiBl XpOMOCOMH;

4) mononnoidis Ta noninaoidis. B 1ux BUMaaKax KUIbKICTh HAOOPIB XPOMOCOM
Outblle a00 MEHIIE JBOX. BUIBIIICTh €yKApIOTUYHUX OPraHi3MiB AMUIUIOiIAHI, TOOTO
HECYTh J1Ba HAOOPH XpPOMOCOM B KOKHIM COMATHUHINA KJIITHHI 1 IO OJHOMY Habopy -
B rameTax. AJjie ICHYIOTb OpraHi3Mu, siki B HOPMi MOHOIUIOi/IHI, TOOTO MICTSThH IO
OJIHOMY Habopy XxpomMocoMm. Hampukmnan, y Omkin caMmili MOHOIUIOITHI Ta
PO3BUBAIOTHCA 3 HE3AIUTITHEHUX S€lb MapTEHOT€HETHUYHO, a CaMKU - JUIUIOITHI 1
PO3BUBAIOTHCS 13 3AIUTITHEHUX SEITb.

Iloninnoioni opeawnizmu MaroTh OUIbIIE JBOX HaOOpiB xpoMocoMm. Oprasizm
HA3UBAETHCS MPUNIOiOHUM, SKIIO BIH Ma€ TpU HAOOPU XPOMOCOM, MempanioionuMm,
AKIIO BIH Hece yoThpu HaOopw 1 T.4. Hailbiibln nomupeHi NoJiIoiiHl OpraHi3Mu, y
AKUX YHUCJIO XPOMOCOMHHUX HAaOOpiB y KIITHHI KpaTHO JABOM: TETPAIUIOiy,
reKCcaruioiii, OKTOIUIOIM, IO MICTITh BIAMOBIIHO YOTUPU, IMICTh 1 BICIM
xpoMocoMHUX HabopiB. [lomimoinis qyke nomupeHa B ASSIKUX IPyNax pOCIHH, ajie
PIZIKO 3yCTpIiUa€ThCS B TBAPUH.

[HayKyrodi GakTopu, OmucaH1 BUINE, MOXKYTh BUKJIMKATH 3a3HAYEHI XPOMOCOMHI
MyTallli: TpaHCJIOKalii, 1HBepcli, Aeneuii, aedimeHci, aymiikamii. XpoMOCOMHI
MyTallii peecTpyrOThCS MiJ CBITJIOBUM MIKPOCKOIOM 1 CHPUYMHIOIOTH BIIXHWJICHHS
BiJl HOpMAJIBHOTO (DEHOTHITY, @ BTPATU BEIUKUX AUISHOK XPOMOCOM MPHU3BOIATH 0
JeTaTbHUX HACHIAKIB 1€ Y BHYTPINIHbOYTPOOHOMY mepiomi. Tomy Taki myTarii
BUSIBJISIIOTBCS  YacCTille TPH aHami3l KaploTHMy B 0Ci0 3 BpPOHKECHUMH BaJaMHu
PO3BUTKY a00 Y MEMOBIJILHO a0OPTOBaHUX eMOPIOHIB.

8.6. Hacmoma XpomocomMHux i 2eHOMHUX MymMayii y 100UHU i Memoou it OuiHKU

YactoTa XpOMOCOMHHUX 1 T€HOMHUX MyTallid y HOIYJSALIAX JIFOJAWHU Habararo
BUILE, HI’K T€HHMX. [X HAsBHICTb B CTATEBUX KJITHHAX MOSCHIOE BUCOKY JIETAIbHICTD
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rameT 1 3UroT Ha paHHIX CTafisx po3BUTKY (10 50-70%). Takum 4MHOM, y JIFOJAUHH
nie nocuTh eQEKTHUBHUN TMpeHATaTbHUN 1 MOCTHaTaabHUK 100ip. MUMOBUIBHI
BUKHIHI CTaHOBIATH OMm3bKO 15% BCiX BariTHOCTEH, MEpTBOHAPOKEHHS - 2%, a
IuTA4Ya CMEpTHICTh - 2-3%. KopcTkomy THUCKY 1000py MiAJalOThCs, TEPI 3a BCE,
XPOMOCOMHI 1 T€HOMHI MyTallii, Ipo IO CBIIYUTh MHPOrpecyroye 3MEHIICHHS iX
YacTOTU B psAly: eMOPIOH - IJIiJ] - HOBOHAapoKeHUu. OnHak 3-4 NUTUHU 3 KOXKHUX
1000 HOBOHAPOHKEHUX CTPAXKIAIOTh XPOMOCOMHUMH 3aXBOPIOBaHHAMH. BuIbIIiCTH
TaKHX XBOPOO € CIOpaguYHUMU, TOOTO BUHUKAIOTh 3HOBY BHACIIIJIOK T€HOMHUX (200
XPOMOCOMHMX) MYTalliil y raMeTax 3J0pOBHUX OaTbKIB a00 B 3UrOoTax MpH MHEPIIUX
MITOTUYHHUX MOJLIAX.

3a mporHo3aMu BYCHHUX, Y MaHOYTHbOMY PO3BHUTOK CYCITUIBCTBA Ta MEIUIIMHH
OpU3BEE /10 TOTO, IO JKUTTE3NATHICTh 1 MJIOAKOYICTh MYTAaHTHUX OpPraHi3MiB Oyje
HAOJIMKATUCA 10 BIJMOBIIHUX TOKA3HUKIB Y 370POBUX JIoAeH. Y 1IbOMY BUIAAKY,
BIJIMOBIAHO /IO MPHWHITUIIIB MOIMYJISALINHOT TeHETHKH, KUIBKICTh XBOPUX 3POCTATUME 3
MOKOJIHHA B TIOKOMIHHA. Y 3B'I3Ky 3 IIUM BHUBUCHHS JHUHAMIKH YacTOTH
XPOMOCOMHHUX 1 TEHOMHHMX MYTAIlill y JIFOJINHU € JOCUTh aKTyaJbHUM.

BcranoBiieHo, 10 AJi1 3aXBOPIOBaHb, SIKI TPUBAIOTh BAaXKO Ta (POPMYIOTHCS
BHYTPIIIHBOYTPOOHO (HANpHUKIad, XPOMOCOMHHUX XBOp00), HOBI MyTauli, SKi
BUHUKAIOTh B CTAaTEBUX KIITHHAX 3J0POBUX OaThKIB, CKIanaroTh Big 79 mo 94%, a
ciMeliHi (popmu, TOOTO yCragKoBaHi BiJi XBOPUX OAThKIB - TUIbKH 6-21%.

[Ipn BUBYEHHI YAaCTOTH BUHUKHEHHS XPOMOCOMHHX HE(EKTIB B MOIMYJISIIISAX
JIFOJTUHY CJI1JT BpaxOBYBaTH, II10:

1) B mIOACHKUX NOMYJSIISAX JOCUTh 4YacTo (4acTilie, HDXK Yy CCaBlIiB)
3yCTpI4arOThCA CTPYKTYpPHI IepeOy10BH (1HBEpPCli, TpaHCIOKaLlli);

2) nNpu BUBYEHHI YAaCTOTH MEPBUHHUX MYTAlIMHUX MOAIN (HEPO3XOMKEHHS,
nepedy10BU XpOMOCOM) CJIiJl IPOBOJIUTH KapiOJOTIUHE 0OCTEKEHHS MOAPYKHIX Map,
0COOJIMBO 3a HASBHOCTI B aHaMHE31 MUMOBUIBHUX BUKHUAHIB. [Ipu kapioTumyBaHHI
Marepialy MUMOBUIbHMX BUKHIHIB OLIBIIICTh BHUIIAJKIB XPOMOCOMHUX aHOMaJii
CTOCYIOThCS YCITaJIKOBAaHUX, & HE TIEPBUHHO BUHUKIIUX MOIH.

3) CyTT€BOI TMOMYJAIIMHOI O3HAKOK € BIK OaThKiB, OCOOJHMBO MatTepi,
OCKUIbKM BCTaHOBJICHA 3aJICKHICTh YACTOTH aHEYILIOIiM 3a OararbMa XpoMOCOMaMU
BiJl BIKY MaTepiB;

4) OCKIJTBKM YacTOTa XPOMOCOMHHUX aHOMaJliii HEOJHAKOBAa Ha PI3HUX CTaIisfix
OHTOTeHe3y (MUMOBLIBHI BUKH/IHI, TTPEHATAIbHA CMEPTHICTD, YKUBOPOXKICHHUS, Pi3HI
BIKOBI TPYIIH), OOJIK XPOMOCOMHUX aHOMAJIHM y TMOMYJIAIISX TOBUHEH BiIOYyBaTHUCS
Ha BCIX CTamisiX 3 OJHOYACHOK OIIIHKOI YacTOT PI3HUX Pe3yJIbTaTiB BariTHOCTI.
Pi3Ha yacTtoTa MUMOBUIBHUX BHUKHJIHIB, MEPTBOHAPOIKCHb 1 JKMBO HAPOJKEHHX
MOxke OyTH OOyMOBJE€Ha I1HIIMMH (COIaJTbHO-CKOHOMIYHUMH, O10JOTTYHUMH)
dakTopamu, HE MOB'SI3aHUMH 3 XPOMOCOMHUMH 1 TCHOMHUMH MYTaIlisIMU;
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5) cepen ycix XBOpUX 3 XPOMOCOMHUMH 3aXBOPIOBaHHSIMU He MeHie 25% €
XBOPUMH 3 MO3ailu3MoM. Y 0aratbox 3 HHUX JIeTKi (JOpMHU 3aXBOPIOBaHHS; Y HUX
HApOJUKYIOTHCS JIITH, 1[0 B CBOKO YEPTy IIJIBUILYE BIJICOTOK XPOMOCOMHHUX aHOMAJIIH
B MOMYJALISX. 3a3HAYeHUM BIACOTOK MO3AiU3MY CBITYUTH MPO BUCOKY YaCTOTY
BUHUKHECHHSI MyTallli Ha paHHIX eTamax PO3BUTKY eMOpioHa, TOOTO B COMaTHYHUX
KIITHHAX. Y 3B'S3KY 3 UM MPU MOMYIAIIMHIX 0OCTEKEHHSIX HEOOX1THO OIIHIOBATH
MO3aillu3M y TOJAPYXKHIX Map Ta MpoOaHIiB, MO0 BU3HAYUTH YaCTOTy MEPBUHHUX
MOJ11i B 3aPOJIKOBUX KITITHHAX.

BuB4eHHS MOMMPEHOCTI XPOMOCOMHOI TATOJIOTii SK YAaCTHHH 3arajbHOTO
TATapsl CHaJKOBUX XBOPOO y PI3HUX Ipynax HACEJIEHHS JO03BOJISIE OLIHUTH POJIb
XPOMOCOMHOI TMAaTOJIOTii Yy 3arajbHiil MaToJIOTil JIIOJUHU, a TaKOX YacTOTy
BUHUKHEHHSI XPOMOCOMHHUX 1 TEeHOMHHMX MyTauid. Ilpu omiHmi mnapamerpis
MOIIUPEHHS XPOMOCOMHUX aHOMAJlli B MOMYJISIIAX JIIOJUHUA BUKOPUCTOBYIOTH JIaH1
IIUTOTCHETUYHUX JIOCTIPKEHBb, MPOBEJICHUX Ha MaTepiajli MUMOBUIBHUX BUKH]IHIB,
MEPTBOHAPOPKCHNX Ta B HOBOHAPO/DKEHUX MdiTei. Pe3ymbratu mo mepmmx IBOX
rpymnax XapaKTEPU3yIOTh XPOMOCOMHI aHOMajli SK €TIOJNOTIYHUM (aKTop
BHYTPIIIHbOYTPOOHOT JIETATBHOCTI.

PeanpHa kapTMHA XPOMOCOMHHX aHOMAIIM y TOMYJAIISX TPYHTYEThCS Ha

pe3yJibTaTax [UTOTCHETUYHOTO JOCTIIKEHHSI Y HOBOHAPOKeHUX AiTei. [{1s oliHKu
YacTOTH BHUHUKHEHHS MYyTalllii IbOTO HEJOCTAaTHBO, HEOOXITHO TaKOX MaTH
BIJIOMOCTI MPO BHYTPIIIHBLOYTPOOH1 JIETAIbHI €(EeKTH XPOMOCOMHHUX 1 T€HOMHHUX
MyTaIliu.
Yacmoma XpoMOCOMHUX [ 2EHOMHUX Mymayill ceped MUMOBIIbHUX BUKUOHIB.
MuUMOBIIBHI BUKHUAHI € TMOIIMPEHOI0 NATOJIOTIEI0 BariTHOCTI. 3a JaHUMHU Pi3HUX
aBTOpIB, iX YacTOTa cepejl BCiX A1arHOCTOBAaHUX BariTHOCTEH cTaHOBUTH 15-30%.
HaiiGinpury nmutoMy Bary MUMOBLIIBHOTO NepepuBaHHs BariTHOCTI (6s13bk0 60-70%)
npunazae Ha TNEpIIMiA TPUMECTP BariTHOCTI. EKCHEPTHUMHU  JOCIHIHKEHHSIMU
MOKa3aHo, 1[0 B MepioJ Big 8 10 27 THUXKHIB BariTHOCTI 4acTOTa XPOMOCOMHHUX
aHOMaJTI 3HAYHO HIYKYE B TIOPIBHIHHI 3 UM MOKA3HUKOM JUTsl OUTBINT paHHIX CTPOKIB
1 B cepenHboMy cTaHOBUTH Onmu3bko 30%. 3a3Buuait 50-60% abopryciB manu
XPOMOCOMHI aHOMaJlii, Cepe]l SIKUX BUILISIUCS TPUCOMII, MOHOCOMIi 32 CTaTeBUMU
Yacmoma xpomocomuux aHomaniti ceped MepmeoHapoOxcenux.3a y3aralbHeHUMHU
nanumu BOO3, orpruMaHuMH Ha MiJICTaB1 AOCTIIKEHb, IIPOBEJICHUX B €BPOINEUCHKUX
KpaiHax, 4acToTa MEpPTBOHApOHKYBAHOCTI KoJiMBaeTbcs B Mexax 1 - 1,5%. Ilei
MOKA3HWK BKJIOYA€ aHTEHaTanbHy (Tepiol 3 28 THIKHIB BariTHOCTI JO TMOYATKY
MIOJIOTOBOI JIISUTBHOCTI) Ta 1HTpaHATaIbHY (M1 9ac MOJIOTIB) CMEPTh. 3 YCiX BUMAAKIB
MEPTBOHAPOIKEHb 55-60% BIAHOCATHCS A0 aHTEHATaJIbHOI CMEPTHOCTI, pPellTa - 10
IHTpaHaTAJIbHOI.
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3araibHU IMOKa3HUK 4acTOTH XPOMOCOMHHUX aHOMaTIi cepen

MEPTBOHAPOXKEHHX ITO/AIB JOCUTh BUCOKHI 1 CTAaHOBUTH B cepeiHboMy 6%. HacTka
XPOMOCOMHMX 1 FT€HOMHHUX MYTalliil Bil L€l IPyNy BlJ 3arajlbHOI KIJIBKOCTI 3a4aTh
cknagae 0,06%.
Yacmoma xpomocomuux aHomanit ceped HoeoHapoOxcenux. Ilpo uacrory
XpPOMOCOMHHMX AaHOMaJlid cepeJl HOBOHAPOHKEHUX MOXKHA CYIUTH Ha II1JICTaBi
KIIIHIYHOT J1arHOCTUKU XBOpoOW JlayHa, IOCIHIKEHb CTaTeBOr0 XPOMATHUHY 1
KapioTunyBaHHs. HalimoBHIII XapaKTepUCTUKA OTPUMYIOTh NMPU KaplOTUIyBaHHI. Y
pI3HUX KpaiHax 4acToTa XpPOMOCOMHHUX aHOMAJii MpU HAPOIKEHHI 30ira€ThbCs MpH
00CTE)XEHHSAX, MPOBEACHUX PI3HUMH aBTOpamHu. Lle moKa3HUK KOTMBAETHCS B MEXKax
Bix 0,6 1o 0,8%. YacToTa OCHOBHHMX THUITIB XPOMOCOMHMX aHOMatiil HacTymnHa: 0,26%
- aHOMaJTi1 B cucTeMi ctaTeBux xpomocom, 0,17% - Tpucomii 3a ayrocomamu, 0,30% -
CTPYKTypHI mnepeOynoBu. YactoTa XpOMOCOMHHUX aHOMalid cepea eMOpiOHIB B
JIEKUIbKA pa3iB BUIIE, HIXK cepe]] HOBOHAPOKEHUX.

YactoTa XpOMOCOMHHMX AaHOMaJill y crepMaTo30ilax JIOAUHHU OIL[HIOETHCS 3
BUKOPHCTAHHSM METOJy 3alUliJHEHHS CIIEpMATO30i0M JIOJUHHU SIMIEKITITUH
XOM's;lUKa (CHCTEMa CHEPMHI JIIOJMHU - SHLEKIITHHA XOoM'suka). JloBeneHo, Mo
4acTOTa AaHEYIUIOIAHUX CHEpMIiB BHUINE, HDK YacTOTa aHEYIUIOiAid 3a JaHuMU
KaplOTUIyBaHUS MaTepialy 1HAYKOBaHUX a0OpPTiB 1 HOBOHAPOXKEHHUX.
3acanvna wacmoma XpOMOCOMHUX 1 2eHOMHUX Mymayiu.JIns OIIHKM YacTOTH
MyTalliii HeoOX1THO 3HATH JIBa MOKA3HUKHU: YaCTOTY XPOMOCOMHUX aHOMAaIil cepen
JTOCITIDKCHUX BUITQJIKIB 1 YACTKY CHIOPaJIMYHUX BUIAIKIB (HOBHX MYTaHTIB). [[s mmx
el MOXHa BHUKOPHUCTOBYBAaTHM LMUTOI€HETHYHI JaHI NPO BHYTPIIIHBOYTPOOHI
JeTaJlbHl BHUMAJAKUM (MHUMOBUIbHI BHUKHAHI Ta MEPTBOHAPO/KEHHS), 1 pe3yibTaTH,
OTpUMaHI BiJi HOBOBOPOJIKEHUX.

Cepenns  momyiidiiiiHa yacTtora MUMOBUIBHUX — BHKMAHIB  (Na)=15%;
3yCTpIHaJIbHICTh XPOMOCOMHHUX aHoMmamiii cepen Hux (fa) B cepennbomy 46%.
MeptBoHapopkeHHs M  (NS) y pO3BHHEHMX KpaiHax 3akiHuyeTbcs Onm3bko 1-1,5%
BariTHOCTe. XpoMocoMmHi aHoMaii cepen HuX (fs) 3ycTpiuaroThesi B 6% BUTAIKIB.
Biamosinno 84% 3apeecTpoBaHUX BariTHOCTEH 3aKIHUYETHCS HAPOHKEHHSIM >KHBUX
niter (Nn), cepen sikux 0,7% maroTh XpoMOCOMHI aHoMautii (fn).

YacTtoTa XpOMOCOMHUX aHOMaliid cepen 3apeectpoBaHux BariTHocTed (U)
PO3paxoBYETHCS 3a (HOPMYJIOLO:

U =Nif; + Nof2 + N3f3 + ...

Ockinbku N(a) = 0,15, fa = 0,46, Ns= 0,01, fs= 0,06, N,= 0,84, f, = 0,007, o U =17,5
x 1072, 3aranpHa YacToTa XPOMOCOMHMX AHOMANiM CKIaHa€ThCs 3 MOPYIUEHb Y
cucremi crateBux xpomocoM (1,36 x 10 ~2), uncinennux anomaiiii ayrocom (3,48 x

10 ), momimuoinii (1,39*10 2) ta iHmmx Tumis anomamii. Yci reHOMHI MyTaii y
3apOJIKOBUX KIIITWHAX € HOBHMH, a CEpell CTPYKTYpHUX NepeOyIoB yacTKa HOBHUX
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myTaHTiB nopiBHIoe 0,35. CymapHa yacToTa HOBHUX XPOMOCOMHHX 1 T€HOMHUX
MyTaIiii CKIaza€e MPUOITU3HO 3x102% mHa 1 ramMery 3a MOKOJIHHS, SAKI0 IX
peecTpyBaT 3 MOMEHTY KOHCTATallil BariTHOCTI (6 — 8 THXKHIB MICHS 3a4atTTsl).

Binomo, mo 90% emOpioHIB NMpU CHOHTAHHOMY NE€pepuBaHHI 2-4 THKHEBOL
BariTHOCTI MalwTh XPOMOCOMHI aHoMmajli. TouyHy OIlIHKYy 4YacTOTH TepepUBaHHS
BariTHOCTI HAa paHHIX TEPMIHAX NPOBECTH BaxXko. Xoda Bigomo, mo 50-70%
3aIUTITHEHUX 3WTrOT HE JOXOASATh JO CTaali KIIHIYHO PEECTPOBAHOI BariTHOCTI,
MOB'SI3YBATH 1110 3arM0€Ib 3UTOT TUTHKU 3 XPOMOCOMHUMH aHOMAITIsIMU HE MO>KHA.

YacTtoTa XpOMOCOMHHUX MYTallii B ramerax CTaHOBUTH mpubauzno 1: 1000.
30anaHcoBaHI CTPYKTYpHI TepeOyI0BU 3/1aTHI HAKOMMWYYBATUCS B CIM'SX 1 HaBiTh B
NOMyJISIIAX. 3 yCIX HOBOHAPOKEHUX 31 CTPYKTYPHUMU NepeOya0BaMH TUIbKH Y4 1X
YacTHMHA - pe3yJibTaT HOBOI MyTallli, a ¥ - pe3yabTaT «cimelHoi» myTtamii. Cepen
MHMOBUILHUX BUKHIHIB II€ CHIBBIIHOIIECHHS cTaHOBUTH 1:1. Bbuipme 5% Bumankis
3apeeCTPOBAHUX BAariTHOCTEM MarTh aHEyIwioinli, 3 skux 94% 3aKiHUYIOTHCS
MUMOBIUTBHUMU BUKHIHAMH. HEpo3XO/HKeHHS XpPOMOCOM y KIHOK BiJOyBa€ThCS
YacTille, HK Yy YOJOBIKIB, T4 YacTilIe B MEPLIOMY MEUOTUYHOMY MOIUIl, HIK Yy
JIPYTOMY.

YacTora BHMHHMKHEHHS PI3HUX THUIIB XPOMOCOMHHMX aHOMamiil 1 iX dYacTka
npeACTaBiieHa B y3arajJbHEHOMY BUTJISIAlI B Ta0J. 6. 3 1i€l Tabauill HAOYHO BUIHO
BEJIMYE3HUN TATap XPOMOCOMHHX 1 T€HOMHUX MyTallii, Benuka yactuHa skux (90 -
95%) enimMiHyeTbCS Y BHYTPIIIHBOYTpOOHOMY mepioAi. Tpucomii ckiagaroTh
OCHOBHY YacTKy XpOMOCOMHHX TaToJioriid. [{e o3Havae, 1mo mporec Hepo3XOKEHHS
XpPOMOCOM TMOPYIIYETHCS YaCTillle, HIXK BIAOYBAIOThCS 1HIII MyTaliHI TOAll Ha
XPOMOCOMHOMY PiBHI.

Tabnuys 6
XpOMOCOMHI MyTallii y raMeTax JOIUHA

Yacrora  myranTi | Yacrora myraniii (x10~) B ramerax ms:
Myramii
(%) cepen:
MHMOBUIb | )KUBOHAPOJ | MUMOBUIBHHX JKUBOHAPOJI | MPU BCIX BHITaJKaX
HHUX KEHUX BUKHHIB JKECHUX BAariTHOCTEU
BUKUIHIB
30a1aHCOBaH1 0,28 0,19 3,99 1,88 2,20
He3z6amancosa | 1,54 0,04 41,85 0,81 6,96
HHI
CrpykTypHI1 1,82 0,23 45,84 2,69 9,16
nepeOyI0Bu B
HIJIOMY

MeToH OIIHKK YaCTOTH BUHUKHEHHS XPOMOCOMHHUX 1 TEHOMHUX MYTaIliil CXO0Xi 3
OpSIMUM METOJIOM OOJIKY JOMIHAHTHUX MYTaIlili, TOOTO BHM3HAYAETHCS KUIBKICTh
MYTaHTIB y MOMyJsMii. ¥ OLIbIIOCTI BUITAJIKIB XPOMOCOMHI XBOPOOU CHPHYUHEHI
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MyTallisSM{, 10 3HOBY BHHHUKJIHM, 32 BHHITKOM BHIAJKIB 30aJlaHCOBAaHUX
TPaHCJIOKAIli, SKi 3yCTpivaloThCs piako. [lyis BcTaHOBIEHHS (akTy CHAJAKyBaHHS
XPOMOCOMHHX 1 TEHOMHUX MYTaIliil TOCTaTHBO TOCIITUTH KapiOTUIHN OaTHKIB.

YacToTa XpOMOCOMHHUX MyTallld [/ = M

N

1€ M — KUIBKICTh 1HAMBITYYMIB 13 JIarHOCTOBAHUMH XPOMOCOMHUMU MYTallISIMU;

N — 3aranbHa KiJIbKICTb OOCTEKEHHX.

OCHOBHI ~TPYyJHOILI OI[IHKM YacTOT BHHMKHEHHS XPOMOCOMHHX XBOPOO
HOJISATal0Th Y TOMY, IO MpU 0ararb0X XpOMOCOMHMX aHOMAaJIISIX OpraHi3M T'MHE Ha
PI3HHX CTaAisiX OHTOTEHE3y, MOYMHAIYM 3 PAHHBOTO €MOpIOreHe3y, a MyTaHTH
KOHIICHTPYIOThCS B IEBHUX I'PyNax HaceJIeHHS.

B npoMy BumaaKy 4acTOTy BHHUKHEHHSI MyTalllii pO3paxoBYIOTh 3a MPUHIIUIIOM
cepennboi 3BakeHoi: U = Nif; + Nofz + N3fz + ...

ae U - yacToTa BUHUKHEHHS MYTalliif;

Ni, N2, N3 - MUMOB1UIbHI BUKH/IHI, MEPTBOHAPOKEHHS, HOBOHAPOIKEHHS;

f1, f2, f3 - yvacToTa MyTaHTIB y BINOBIIHIN TPpyTIi.

Takum 4YwHOM, JIsi BU3HAYEHHS 4YacTOT IHAYKOBAaHHUX MyTalllii HE0OXiIHO
BU3HAYaTH OJIHOYACHO YacTOTYy XPOMOCOMHMX aHOMaJlii MNpU MHMOBUIBHUX
BUKHIHSAX, MEPTBOHAPOKCHHX 1 cepe] HOBOHAPOIXKEHUX.

Jlekuis 9. Haitnommpenimi redHi (Mos1eKyJIsIpHO-TeHeTUYHI) 3aXBOPIOBaHHSA

['eneTnunuii TArap y JIOJCHKUX TMOMYJISIIISAX BUSBIAETHCS B 3HAYHIA KUIBKOCTI
CMAJIKOBUX 3aXBOPIOBaHb, €TIONOTIYHUM (TOOTO NPUYMHHHUM) (HAKTOPOM SKUX €
myTalig. 3rigHo 3 ganuMu BceecBiTHbO1 Opranizamii Oxoporu 3mopos's (BOO3),
OJIHa JWTHHA 31 CTa HAPOHKCHUX CTPAKIAE BAKKUM CHAJKOBUM 3aXBOPIOBAHHAM
BHACIIIIOK XPOMOCOMHUX aHOMamii. ¥ 5% miTell BUSBISAIOTHCA T'€HETHYHI JA€(EKTH.
I'enetnuni anomanii € npuunHor 40% MHUMOBUIBHMX BHUKUIHIB. YUepe3 reHeTHuHI
nopymenass 1 13 130 3auyaTh mnepepuBaeTbcsi Bke B mnepmii JHi, 25% 3avarhb
NPUIIMHAIOTh CBOE ICHYBaHHA B OUIbII TMi3HI TEepMiHM BaritHocTi. I3 40
HOBOHAPOXKEHUX OJIMH 3'ABisiETbCcsl MepTBUM, 40% JiTell moMupae BijJ CHaJKOBUX
nedekrtiB. Koxxkna monuHa € BonogapeMm S5-10 moTeHIiHO JedeKTHUX TeHIB, SKi
NEePeNaThCsl TOTOMCTBY CHUIBHO 3 HOPMAJIbHUMHU reHaMu. HUHI BCTaHOBJIEHO, IO
CHaJKOBUMHU JlePekTamMu XpoMocoM ab0 TeHIB OOyMOBIEHO Onu3bKO 4 THUCSY
3aXBOPIOBAHb JIFOIMHH.

JloBeneHo, 110 B JIFOJWHU, SIK 1 B 1HIIUX CCABIIIB, BTPAYa€ThCs HabaraTo OuIbIIE
3UrOT Ha paHHIX CTajiax po3BUTKY. Maibke 50% ycix 3auaTh HE peasizyloThCs B
MeXax MEepIIUX JIBOX THUXKHIB PO3BUTKY, 10 TOTO, SK BAariTHICTh J1arHOCTYEThCS. Y
JIOMUHU 1 paHHS BTpaTa 3WUrOT 3a3BUYAil HE pO3MI3HAETHCSA. Bucoka yacroTa
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aHOMaJliii  PO3BUTKY abOPTYCiB CIpUYMHEHAa  JIOJaTKOBUMH, €HJOTCHHUMH
IpUYUHAMH.

bmusbko 15% BCiX BariTHOCTEH y JIIOJAWHHU NEPEPUBAIOTHCA A1arHOCTOBAHUMU
MUMOBUIBHUMHU BUKHIHSMU, SKIO BUKUJICHb BU3HAYATH SK MPUIMHEHHS BariTHOCTI
no 22-ro TwkHs (Bara emOpioHa 500 r i menmie). Takum YMHOM, BUCOKHUM PIBEHBb
3aru0eni 3UroT Ha paHHIX CTaHiAX PO3BUTKY Y JIIOJMHU TOSCHIOETHCS BHCOKOIO
CYMapHOIO YaCTOTOI0 MYTallii PI3HOTO THUITY.

Xoya OUIBIIICTh CHAJAKOBUX XBOPOO MPHU3BOAATH O CMEPTI HOCIS TEHETUYHOTO
nedeKTy, BIIKUIAIOTHCS MPUPOIHUM JOOOPOM, BCE K BOHH IMUPOKO TOMIUPEHI Ta
MOXYTh MPOSABIATUCS B BHUIJISAI MOP(OIOTIYHHUX MOpPYIICHb (HANpPUKIAA, Taki
3aXBOPIOBaHHS, K 3as4a ryda, BoBUa mnaiia (He3apoIlleHHs ryou 1/ abo miaHeO1HHS);
KOpPOTKOMajaocTi  (OpaximakTulis), WIECTUNAJIOCTI PyK, HIr  (HOJiJaKTUIisN),
dbi3ionoriyaux posznaniB (remodinaisg, AAIBTOHI3M 1 T. A.), O10XIMIYHUX Je(EKTIB
(BIICYTHICTh CHHTE3Y IIEBHOTO aKTHBHOTO (DEPMEHTY).

Yac mposiBIEHHS CIAaJKOBHX XBOPOO 1HOMI 3aJIEKUTh BiA BiKy iX Hocis. Tak,
remMouiisi, 1XTi03, CMNAJKOBAa TIIyXOHIMOTA MpPOSIBISIOTHCS BXKE MPU HAPOIKECHHI,
xopest I'entunrrona BusiBnsetbcss B 30-40 pokiB, a mojgarpa - B JITHbOMY BiLl.
HepBoBo-m's130Ba aucTtpodist y BUTISAAI HOBHOI, PO3TOPHYTOT KapTHUHHU CTPakIaHHS
BUSBIISIETHCS B IUTSIYOMY 200 HaBITh IOHALIBKOMY BILll, XOTI ii IPUYKMHA - MyTOBAHUM
T'€H - ICHY€ 3 MOMEHTY 3aIUTIHCHHS SUIICKIITUHH.

Heo0xiaH0 po3pi3HATH 8podoiceni 1 cnadkosi dehexmu. BpoKeH1 3aXBOPIOBAHHSI
1 Bagu PO3BUTKY - 1€ Oyab-sKi aHAaTOMiyHI a00 (YHKI[IOHAJIBbHI aHOMAali, IO
BUHUKAIOTh B MpoLecl eMOpPIOHAJIBHOIO PO3BHUTKY OpraHi3My miJ Al€r0 (HaKTopiB
30BHIIIHBOIO CEPEAOBHINA (HAMPUKIIAJ, TEMOJITUYHA aHEMISI BAHUKA€E B PE3YyJIbTATI
HECYMICHOCTI T'pyIl KpOBI MaTepi 1 MJI0Ay; aHOMallii, BUKJIMKAHI OTPYEHHIM IUIOAY
AJIKOTOJIEM, COJIAIMHM Ba)KKUX MeTajiB 1 T.m.). [IpuumHamu mux aHomasniii MOXYTb
OyTH MyTaIlii, TepaToreHes.

Cnaokosi 3ax60po6anis BUKIMKaH1 MOMIKOKEHHSIM I'€HETUYHOTO arnapaTry KJIITHH
BHACTIJIOK BUHUKAIOYUX TEHHHUX 1 XPOMOCOMHHMX MYyTalllid, a HE TOMY, IO BOHH
yCHaJIKOBYIOThCSA. Xoya Oarato CHagkoBUX 3aXBOPIOBAaHb IMEpPENarOThCs  BiA
NOKOJIIHHS 10 MOKOJIHHS, OUTbIIA IXHA KUIBKICTh HE YCHAIKOBYETHCS, OCKUIBKH IX
HOCii paHO THHYTHh 200 HE 3aJMIIAIOTh MOTOMCTBA. [IPOBOKYIOUMM MOMEHTOM MpHU
PO3BUTKY CHaJKOBUX 3aXBOPIOBaHb MOXYTh OYyTH YIIKOJKYIO4l (haKTOpU
30BHIIIHBOT'O CEPEOBUIIIA.

Knacugirayia cnaokosux 3axeoprosans i ix ycnaokysaHHs. 3 TeHEeTUYHOI TOYKH
30py BCl XBOpPOOM B 3aJI€’KHOCTI BiJ BIAHOCHOI 3HAYMMOCTI CHAJAKOBHX (DAKTOPIB 1
¢dakTopiB cepenoBUIlla MOXKHA TMOIUTUTH HA TaKi TPYTH:

1) XBopoOu, MOBHICTIO OOYMOBJIEHI MYyTallisIMU, POJb CEpPEIOBHUINA 3BEJCHA [0
MiHIMyMYy. [0 HHX BIAHOCATBCS BCl MOJEKYISPHO-T€HETHYHI (MOHOIEHH1) 1
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XpOMOCOMHI XBOpoOM 3 TIOBHUM TiposiBoM (cuHzapom Jlayna, remodinis,
(beHITKeTOHYpis, aXOHAPOIUIa3isg TOmO). Y I[bOMY BHUIIAJKY THIT iX yCHaJKyBaHHS
BCTAHOBJIIOIOTH I11JI YaC F€HETUYHOr'O aHajIi3y POAOBOJIB. 3a THUIIOM YCHAJKyBaHHS
PO3pI3HAIOTh JOMIHAHTHI, PEIECHUBHI, 3YEIUICHI 31 CTaTTIO 3axBoproBaHHs. Ciiijl
3a3HAYUTH, 110 OLIBIIICTh MyTalllil 301UTBIIYIOTh TOIMOP(}I3M JIFOJACHKUX MOMYJISIIN
(rpynu KpoBi, Kojip BoJjioccs, ¢opma Hoca 1 T.1.), ajle B Pl BUIAJKIB MyTalii
3a4iMarTh KUTTEBO BaXJIMBI (PYHKINi, 1 TOAI po3BHBAEThCS XBopoOa. Craakosi
dbakTopu MOXKYTh OYTH HE TUIBKH MPUYMHOIO XBOPOOH, a 1 BIUTMBATH Ha 11 MaTOTeHE3.
2) XBopoOu, OOyMOBIEHI MIKIATUBUMHU MYyTaIlisIMU, aje M X TPOSBICHHS
HeoOXimuuil cnenudiunuii BMB cepenoBuiia. lLle xeopobu 3i cnadkosorw
cxunvhicmioo. B 1bOMy BHIMAIKy CHAJAKOBICTh BUCTYIA€ K MPUYMHHHUKA (PakTop, aue
JUISl TICHETPAHTHOCTI (MPOSIBIICHHS J111) MyTaHTHUX T€HIB HEOOXIHUM BiAMOBIIHUMN
CTaH OpraHizMy, oOyMOBJICHHI IIKIJJIMBUMU BIUIMBaMU cepenoBuia. Hampukian,
nojarpa, Aesiki gopmu miabery po3BHBAIOTHCS HA Tl TPUBAJIOTO HEMPABHIBHOTO
XapuyBaHHS, B TE€TEPO3UTOTHUX HOCIIB T€HA, M0 BUKIHUKAE CEPIIOBUIHOKIITUHHY
aHEeMIl0, TUIBKM B yMOBax TINOKCli BusBIA€Tbcs aHomamiss HbS nanmrora
reMOrJIO01HY.

3) XBopoOu, eTionoriyHuM (HAKTOPOM SKHUX € BIUIMB CEpPEJOBHUINA, alle 4acToTa
BUHUKHEHHS 1 TSKKICTh iX Mepediry 3aiexkarb BiJ CHaJKOBOi CXHUJbHOCTI. Taki
3aXBOPIOBAHHS HA3MBAIOTLCA MyIbmugakmopiaipbhumy. BUHUKAIOTh Mif JI€O
30BHINIHIX HECHPHUATIUBUX (HaKTOPIB, 1HOJI HE OJIHOTO, a TOEJHAHHS OaraTthox.
3Bifcu 1 Ha3Ba 1i€i rpynu. Po3pi3HsioTh ci1abKy, MOMIPHY 1 BHCOKY CIIaJIKOBY
CXWJIBHICTh JIO 3aXBOpIOBaHb. [0 rpynu MynbTH(QAKTOpiaJbHUX BIJIHOCATHCA Taki
XBOpOOHU, K BUpa3Ka NUTYHKA 1 12-manoi KHUILIKH, JEsKI 3aXBOPIOBAHHS TMEYIHKH,
JIETeHIB, aTepOCKIIepO3, TIMEpPTOHIs, imemis cepus, niader, pak. IIpu BuUBUYEHHI
yCIMaaKyBaHHS 1i€i TPymu MIMPOKO 3aCTOCOBYETHCA OIM3HIOKOBHNA METOJ, IO
OI[IHIOE BITHOCHY POJIb FTEHOTUITY Ta CEPEIOBUIIA B IXHbOMY BUHHUKHEHHI.

B okpemy rpymy BKJIIOYEHI 3aXBOPIOBaHHS, 3a SIKMX CIAJKOBICTh HE BIArpae
icrotHoi poii. Jlo Hei BIAHOCATBCS TpaBMH, 1H(EKIIIIHI 3aXBOPIOBAHHS, OIIKH.
['eHeTHYHI YMHHUKK MOXXYTh BIUIMBATH JIMINIE HA Mepelir MaTOJOTIYHUX MPOIIECIB
(omy>kaHHS, BITHOBIIIOBAJIbHI MPOLECH, KOMIIEH ALl TOPYLIEHUX QPYHKIIIN).

IcHye reHeTMyHa TeTEPOreHHICTh CMAJKOBUX XBOPOO, MpH SKIM TI kK aHOMAii
deHoTuny MOXyTh OyTH HACJIIIKOM PI3HUX MOPYILIEHb B OAHOMY T'eHl ab0 B Pi3HHMX
CTPYKTYPHHUX I'€HaX, SKIIO0 BOHU KOJIYIOTh POIYKTH 3 KOMILUIEMEHTAPHOIO AI€TO.

3asie’KHO B1J PO3MIPIB MOIIKOJKEHHS CIAJKOBOIO anapary CTaTeBUX KIITHH
(reHHa, XPOMOCOMHA, TEHOMHA MYTaIlisl) PO3PI3HAIOTh MOJICKYJISIPHO-TEHETUYHI Ta
XpOMOCOMHI XBOopoOu. JIo ocTaHHIX OUIBIIICTh aBTOPIB BIJHOCSTH 3aXBOPIOBAHHS,
€TIOJNIOTIYHUM (PAKTOPOM SIKUX € TE€HOMHI MyTalli, MOB's3aHl 3 BTpPaTor abo
30UTBLIEHHSIM [TAPH ayTOCOM UM CTATEBUX XPOMOCOM JI0 3,4-X 1 OliblLue.
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Haramaemo, 1mo B OCHOBI BHHUKHEHHS T€HHHX XBOpPOO JICKHTh MyTaIllHHHUI
pollec, IO MPU3BOJAUTH A0 BCTaBKH, 3aMiHM, BumnadiHHa Hykieotuais JIHK, y
pe3yNbTaTi 4YOTO 3MIHIOETHCS TMOPSAOK 3YUTYBaHHA TE€HETWYHOI iHpopMmarii Ha
aMIHOKHUCJIOTHUHM CKJIaJ OUIKa, SIKUH KOJIYEThCA JTaHUM TeHOM. MyTaliiHuil mpoiiec
MOKE BUKJIMKATH MOPYyIICHHs Oy10BU K (epMeHTaTUBHUX OUIKIB (hepMeHTOMATI1),
Tak OUIKIB, 1[0 BUKOHYIOTh TPAHCIIOPTHY 1 CTPYKTYPHY poOJib (TemMoriio0iHomnaTii) 1
XBOpOOM OOMIHY pEUYOBMH. 3a THUIIOM YCHAAKyBaHHS pPO3PI3HAIOTH MOHOTEHHI
(ToMiHAHTHI, PEleCUBHI, 34EIJICHI 31 CTATTIO) 1 MOJIT€HHI MOJEKYJISIPHO-TeHETUYHI
3aXBOPIOBAHHS.

OcCkUIbKM T€HHa MyTalllsl B THOpPIBHSHHI 3 XpPOMOCOMHOK abepali€ro 3adirnae
NOPIBHSHO  HEBEIMKY  JUISHKY  T€HEeTMYHOro  maTepialy, TO  3a3BUYaid
CYNPOBOXKYETHCS MEHII TpyOMMHU MOPYLIEHHAMH. PenpoaykTuBHa (QyHKIIS HOCIS
pU IIbOMY 30€piraeTbcs, TOMY TaKi 3aXBOPIOBAHHSI YaCTIIIE TIEPEIAIOTHCS B CIAJIOK.

JliarHOCTHKa MOJEKYJISIPHO-TEHETUYHUX XBOPOO TMOYUHAETHCSA 3 KIIHIYHOTO
nociimkeHHs. [1oTiM MpoBOIUTHCSA TeHeaJoTIYHUN aHaji3, B X0l SKOTO BUSBIISIETHCS
TUIl  yCHAAKyBaHHA XBOpoOM (MOHOT€HHMH, ayTOCOMHHH, X-34YeIUICHU,
NOJIITEHHUM),  XapakTep  eKcopecii TeHa  (JOMIHAHTHICTb,  PEIECUBHICTD,
KOJOMIHAHTHOCTb), @ TaKOX CYTHICTh O10XIMIYHUX Je(deKTiB. MOHOreHHUH THl
yCIaJKyBaHHSI 3aXBOPIOBAaHb XapaKTEPHU3YEThCA PIZHUM XapaKTepoOM eKCrpecii
nedeKTHOro reHa.

3a aymocomHno-0omMiHaHmMHUM Munom YCHaJKOBYIOThCS Pi3HI CKEJICTHI Ta 1HIII
aHoMaJii, Kl HE MEPEeIIKO/KAIOTh PO3MHOKEHHIO Ta HE CKOPOYYIOTh TPHUBATICTH
KUTTS, TOMY HE NiAarThesa Aii no0opy. Takumu aHOMalisIMM MOXYTh OyTH
KOpOTKOmamnicTh (OpaximakTimisi), OaratonmamicTh (MONIAAKTUIIIS), 3pOILICHI Ta
BUKPUBJICHI Tajblll (CUHIAKTHIIS), BUKPUBICHHS HITTIB, BIACYTHICTh OOKOBHX
pi3lLiB, KOPOTKO30pICTh, JaJ€KO30PICTh, acTUIMaTu3M. [3 Bakkux XBOpoO 3a
JOMIHAHTHUM THUIIOM TE€pPENAI0ThCs BPOPKEHA KaTapakTa, OTOCKIEPO3, ekl hopMu
M's130B01 aTpo(ii, mporpecyroda xopesi ['eHTIiHITOHA, axoHaAporuiasis. Jlo HalO1IbII
HeOe3MmeyHux XBOpoO 1€l Tpynmu MOXKHA BITHECTH MHOXWHHUW TOJIMO3 TOBCTOI
KHIIKH, 110 Ma€ TEHACHIIIO JO 3JIOAKICHOTO IMEepepoUKEHHS, 1 HelpodiOpomaros
(xBopoOa PekiinrxayseHa).

XapakTepHUMHU PUCAMU ayTOCOMHO-IOMIHAHTHOTO TUIY CHAJAKyBaHHS €:

1) chiBBiAHOUIEHHS 3A0POBUX 1 XBOpPUX CHOCIB Yy pOAOBOJAX BiJ MLUIOOIB
reTepO3UroT 32 MyTAHTHUM I'€HOM 13 HOPMaJIbHUMH IMapTHEpaMu CTaHOBUTH 1:1;

2) maroyioriyHa O3HaKa BHSBIAETbCS B KOXXHOMY TIOKOJIHHI y BCIX HOCIIB
MYTaHTHOTO T'€Ha;

3) HEeMmOBHA NEHETPAHTHICTh, MPHU SAKIA JOMIHAHTHA IMATOJOTIYHA O3HAKa 1HOJI HE
BUSBIISIETHCSI B OKPEMUX M€TEPO3UTOTHUX HOCIIB MyTalli (3a JaHuMuU pojoBoay). Ilpu
IIbOMY KUIBKICTh YpaXXeHUX CHUOCIB 3HAYHO MEHIIE CEePEIHbOI MOMYJSAIINHOT
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yacTotu. [lenempanmuicms - 11e UMOBIPHICTh (PEHOTUITIYHOTO MPOSIBJICHHS I'eHA, SKa
BUPAXKAETHCS Y BIJICOTKaxX (BIJHOIIEHHS XBOPUX OCI0O J0 KUIBKOCTI HOCIIB
BignoBinHOTO TeHa). Hampuknan, nesxi ¢opmu mu3odpeHii yCrnaaKoBYIOTHCS SK
ayTOCOMHO-JIOMIHAHTHI O3HaKH, MPU bOMY B TOMO3UIOT MEHETPAHTHICTh JOPIBHIOE
100%, rerepo3uror - 20%. PerunoOnactoma (3/I0sKiCHA MyXJIMHA OYei)
XapaKTEepU3y€e€ThCsl ~ HEMOBHOI  TEHETPAHTHICTIO.  J[BOCTOPOHHI  BHUIAJKH
peTuHoOIacTOMH (TIyXJIMHU B 000X 04aX) YCMaJKOBYIOThCS JOMIHAHTHO, OJHOTO OKa
- MOOIMHOKI, HECTIAJKOBI 1 BUKJIMKaHI COMAaTUYHOIO MYTAIlI€l0;

4) 3nauna ¢eHoTunoBa (MoaudikaliiiHa) MIHJIUBICTh TETEPO3UTOT HE TUIBKH B
pI3HUX CIM'SIX, alie 1 cepell TeHiB OJiHi€l CIM'T BiJ JieJib MOMITHOTO JI0 1HTEHCHUBHOI'O
nposiBy o3Haku. [1o Mipi mepeadi BiJ MOKOJIIHHS J0 MOKOJIIHHS TaKa IHTEHCUBHICTh
OpOSIBJIICHHST Bce Ouiplie 3pocrae. JIOMIHAaHTHHA Te€H TMpOSBISETBCA Yy BCIX
reTepo3uroT, aje B pisHomy cryneHi. Lle sapume M.Tumodees-PecoBebkuii y 1931
poIIi Ha3BaB '"BapilOIYOI0 EKCIPECUBHICTIO". ExcnpecusHicms - CTYMiHb KITHIYHOTO
IPOSBJICHHS TeHa. Hanpuknan, y BUNaAKy MHOXHUHHOTO HEMpodhiOpoMaTo3y HaBiTh
y MeXax OJHI€] CIM'T y OTHUX XBOPHUX CIOCTEPIralOThCs MyXJIMHU 1 KaBOBI IJISIMU Ha
MIKIpl PI3HOI 1HTEHCUBHOCTI, @ B IHIOUMX - TUIbKM IUISIMU. [leHeTpaHTHICTH Ta
€KCIIPECUBHICTb I'€HIB 3aJI€KaTh BiJl €HJIOT€HHUX 1 €K30T€HHUX (aKTOPIB;

5) mpu rOMO3UTOTHOCTI 32 AOMIHAHTHUM MYTAHTHHMM ajieJieM YCl O3HaKu XBOpoOu
MOXKYTh OyTH OLIBIII BUPAKEHUMH, HIK y TeTepo3uror. Lle sBule crocrepiraeTbes
npu B-tanacemii, TinepxojecTepruHeMii;

6) Jesiki ayTOCOMHO-JIOMIHAHTHI XBOPOOHM MOXYTh BUSIBIATUCS Yepe3 0arato pokiB
micisl HApOPKEHHs (HApUKIIal, Xopes | eHTUHI TOHA);

7) y nonyJsilifgX JIOJMHU Maif’ke BCl HOCIT JOMIHAHTHUX 3aXBOPIOBAaHb M€TEPO3ITOTHI
3a TIEI0 YM 1HIIOI0 MYyTalli€r. Ko oOuIBl TETEPO3UTOTH OJIPYKYIOThCS Ta LLTIO0
OnM3bKOCIIOpiIHEHNH, TO 1/4 Bcix aAiTedl OyayTh TOMO3UTOTHUMHU 32 MYTAHTHHUM
ajeneM, M0 MPU3BOJIUTH A0 TMOCWICHHS TSHKKOCTI 3aXBOPIOBAHHA y TOTOMCTBA 1
MOSIBU MHO>KMHHUX Ba/I.

3a I''MenaeneM, TeH IOMIHAHTHUN, KOJIM (PEHOTHI TETEPO3UTOTHU CXOXKUU 3
dbeHoTunoM onHi€l 3 TOMO3UTOT. Y TEHETHUIll JIIOJUHU 1€ CYBOpPE BU3HAYCHHS HE
BUKOHY€EThCSA. JJI1 MOHOT€HHUX XBOPOO ayTOCOMHO-OMIHAHTHOTO THITYy XapaKTEpHI
HEMOBHA IEHETPAHTHICTh, BapilOl0Ya EKCIPECUBHICTh O3HAK, M€T€PO3UTOTHOCTH 1
noriMopdizm.

Jlesiki XBOpoOM TEpenaroThCsi 3a TUIOM HEMOBHOTO JIOMiHYBaHHSA. THUIOBUM
NPUKJIAJ0OM TAaKOTO TUIY CHAJAKyBaHHS € CEpPHNOBUIHOKIITUHHA aHeMid. [eH, 1o
KOHTPOJIIOE TIepe/ladyy CEPHOBHUIHOKIITHHHOCTI ~ €PUTPOIUTIB, € JOMIHAHTHUM;
3MiHa (QOPMU EPUTPOIUTIB CIIOCTEPITAETHCS 1 B TETEPO3UTOT. AJie PU IIBOMY MO
3 HbS cuntesyethes 1 HopmanbHuii remorio0id (HbA), Tomy Taki XBopi MOXYTh 1 HE
3HATH MPO HASBHICTh Y HUX MATOJIOTYHOrO reHa. TiabKU Mpu TiNOKCli (Harpukiaj,
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BUCOTHOI a00 MiJ HApKO30M) 3aXBOPIOBAHHS MOXE MPOSBUTHUCA PO3MAIOM
EpUTPOLIUTIB. Y TOMO3UTOTHOMY TOMIHAHTHOMY CTaHi MyTanTHu# red HbS nposiBise
cebe pI3KOI0 aHEeMI€0 BXKE€ MPH HAPODKEHHI JWTHHH, 10 3a3BHUYAM 3aKiHIYETHCS
cmeptio. Ciiji 3a3HaYUTH, IO ayTOCOMHO-IOMIHAHTHI 3aXBOPIOBAHHS MEHIII BaXKKi,
HI’K ayTOCOMHO-periecuBHI. Lle mosScHIOEThCS 1000POM, OCKUIBKM HAsIBHICTh BAXKKUX
1 JIeTalbHUX JOMIHAHTHUX KaJIIITB HE JaBaj0 MOXJIMBOCTI iX HOCIIO HApOJIUTHUCS
a00, JOXKMBIIM JIO IUIFOOHOTO BIKY,  3aJUIIUTA IIOTOMCTBO. TakMM YHHOM,
bakTUUHUN PU3BUK Yy BHUMNAAKY ayTOCOMHO-JOMIHAHTHUX XBOPOO 3alIeKUTh BiJl
CTYIEHs MIEHETPAHTHOCTI Ta €KCIPECUBHOCTI MyTaHTHOI'O I'€Ha, 4acy HOro IMposiBy.
Hanpuknan, npu 70%-H1i IEHETPAHTHOCTI PU3UK JUIs MOTOMCTBA ckjagatume 35%
(0,5x0,7=0,35), a e 50%, K y HOpMI.

binbliicTh MOHOTEHHMX XBOPOO YCMAJKOBYETHCA 3a ayTOCOMHO-PELECUBHUM
TUTIOM; TakKUX XBOpPOO HUHI HamuyeTbcs moHan 780. Jlo 1i€i rpymu HaiaexaTh
nedeKTH aMiHOKUCIOTHOTO OOMiHY ((eHIIKETOHYpisd, anb0iHI3M, alKamTOHYPis),
BPOJIXKEHA TIIyXOHIMOTa, MiKpoIiedarisi, IIrMeHTHUI PETUHIT Ta 1HIIII.

Ha npuxmani cnaakoBux JAeQekTiB OOMIHY pPEUYOBHH MOKHA IPOCTEXKHUTH
HAJ3BUYallHO BAXJIMBY B KJIIHIYHOMY BIJHOIIEHHI OOCTaBUHY. SIK mNpaBuiio, B
reTepO3UrOTHUX HOCIIB PELECMBHE 3aXBOPIOBAHHS KIIIHIYHO HE BUSBIsAEThCA. OHAK,
AKIIO TMOCWIMTH HAaBAaHTA)KEHHS Ha BIANOBIIHY JIAHKY (P€PMEHTATUBHUX IPOIIECIB,
TO MOYKHA BUSBHUTH iX MIJBUILEHY Bpa3iuBicTh. Hampukiaza, reTepo3uroTHuX HOCIIB
MyTaHTHOro reHa ¢enutkeTonypii (PKY) MokHa BUSBUTH HaBaHTaKyBaJbHUM
METOJIOM — JaBaHHsAM (eHimananiny 3 po3paxyHky 0,1 r Ha 1 xr macu Tina i
NOJaJbIIMM BU3HAYEHHSM KOHUEeHTpalli geHinananiny (DPA) B kpoBi. Y 340poBUX
oci0 koHueHTpauis @A 30UIbIIyEThCA 3a Mepuly roauHy B 4-5 pasiB, a B
reTepOo3UroTHUX HOCIiB - B 10 1 Oublle pa3is.

AyTOCOMHO-pELIECUBHI ~ MyTalli,fKl CIHPUYMHIOIOTh MOJIEKYJSIpHI  CIIaJKOBI
3aXBOPIOBAHHS, XapaKTEPU3YIOThCSI TUM, IIO:

1) beHoTunHUM eeKT BUSBIAETHCSA TIILKU B TOMO3UTOT 32 MyTaHTHUM T'€HOM;

2) OarbKu mpoOaHa 3aBXKIW (PEHOTUITHO 3I0POBI, aje € TETEPO3UTOTHUMHU HOCISIMHU
aHOMaJIbHOTO I'eHa;

3) cnocTepiraeThCsl HasBHICTh MOBTOPHUX BUIAAKIB 3aXBOPIOBAHHS cepel CUOCIB;

4) y XxBopuX MPoOaH/IB Bi3HAYAETHCS HAIBHICTh KPOBHOT'O CHIOPITHEHHSI MK IXHIMU
OaTbKaMH;

5) npu U001 JBOX TETEPO3UTOT 3a MYTAHTHUM TE€HOM PH3UK IMOBTOPHOIO
HapOKEHHS XBOPOi JUTHUHU CTAaHOBUTH 25% B1J1 KOXKHOI BariTHOCTI.

Cnaoxyeanns, 3uyeniiene 3i cmamesol0 Xpomocomoro (3UeIUieHe 31 CTaTTIo
CHa/JKyBaHHS) BUSBISIETbCA B JIOAMHM OMu3bko 60 MATOJOTIYHMMHM CHAJIKOBUMHU
03HAaKaMHM, I10 KOHTPOJIIOIOTHCSA T€HAMH X-XpOMOCOMHM. BUIBIIICTh 3 HUX PELECUBHI.
Ile o3Hayae, moO B OUIBII BUTIAHOMY CTAaHOBHI MEepeOyBalOTh MXKIHKH, B SKUX
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HAsIBHICTh X-XPOMOCOMH 3 MATOJOTIYHUM T'€HOM KOMIIEHCYEThCS HAsBHICTIO APYroi
HOpMaNibHOT X-XpoMocoMu. OTxe, XBopoOa BUSIBIISIETHCS TUILKU B YOJIOBIKIB, B TOM
yac SK KIHKMA 3aJIHMIIAIOTBCA 30POBUMH, OYyIy4yHu, OJHAK, HOCISIMH II€l O3HAKH
(MOXyThb H€pelaBaTH ii CBOIM CMHAM). 32 TAKUM TUIIOM YCIAJIKOBYETbCA reMoQiiis
(HE CHHTE3Y€TbCS aHTUTeMO(MUIBHUN TJIOOYIiH), JajdbTOHI3M (YEpBOHO-3€JICHA
ciinoTa), arpodisi 30pOBOro HEPBY, IOHAIIbKa TJIAyKOMa, reMepajomnis (BiICYyTHICTh
CYTIHKOBOTO 30py). MyTamiiHuUN TeH, IO BUKIMKae TinmodochaTeMiyHUi paxirT,
(TOOTO paxiT, SIKUi HE MIAA€THCA JIKYBAaHHIO eproKabu@eposoM - BitTaminom D2),
TaKOX 3YCIUICHHH 3 X-XpOMOCOMOIO, ajie € TOMIHAHTHUM, TOMY HPOSIBISETHCS SIK Y
YOJIOBIKIB, TakK 1y KIHOK.

llonicenne cnaokysanms.  BUIbIIICTh 03HAK B OpraHi3Mi BUBHAYAETHCSA HE OJHUM, a
OaraThbMa reHamu, MPUYOMY iX aJIUTUBHA (JOMOBHIOKYA) i HE 3aJICKUTH BlJ TOTO,
ajieibHl BOHM YM Hi, 34eIJIEHI Yd Hi, JOMIHAHTHI Yd pelEeCUBHI. BcTaHOBICHHS
(1310JI0TIYHOTO TOMEOCTAa3y B IIUX BUMAAKAX Y 3HAYHIN MIpi 3aJI€KUTh BiJl 30BHIMIHIX
ymoB. [oBopsum  mpo  poiab  CHAAKOBOI  CXWJIBHOCTI B TaToOreHesi
MYJIbTU(QAKTOpiaIbHUX 0araro()akTOpHUX 3aXBOPIOBAHb, TAaKHX, SK TIINEPTOHIYHA
XBOpo0Oa, BUpa3koBa XBopoOa, OpoHXiajIbHAa acTMa, LIYKpOBUM 11a0eT, aTepOCKIEpO3,
Tpeba MaThu Ha YyBa3i, 10 BOHHM YCHAJAKOBYIOThCSA TmojireHHo. Ilpu 1ux
3aXBOPIOBAHHIX KIUIBKICHI MOKa3HUKHA TOMEOCTa3y BH3HAYAIOTHCS SIK TE€HETUYHHMH
dakTopamu, Tak 1 (hakTOpaMu cepeoBUIIlA, TPUUOMY ICHYE MeXa, 3a SIKOT TOMEOCTa3
Jerko mopyuyerbesi. OTKe, 3aBISKH MIACTUYHOCTI T€HOTHUITY OpPraHi3M 3MIHIOEThCS
B 3QJIC)KHOCTI BiJI MIHJIMBUX YMOB 30BHIIIHBOTO cepeaoBuINa. e sBuie Ha3uBaeThCs
MOOUPDIKAYIUHOI MIHAUBICIIO.

CryniHp Takoi 3aleXHOCTI pi3HAa. B OIHMX BHMaaKax PpO3BUTOK XBOPOOH
BU3HAYAETHCS CMAAKOBUMHU (aKTOpamMu, B I1HIIMX - (DaKTOpaMu 30BHIIIHBOIO
cepenoBuilia. Mix HMMU KpallHIMU CTaHAMU 3HaXOISATHCA XBOPOOHU, PO3BUTOK SKUX
NETEPMIHY€ETbCS $SIK TEHETUYHUMH, TaK 1 EK30TeHHMMH (akTopamu. Y Takux
BUIIAJIKaX TOBOPSThH HE MIPO CMAKOBI XBOPOOH, a MPO CHAJAKOBY CXUIBHICTb.

OcCHOBY CHaJKOBOI CXMJIBHOCTI CTAaHOBUTH MOJIITEHHE CIAJIKyBaHHS. 3MIHIOIOUU
30BHIIIHI yMOBH, MOXHa B 3HAYHIM Mipl 3MIHHTH TPOSBU TaKUX XBOpPOO, SK
yKpOBUM [1a0eT, aTepocKiiepo3, TIMEePTOHIYHA XBOpoOa, Xoya JOCIHIIKEHHS
OJIHOSIMIIEBUX OJU3HIOKIB 1 POJOBOAY 3 YCIEI0 OUYEBHUIHICTIO BKa3ye Ha pojb
reHeTHYHUX (akTopiB. Taki xBopoOM onepkaiu Ha3By OararoakTOpHUX
(mynbTHdakTOopianbHUX). s HUX XapaKTepHa BeJIWKa PI3HOMAHITHICTh KIIIHIYHUX
dbopM 1 IHAMBIAyaJIbHUX TIPOSIBIB, BHUCOKA YaCTOTa TOMIMPEHHS B MOIMYJIALIl
HE3aJIe)KHO BiJ] TeorpadiyHuX 1 comiaibHUX (DaKTOpPiB, 110 BAPIIOIOYHMI BIK MOYATKY
MIPOSIBJICHHSI XBOPOOHU.

Hepiako Toii camuii 30BHINIHIN ()aKTOP BUKIIMKAE P13HI XBOPOOU B 3aJI€KHOCTI Bij
CHaJKoOBO1 CXWJIbHOCTI. Hanmpukiaz, ncuxiyHe nepeHanpyKeHHs 1 HeraTuBHI eMOIIli B
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OJIHUX JIIOJICH CHPHSIOTH PO3BUTKY TIMEPTOHIYHOI XBOPOOH, B 1HIIMX - HEPBOBHUX 1
NCUXIYHUX 3aXBOPIOBAHb, Y TPETIX - IYKPOBOTO Miabery. 3alieXHO BiJ] TCHOTHUILY
NEepeHanpyKEHHsI Oueil B OJHMX BHIIAJKaX BUKIUKAE HAEKO30PIiCTh, B IHIIUX -
KOCOOKICTb.

[IpuknagoM cHagKoBOI CXWJIBHOCTI € MATOJIOTIYHI MPOILIECH, 10 BUBYAIOTHCS
IMyHOT€HETUKOW. 3JaTHUHM YyclaakoByBaTucs Je(ekT BUPOOJEHHS OJHOTO abo
JEKUTBKOX IMYHOTJIOOYJIiHIB, HEIOCTATHICTh (aronuTapHoi aKTUBHOCTI JICHKOIIHTIB,
a KIHIYHO 11 Je(PEeKTH BUSBISIIOTECA CTPOKATOK KAPTUHOK CXHJIBHOCTI 0
1H(EKIINHUX 3aXBOPIOBaHb, 3HH)KEHHSIM IMyHHOI PEAKTUBHOCTI, ayTOAJIEPTIE€I0.

OcCHOBY CHaJKOBOi CXHJIBHOCTI YacTO CTaHOBHTb T'€TEPO3UTOTHE HOCIHCTBO.
Bigomo, mo periecuBHUN MaTOJOTTYHUN T'eH Y TOMO3UTOTHOMY CTaHi BUSIBIISIETHCS
XBOpPOOOI0, a TeTepO3UTOTHUM HOCIM 3a3BUYail HE € XBOpUM. AJie MUIIXOM
HAaBaHTAXEHHS Ha BIANOBIAHY JAHKYy MeETa0oJi3My MOKHA BHSIBUTH JC(EKT.
Hamnpuknan, mykpoBuii 11adeT roHakiB 00yMOBJIEHUHN ayTOCOMHO-PEIIECUBHUM T'€HOM.
['ereposurotu 370poBi. Ajie MpU BEIMKOMY HaBaHTAKECHHI HAa MAHKPEATUYHI OCTPIBIIL
el TeH MOXE MPOSBUTHCS B T€TEPO3UTOT y BUTIIAI J1a0€ETy.

[ligBUIEHY YYTIMBICTH OO JIKAPCHKUX IpENapariB, B OCHOBI SIKUX JI€XKaTh
3a3BUYail (pepMEHTOMNaTii, MOXKHA TAaKOX TPAKTyBaTU SK CHAJAKOBY CXUJIBHICTb.
BiacyTHicTh  KOHTakTy 3  JIIKAPCBbKUM  IPEmapaTtoM  3amo0ira€  po3BUTKY
MEJIMKOMEHTO3HOI ajieprii.

9.1. I'emoznoobinonamii

VY mitepaTypi 3alpONOHOBaHI JBa TEPMIHM JJI TTO3HAYEHHS MATOJOTI TeMOTIO0IHY:
2emo2n00iHo3U - BaXKi 3aXBOPIOBAHHS, 3a SKUX XBOP1 MAlOTh HU3bKY )KUTTE3/IaTHICTh
(roMo3uroTHI (POpMH CEPHOBUIHOKIITUHHOI aHEMII 1 Tanacemil), 1 cemoznobinonamii
- Jerki GopMH, 3a SKUX KUTTEASUIBHICTh HE MOPYLIYEThCs (FE€TepO3UroTHI GopMu
CEpNOBHUIHOKIITUHHOI aHeMii, Tajacemii Ta iHu Gpopmu aHoManiii remornooiny). L
XBOPOOM YCIAIKOBYIOTHCS 32 TUTIOM HETIOBHOT'O JIOMIHYBaHHS; MyTaHTHI T'€HH, 5Kl 1X
KOHTPOJIOIOTh, 34Y€IUIeHI 3 ayTocoMaMmu. [IpuumHOI0 XBOpPOO €  ayTOCOMHO-
JOMIHAHTHA MYTallisi CTPYKTYpHOTO T€Ha, M0 MPHUBOAUTH 10 JAEDIIUTY BaXKIUBOTO
JUISL JKMTTEMISIBHOCTI OlTKa ab0 CHHTE3y HOro aHOMajabHOI ()OPMHU 3 MOAATBITUMU
O010XIMIYHUMH, CTPYKTYPHUMH 1 (PYHKIIOHAIBbHUMHU NOPYIICHHAMU. TakuM 4uHOM,
reMorjo0iHonaTii - XBOpoOH, 10 BUHHUKAIOTh BHACIHIJOK CHAJKOBOTO MOPYIICHHS
CTPYKTYpH TeMorjio0iny. Sk mNpukiaau TemMorjodiHomaTii HaBeaeMO KOPOTKI
XapaKTePUCTUKN CEPIIOBUIHOKIITUHHOT aHeMiT 1 TaiaceMii.

Cepnosuonoxnimunna anemis. Bimomo, 1110 MoJIEKy1a TeMOTJI001HY CKIATaeThCS 3 4-
X TIOJINENTHIHUX JIAHIIOTIB (JIBOX KOPOTKHX aib(a-JaHIIOTIB 1 JBOX JOBTUX OeTra-
JaHIIOTIB). Bimoma  MOCHIIOBHICTh pPO3TAIlyBaHHS AaMIHOKUCIOT y KOXXKHOMY
JAHII031 Ta iX XiMIYHA (PopMyJa. a-JIAHIIOTH MICTSITh 10 141-My aMIHOKHCIOTHOMY
3Ky, a B-naHioru - mo 146. Beboro 574. YV remornio6iHi 370pOBUX JIIOJEH,
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remorso0ini A (Bim cimoBa Adultus - mopocnuii) B 0-JIaHIIO31 Ha MIOCTOMY MICIIi
CTOITh aMIHOKHMCIIOTHUM 3aJIMIIOK TJyTaMIHOBOI KHCJIOTH (IO BIAMOBIJAE KOJIOHY
GAG B MPHK 1 BignoBigno CTC y JIHK). IIpu 3amiHl aieHUIOBOrO 1 ryaH1JI0BOIO
azotuctux ocHoB y Mojekyli MPHK (GAG — GVYYVY) BHacmijok MyTtalii reHa,
BiAnoBigasibHOro 3a cuHTe3 remoriodiny (CTC — CAA) B wmonekym JIHK
(TpaHCBepcCis), B MOJINENTHIHOMY JaHIIO31, M0 KOAYEThCS IIMM T'€HOM, OJIHA
amMiHOKHCTOTa (TIyTaMmiHOBa) 3aMiHeHa iHmOw ( BamiH). e Tarne 3a cobor 3MmiHY
bi3uko-xiMiuHMX  BiacTtuBocter  remoryiobiny  (HbA—HbS),  medopmartiro
EpUTPOLIUTIB 1 IXHii remoi3. 'eMoriao0in A Mae HeraTUBHUM 3apsij, a reMorio0iH S
(cepmmoBugna kimituHHICTE - Sickle cell) - Heltpansauii. Baacmigok 1mporo
3MIHIOETbCA KOH(DIrypaiisi OLJIKOBOI MILENH, 3MIHIOETECS MEXaHI4Ha Ta OCMOTHUYHA
CTIMKICTb E€pUTPOILMTIB, MIJBUILYETbCS B'A3KICTh KpoBil. lle mnpusBoguTh 10
3MEHIIEHHS IBUIKOCTI KPOBOTOKY Ta 3aKYIMOPKH JIPIOHUX KaMISIPiB, IO € YaCTOIO
MPUYUHOIO 3aTu0el IIUX XBOPHX Yepe3 1H(PapPKTH cepils, MO3KY Ta 1HIIMX OpraHiB.
[Ipu 3HMWKEHH] MapIiadbHOr0 TUCKY KHMcHIO HbS kpucranmizyerbes, BHACTIAOK YOTO
EpUTPOLIUTH MPUHMAIOTh BUPa3Hy CEPHOBHUIHY (PopMmy.

[Ipu Baxkiii popmi y XBOPUX BUSBIAETHCA TUIBKM aHoMaibHUM HbS, npu nerkiii
dbopmi - ax HopmaasHui remorio6id (HbA), Tak 1 anomanbauii. Ocobu, TOMO3UTOTHI
3a reHoM HbS, ruHyTh B paHHbOMY JTUTHUHCTBI 10 TIOCSTHEHHS CTATE€BOi 3pUIOCTI BiA
BAXXKOi TE€MOJITUYHOI aHeMii 3 HHU3BKUM TE€MOTJIO0IHOM, IO CYMPOBOIKYETHCS
M1JBUIIICHOIO B'SA3KICTIO KPOBI, IeéMOJIi30M, HamagamMu OOJiI0 B Cyriobax, KiCTKax,
M'si3aX, pO37aJ0M KPOBOOOITY B MO3KYy, HUpKax 1 cenesiHii. He3Baxarouum Ha 1ie,
yactoTa amiens HbS csarae B meskux kpaiHax TpomiuHoi Adpuku Ta y30epexxs
Cepen3eMHOT0 MOpsSI AOCUTh BUCOKMX 3HAa4eHb, MPUYOMY caMe B TUX paiioHax, B
AKUX TOIIMpEeHa MeBHa (opMa Malpli, COPUYMHEHA Mapa3suTOM MaspIiHUM
mnasmojiieM  (Plasmoolium falciparum). Ilpuuuna, 3a sikoi wacrora amiens HbS
HNIATPUMYETHCS Ha JOCUTH BHCOKOMY pIBHI B pailoHax, /¢ MOIIUpPEHA Maspis,
noysirae B Tomy, 1o rerepo3urotu HbAHDbS Oinmbmr crifiki go mamspii, HiXK
HOpManbHI romo3urotu HbAHbA BHacCIiTOK HEMOKITMBOCTI MAISIPIHOTO TIJIa3MOTis
PO3MHOXKYBATHCS B 3MIHCHUX €PUTPOITUTAX.

I'eTepo3uroTHi HOCIi MYTaHTHOI'O IeHa - (PEHOTHUIIHO 3JI0pPOBI OCOOM JOCSTAIOTh
CTaTeBO1 3pUIOCTI, ajie MPU 3HUKEHHI aTMOCHEPHOro Ta MapLIAILHOIO TUCKY KUCHIO
(BUCOTHI TOJILOTM B HEr€pMETU30BAHMX JIITaKaxX, a TAaKOX IMICJIs HApPKO3Yy) B HHX
MOXK€ parTOBO BUHUKHYTH T€MOJITHUYHHUA a00 TPOMOOTHYHMHA KpH3, SKHUH MOXKE
3aKIHYUTHUCS CMEPTIO.

Aneni HbA 1 HbS € komoMiHaHTHUMH, TOOTO B TE€TEPO3UTOTHOMY CTaH1 JKOJIEH 3
HUX HE JIOMIHY€ HaJl IHIIUM, OOHIBa T'€MOTJIOOIHM CHHTE3YIOThCS OJHOYACHO. Y
TFeTEPO3UrOTHUX HOCIIB T€Ha CEepHOBUIHOKIITUHHOL anemii 60% BcbOro
remorso0iny ctaHoBUTh HbA 1 40% - HbS.
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[HmMM BaXKUM BUJOM TreMorjiobiHomartii € manacemia (anemis Kyni),
MikporuTapHa ¢opMa aHeMili — 3aXBOPIOBaHHS 3 ayTOCOMHO-PELECHBHUM THUIIOM
CHaJKyBaHHA  (IBoaJelbHA  CHUCTEMa), CIOPUYMHEHE 3HWKCHHAM  CHHTE3Y
NOJIMENTUIHUX JaHIIOTIB Y CTPYKTYpl reMorjoOiHy. 3ajexHo BIJ TOr0, CHUHTE3
SKOTO 3 MOHOMEPIB MOPYIICHUH, MOISAIOTh alibda-, 0eTa- 1 JAenbTa-TajsaceMiro. 3a
TSOKKICTIO  KJIIHIYHUX TIPOSIBIB  BUIUISIOTH BaKKy, CEpeaHI0 1 Jierky dopMmu
3aXBOPIOBAHHS.

a - manacemisa. ICHYIOTH BChOTO 4 JIOKYCH, IO KOJYIOTH O-JaHIioru. HasBHicTh
MyTalii B OJHOMY 3 JIOKYCIB MPHU3BOJAUTH 1O MIHIMAJIbHUX KIIHIYHUX MPOSIBIB
xBopoOu. [lopylieHHs1 B 1BOX JIOKycaX BHPa)KarThCs JIETKOO (hopmoro aHemii. [1pu
MYTalisiX Yy TPhOX JIOKYCaX BUHHMKAE 3HAYHE 3MEHILEHHS MPOAYKIl a-rjao0iny. [lpu
bOMY Ha/JIMIIKOBI JIAHIIOTH B-rJ001HY YyTBOPIOIOTH TeTpaMepu - reMorsiodin H. s
dbopMa HOCUTH TakoX Ha3By remorjobinomnatii H. Xapakrep 3axBOproBaHHsS MOXKe
BapilOBaTUCS BiJ JIETKOI JI0 BaXKOI KAPTUHU TIMOXPOMHOI MIKPOIIMTAPHOI aHEeMii.
[IpucyTHicTh MyTaIliii y BCIX YOTHPHOX aleliax aib(ha-riio0iHy € HECyMICHUM 3
KUTTAM. /[uTMHA 3 TAaKOI TMATOJIOTIEI0 THHE BHYTPITHROYTPOOHO abo Hezabapom
IiCJsl HApOKEHHS.
f-manacemia. Icnye nBa BapianTu OeTa-Tajacemii - gequxa manacemis 1 mana
manacemisi (mMinor), 3 SKUX BEJIUKA Tajacemis - HalOubl Baxkka ¢dopma
3aXBOpIOBaHHS. BuHUKae nmpu HASBHOCTI MyTalliii B 000X ayelsix reHa 0era-rio0iHy.
3a BijgcyTHOCTI ab0 Tmpu pi3KOMY 3MEHIICHHI BHUPOOHUIITBA OCTa-JIAHITIOTIB
reMorjo0iH A BUTICHAETbCS TeMorio0iHoM F, sxuit B HOpMi BUpOOIISIETHCS B II0/A 1
3MIHIOETBCA Ha reMOrjJo0iH A TUIBKM MICHS MOJOriB. Maia TtajaceMist CipuurMHeHa
HAsIBHICTIO MYyTallli B OZIHOMY 3 ajesieil reHa 0eTta-riao0iHy; 3a3BUYail TPUBAE JIETKO 1
He 1noTpedye JikyBaHHS. OTke, mnpu wLIA XBOpPOOl MOMINENTUAHI JIAHLIOTH
reMorjgo0iHy HOpMaJjbHI, ajle MPUTHIYEHUH CHHTE3 OJHOrO 3 JIAHLIOTIB - OeTa ado
anbda. Tamacemilo CHOPUYMHIOTH TOYKOBI MyTamii abo jenerii y TreHax
reMorjo0iny, siki BeayThb A0 mnopymeHHs cuntesy PHK, mo mnpusBomute 10
3MEHIIEHHS a00 MOBHOrO MPUIMHEHHS CHHTE3Y OJHOIO 3 BHJIB MOJINENTHIHUX
naHiroris. CHHTE3 JAHIIOTIB IHIIOTO BUIy TpuBae. lle crnpuumHiOE yTBOpEHHS
HECTaOUTPHUX MOJINENTHIHUX arperatiB 3 HaJIMIIKOBUX JIAHIIOTIB, 10 MOPYLIYIOTh
HOpMaJibHE (PYHKIIOHYBaHHS €pPUTPOLMUTIB, 1 IiXHEe pyHHyBaHHA. [linBuieHM
reMoJii3 EpUTPOLIMTIB BUKIMKae aHemito. Taiacemiss mnomupeHa B KpaiHax
Cepemzemuomop'si, B bipmi, B Cepemniii A3ii (B KUIUIaKax 3aBASKH
OJIM3BbKOCTIOPIIHEHUM IUTI00aM), B A3zepOaiikani, B Y30ekucrtani (y OyXapCKux
€BpeiB). Y pa3i rOMO3UTOTHOCTI MyTaHTHOTO T'€Ha XBOP1 MaloTh OAMITOBY hopmy
yepena, neopMoBaHi KICTKM y BHUIJIAAI TOJIOK iXKaka, PiaKo JTOXWBarOTh a0 10-
pIYHOTO BIKY.
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OnucaHo 1Ty HHU3KY IHIIUX AaHOMAJIbHHX TEeMOTJIOOIHIB, 3a SIKUX KIIHIYHUX
BIIXWICHDb Bil HOpMH B (eHoTHm MOke 1 He Oytu. Skmo mo 1966 poky Oyio
onucano 64 BUMAIKU aHOMAJIBHOTO TeMOTJI00iHy, TO HUHI CHaJKOBHX XBOPOO KPOBI
HamiuyeTrhesl moHan 100. AHOMaJIbHI Te€MOTJIOOIHM BIAKPHUTI HIISAXOM JOCIIIKEHHS
reMOTJIO0IHY B TOMYJISIISAX METOJ0M eIeKTpodope3y ado MIIAXOM HOTO BUBUCHHS Y
NaII€HTIB 3 IEBHUMH CUMIITOMaMU. BcranoBieHo, 1m0 ogHa oauna 3 600 € Hociem
MyTaHTHOTO reMorobiny. KinbkicTs pisnux Oinkie y moauau cranoButh 10° - 109,
TOOTO KOXHA JIIOJIMHA € HOCIEM 0arathbOoX BHUIIB MYyTaHTHUX OLIkiB. BigHocHa
PIUIKICHICTh BPOJKEHUX CHAJKOBUX 3aXBOPIOBAHb MOKAa3ye, MO IMIKIAJIMBI MyTalli
OLTBIIOCTI OUJIKIB € TATOTEHHUMH TIJTLKH B TOMO3UTOTHIN popmi.

I'emoznoodinoz C (HbC) mupoko nomupeHuii y TOMO3UTOT 32 JOMIHAHTHUM T€HOM,
y SKUX PO3BHBAETHCSH JIETKA TEMOJITHYHA aHEMis, IO CYIPOBOKYETHCS
MIKPOIIMTO30M 1 MIMIEHEBUIHICTIO epUTPOLUTIB. [locTiiiHUMHU cUMOITOMaMU B IIbOMY
BUIIAJIKY € CIaOKICTh, >KOBTSHHUIIS, OUTh KICTOK 1 Cyrii00iB, MiJBUILIEHA TEMIIEPATypa,
0011 B )KUBOTI, 0COOJIMBO B 00JIACTI CEIC31HKH.

Memeemoenobinemii  (HbM) XapakTepHuil XpOHIYHMHI 11aHO3, 3'SIBJISE€THCS B
PaHHBOMY JUTUHCTBI 1 MOETHY€ThCS 3 M1JIBUILICHUM BMICTOM
BHYTPIILIHBOEPUTPOLUTAPHOTO METreMOrjgo0iHy -  TOPOAYKTY  OKHUCJICHHS
reMorjo0iHny. Y KpoOBi 3J0pOBUX JIIOJIEH ICHY€ pIBHOBara MiXK IMpOLIECAMH, IO
3a0€3IeUy0Th OKHCJICHHS TeMOIVIOOIHY B METTeMorjo0iH, 1 Mpolecamu, sKi
3MIMCHIOIOTh 3BOPOTHY peakilifo. CrmaakoBa METreMorjo0iHemiss € pe3yabTaToM
MOPYIISHHS. PIBHOBarm MK HHMMH Buaamu TmporeciB. I'en HbM - nmomiHaHTHUH,
TOOTO MPU3BOJIUTH 10 PO3BUTKY 3aXBOPIOBAHHs, Oyay4d B I€T€PO3UTOTHOMY CTaHI.
[Ipu merremornodinemii 3amictb 1% MeTreMoriio0iHy B HOpMI B KPOB1 MICTUTBHCS
20-30%. Tomy mJyist JiKyBaHHSI 3aXBOPIOBAHHS 3aCTOCOBYIOTh PEUOBHHH, IO MAIOTh
OKHCJIIOBAJIbHO-BIIHOBHI BJIACTUBOCTI: METUJICHOBHI CUHI1, aCKOpPOIHOBA KHCIIOTA.

9.2. ®epmenmonamii (en3umonamii)

Ha npuknani remorno0iHONAaTIH MU BU3HAUUIIH, 0 TEHHI 3aXBOPIOBAHHS MOXYTh
OyTH CHpUYWHEH] MOPYIIEHHAM (QYHKIII CTPYKTYpHOro Ounka. AJjie BOHU TaKOX
MOXKYTh BHHHMKATH 4epe3 ae@iuut adbo nedekr OyaoBu Ouika-pepMeHTy (€eH3umy),
BHACJIJOK YOr0 MOPYUIY€eTbCs OOMIH TI€T UM 1HILOT PEYOBUHU. 32 TAKUM ayTOCOMHO-
PELUECMBHUM THUIIOM YCHAaJAKyBaHHS PO3BHUBAETHCS OUIBIIICTE XBOPOO OOMIHY
peyoBUH - ¢epmenmonamii. Huni omucano mnoHany 150 depmenTonaTiii
(eH3UMoMaTii).

binpmiicte  peniecMBHO — ycmajakoBaHWX — (EepMEHTHHX  J1e(PeKTiB  OOMiHy
00yMOBJI€Ha TTOBHOIO 200 Maif>ke MOBHOIO BIJICYTHICTIO ()ePMEHTATUBHOI aKTHBHOCTI.
IIpu 00CTEKEHHI TEeTEepPO3UTOTHUX HOCIIB MyTaHTHOrO reHa (0aTbKy 1 AITH XBOPHUX)
BUSIBIISIETHCSL B CEPEIHHOMY MPHUOIM3HO HATOJOBHHY 3HIDKEHA aKTUBHICTH TOTO XK
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dbepMenty. OHAK TPU TETEPO3UTOTHOCTI 32 MYTAHTHUM TI'€HOM MOXKJIMBI BEJIHKI
Bapiamii y piBHI aKTUBHOCTI €H3UMY, SIK 1 CTyHE€HS MpPOSBY OYyIb-SKOTO IHIIOTO
craakoBoro gedexty. ToMy TouHA MJlarHOCTHKA TETEPO3UTOTHOCTI HE 3aBXKIU
MOJIMBA. [CHYIOTh YMCJIEHHI, XapaKTepH1 JJIsl IEBHUX TKaHUH, MOJIEKYJIApHI (OpMHU
TOTO X caMoro (hepMeHTY, OLIBIIICTh SKUX AUGEPEHIIIOETHCS eIEKTPOPOPETHIHO.
Taki pi3Hi 3a CTPYKTYpOr0 (JOPMH TOTO K CaMOTO EH3UMY HA3UBAIOTHCS I30€H3UMAMU.
Ilamoeenemuuni mexanizmu epmenmonamiti. Yci 010XiMIUHI MPOIECH B >KUBHX
opraHizMax IepeOyBarOTh I TCHETHYHUM KOHTpojeM. OxpeMuil OioXiMIYHHI
IPOLEC CKJIAAAETHCS 13 cepli MOCHIAOBHUX PEaKIid, KOXKHA 3 SKUX KaTalll3yeTbCs
NEBHUM (PEPMEHTOM.

Hexaii pewoBuHa A B pe3yJbpTaTi JIEKUIBKOX TMOCIIJOBHUX  peakuii
nepeTBoproeThesi B pedoBuHy [, mpoimoBmu cragito B 1 C. Ili nmeperBopeHHs
MOXYTh OyTH 3[IIHCHEHI TUIbKH 32 y4acTio (epMeHTiB L, B, :

I'en o [en B [en y
l \ l
bepMmeHT o depment B bepMeHT 7y
\ \ l
A » B » C >

[Ipu 3HMKEHHI KaTaJITUYHUX BJIACTUBOCTEW (DEpMEHTY peaxiis, 110 TPUBAE 3a HOro
y4acTiO, BUSBISETHCA OJOKOBaHOWO. B  pe3ynbTari TEeHHOI MyTallii MOXe
MOCTPaXIaTH aKTUBHICTH OY/b-SKOTO (DEPMEHTY.
VsBimo Onokany Tumy:
A—-B->C
VY pesynbTati Takoi 0JIOKaAM MOXKE MaTH Micle:
1) HemocTaTHE YTBOPEHHS MPOAYKTY JaHoi peakiii (1) u Ouibmn BigmaaeHUX
POJYKTIB KOO NMEPETBOPEHHS;
2) HaKOMHWYEHHS B oOpraHi3mi cyoOcTpara OnokoBaHoi peakiii (C) abo #oro
nonepenHukis (B Tta A);
3) 3MiHAa OCHOBHOI'O HAaNpsIMKY peakiii 1 MOCUJIEHE YTBOPEHHS MPOIYKTIB, SKI B
HOPMI ICHYIOTb JIMIIE B HEBEJIUKUX KUTbKOCTAX:
A—->B->C=#]]
X=>Y->Z
Hakonnuenns B opranizmi cyocTtpary OJIOKOBaHOT peakilii JEXHTh B OCHOBI
x80po6 Haxonuyenus (storage diseases). Huni Bimomi AeKibKa OCHOBHUX KaTeropin
XBOpOO HAKOMUYCHHS: 21M0KO2eHO3U, 33 SIKUX Yy TKaHMHaX 1 OpraHax € MacHBHI
BIIKJIQJICHHSI TJIIKOTEHY; MYKOnoaicaxapuoosu, OOYMOBJICHI BIJKIAJCHHSIM B
TKaHUHAX MYKOIIOJIiCaxapu/IiB; Jinioosu, 10 CYIPOBOJIKYIOThCS
BHYTPIIIHbOKIIITUHHUMHM ~ HAKOMWYEHHSMU JIMiAIB; Mykoainioosu. KoxHa 13
3a3HAYEHUX KaTeropiii XBOpoO HAKOMUYEHHS MPEJCTaBICHA YWCICHHOI TPYIOI0
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3aXBOpIOBaHb. PI3HOMaHITTA PI3HUX BHUIIB XBOPOO HAKONMMYEHHS OOYMOBIICHO
YHUCICHHICTIO MOXJIMBUX OOMIHHHUX NIe(EeKTIB Ha HUIAXYy METa0OJi3My TJIIKOTEHY,
PI3HMX MYKOIOJIICAXaPHUAIB 1 JIIMIAIB.

JlediuT KIHIIEBOTO MPOAYKTY peakilii, OJOKOBaHOI B pe3yibTaTl HecTadl

BIJIMOBIAHOT €H31IMONIATUYHOT AKTUBHOCTI Ta HAJJIUIIOK MOMEPEIHUKIB 200 MOOIYHUX
MPOJAYKTIB IIi€l peakiii JjexaTb B OCHOBI BPOJKEHOTO aJpEeHO-T€HITAJIbHOTO
CUMIITOMY, CIIaJIKOBOi HETEPEHOCUMOCTI (PYKTO3H, TajakTo3emii, (eHUTKETOHYpIi,
AIKANTOHYPIi, IHITNX 3aXBOPIOBAHb.
A) Xeopoou aminokucnommnozo 006miny. BUHUKHEHHST OJIOKIB Ha IUISIXY
MeTaboi3My aMiHOKHUCIOT JIEKUTh B OCHOBI HH3KM CHAJKOBHX 3aXBOPIOBAHb,
CIIPUYMHEHUX MOPYIICHHSIM aMIHOKUCIOTHOTO 0OMiHY. Po3risHemo 11e Ha nmpukiagl
geninkemonypii.  (OKY). Ertionoris xBopoOM - HEAOCTATHICTb (EPMEHTY
deninananid-4-riaponazu (GeHTaTaHIH-T1IAPOKCUIa31), BUKJIMKaHa MYTalll€l0 TeHa,
10 KOHTPOJIIOE CUHTE3 1bOTo (hepMeHTy. ['inpokcumoBanHs QeHIanaHiny € JOCUTh
CKJIQJHUM TIPOIIECOM, B SIKOMY O€pyThb y4YacThb MpUHAWMHI TpU (PEPMEHTH.
@eninananidrigpokcmnasa (PAH) nmpoaykyeTbcsi KIITHHAMM TEYIHKH Ta PETYIIIOE
neperBopeHHs L-deninananiny B L-tupo3uH. OcTaHHIA yepe3 psa MNPOMIKHHUX
MPOJYKTIB OOMIHY TEPETBOPIOETHCS B TUPOKCUH, MejlaHiH 1 ajnpeHaniH. dedimut
dbepMeHTy PU3BOAUTH A0 HaKONMYeHHS (QeHinananiny (PA) B KpoBi.

PenecuBanit PAH-ren tpanckpuOyerhcsi B rematonuTax 3 yTBopeHHssM MPHK
po3mipoMm 2,4 Tuc. n.0. HaltnommpeHimuii Tun MyTaiii - oJHOHYKJICOTHAHI 3aMiHU
(MicceHC-, HOHCEHC-MyTallli 1 MyTallii y caiTax CIUTaiiCHMHTY). 3aMiHU Map OCHOB Y
HYKJICOTUJHIA TMOCHIZIOBHOCTI ~ CTPYKTYpPHOIO TI€Ha NPU3BOJATH JO 3MIHH
MOCJIITOBHOCTI aMIHOKHUCJIOT Y MOJIEKYJI1 O1JIKa, 1110 KOAYETHCSA UM T'€HOM.

OKVY BuHHMKAae NOpU TOMO3UTOTHOCTI Ili€i pELEeCCUBHOI MyTarii. Y pa3si
TeTepO3UTrOTHOCTI 3a II€I0 MYTalli€l0 OaTbKW XBOPOi JNUTUHU (PEHOTUITHO 3/10POBI,
ajyie MaroTh B TEHOTHUITI MyTaHTHUH T€H.

B ocHOBI marorenesy xBopoOu JIeKUTh OJI0Kaaa MEpeTBOPEeHHS (DEeHITAIaHIHY B
TUPO3UH, HAKOTIMYECHHS MOro B TKaHWHAX 1 mocuieHui nepexiy @A B deHinkero-
noxiHi ((heHUIipOBUHOTPAAHY 1 (HEHUTONTOBY KUCIOTH) (puc.18).

130



% 4
1 s 2
| Aveta || denmnanarmn | og—==| TupoauH |={ Hodpa ]%:4 TTMIMEHT MENaHWH

v ;

DEHUANMPOBKHOMpagHAR [OMOreHTUINHOBAA
EMCnaTa [EE.I,EI,E.I'IFIQTE.H EWCOOTa [EH;I,GJ‘IHET-‘.‘.‘Q
€ MOYOR P G MOHOR NpR
hEHUNEETOHYPHH) ANKAMTOHYEMK)

:@: q
| ALETOYKCYCHAR KHCAOTA |

CO, + HO

Puc.18. - BioximMiuHi «OJIOKM» MPU CHAAKOBUX MOPYIIEHHAX 0OMiIHY aMIHOKHCIIOT:
1 - peninkeronypis; 2 - anbOiHIZM; 3 - aJKANTOHYPIis; 4 - BPOJKEHA HEJIOCTATHICTh
TUPOKCHUHY (JTMCTOPMOHOTEHE3)

Cam ¢eHinamaniH 1 KETOKUCIOTH € TOKCHYHMMH TPOIYKTAMHU I HEPBOBOI
CUCTEMH, 0COOJIMBO TOJIOBHOTO MO3KY B mepiof ioro ¢hopmyBanus. [Ipu miaBuineHii
OPOHUKHOCTI remMaToeHedaIiqvHoro 6ap'epy B MepIIi ABa POKHU JKUTTS Il TPOAYKTH
JeTKO TEPeXOosiTh 3 KpOBI B TOJOBHMA MO30K. BHAcCHiOK LBOTO Yy IUTHHH
CIOCTEPITra€EThCSl PO3yMOBa BIACTAIICTh Yy BUIJISAL E€01IBHOCTI, IMOEIUIBHOCTI 200
imioTii. Ilim wac pocTy AWTHHUM TIPOHHMKHICTH reMatoeHiedaniyHoro oOap'epy
3HIKYETBHCS, 3arp0o3a BUHUKHEHHS TOKCUYHOTO MOUIKOIKEHHSI MO3KY 3MEHIIIYEThCS.
[Mpuunan nomkomkeHHss Mo3ky npu DPKY cknaani. KpiM TOKCHYHOTO BIUIMBY
camoro (eHianaHiHy 1 KETOKUCIOT BiIOYBA€ThCA KOMIICHCATOPHE 3MEHIIICHHS
IHIIUX aMIHOKHUCIIOT, BHACHIJOK YOro PO3BUTOK MO3KY 3aTpumyeThcsa. Hecrtaua
TUPO3UHY MPU3BOJUTH /10 3MEHILIEHHSI YTBOPEHHS aJlpeHalliHy Ta MelaHiHy. Tomy B
TaKuX JITeHd BIJ3HAYAETHCS 3MEHILIEHHs MIrMEHTallii (CBITJIE BOJOCCS, paiayKHa
000J10HKa 0YeH, IMKIpH), apTepiajibHA T1IOTOHIS.

[Tepmuii onuc ¢enunkeToHypii gaB HopBe3bkuil jikap [.A. ®eminr (Folling) B
1934 pormi, sSkui 3a JIONMOMOIOK XJOPHOrO 3aji3a BHSIBHB B C€Yl JBOX
HEJOYMKYBAaTHX JiTel (EeHIIMUPOBUHOTPaAHY Kuciaoty. HuHl 11e 3axBOprOBaHHS
no0pe BUBUEHO. J{iTH HAPOKYIOTHCS 30BHI 3I0POBUMHU, 100pe HaOUpPaIOTh Bary, aje
Ha JpYroMmy MiBpiu4l BHUSBJISETHCSA BIJCTABaHHS B MCUXIYHOMY PO3BUTKY. Taki AiTH
COHJIMBI, MJISIBI, HE (PIKCYIOTh MOTJISA HA MPEeIMETax, He MParHyTh JO CHIJIKYBaHHS 3
OaTbKaMu, yBara B HUX NociiabieHa. 3'aBiserbest OmoBaHHsA. Ha mikipi BUSIBASIOTHCS
pi3H1 1epMaTUTH. BiIbIIICTh MUX JiTEN CBITIOBOJOC, 3 OJakuTHUMH ounMa. Hamami
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BUSBIISIETHCSI BIJICTAaBaHHA 1 B (DI3MYHOMY PO3BUTKY, HEIOPO3BUHEHHS MOBJICHHSI,
3aTpUMYEThCS Mpopi3yBaHHA 3yO0iB. TeHnaeHWiss [0 mporpecyBaHHS JIe(PeEKTy
IICUXIYHOI'O PO3BUTKY B1A0OYBa€eThCs A0 4 pokiB. Ilopsy 13 ICUXIYHOK BIACTANICTIO B
JiTed 3'SBISIOTBCS CYJAOMH, SIKI HOCATH XapaKTep HamaaiB Majoi abo BEJIMKOI
emijencii. Pimme cmocTepiraroTbesl TIMEPKUHE3W THUITY XOpeaTeTo3y, TPeMop.
Crnocrepiraerbcs MiABUIICHHS TOHYCY M's31B, pijillie — T1MOTOHIs, TIpaMiIH1 po3Jaau
y BUTJISIA1 TIape3iB. XBOP1 HE BMIIOTh PO3MOBIISITU Ta XOAUTH. BupakeH1 BereTaTuBHi
po3nanu y BUMIAL miTimBocTi ( "mMumraumii" 3amax moty), akporumano3y. Ha EEI
BIJIPI3HSIIOTHCS MMIKU 1 KOMIUIEKC XBWJIb MOBUIBHUX PUTMIB HABiTh B THX BUIIQJIKaX,
KOJIU CyJIOMHI Hamajau He BinOyBaroThcs. Ha mHeBMoeHLedamorpamax BUSBISIOTHCS
nu(y3H1 3MIHU Y BUTJIS1 aTpO(]ii KOpHU rOJIOBHOTO MO3KY.

Heonamanvnuii ckpunine - 11€ MacoBe 0OCTEKEHHSI HOBOHAPOXKEHUX JITEH, OJUH
3 e()eKTUBHUX CITIOCOOIB BUSBJIECHHS HANUOUIBIN MOMMPEHUX BPOKEHUX 1 CIAJKOBUX
3axBOpIoBaHb. HeolliHeHHNIT BHECOK HEOHATAJIbHOTO CKPUHIHTY B OXOPOHY 370POB'S
Hallii ToJisirae B TOMY, IO BIH JIO3BOJIIE 3a0€3MEYUTH paHHE BUSBIICHHS
3aXBOPIOBAHb 1 IX CBOE€YACHE JIIKYBaHHS, a 1I€, B CBOIO YEPry, JA03BOJIAE 3aMI00IITH HE
TUIBKH (PI3MYHOMY Ta pO3yMOBOMY B1JICTABaHHIO B PO3BHUTKY, aJIe B JIEIKUX BUIAJKAX
HaBITb cMmepTi. HeoHaTtanbHUU CKPUHIHT TMOYUHAETHCA MPSAMO B IOJIOTOBOMY
OyJIMHKY: Y KOXHOTO HOBOHAPOJKEHOTO0 OEpeThCs KpaIlis KpOB1 Ha CHEllaIbHUI
TECT-OJIaHK, SIKUA HAaNpaBls€TbCA B MEIUKO-TEHETUYHY KOHCYJIbTALII0 IS
NPOBEJICHHS JOCIIPKEHHS. Y TOMY BHUIAJAKY, SIKIIO B KpOBI BHUSBIICHUN MapKep
3aXBOPIOBaHHs, OaThbKW 3 HOBOHAPO/KEHHM 3alpOIIYyIOTHCS B MEAUKO-T€HETUYHY
KOHCYJIBTALIKO JUIl MPOBEJEHHS MOBTOPHOIO JOCIIJKEHHS KpOBI 3 METOIO
NIATBEP/KEHHS J1arHo3y 1 NpHU3HA4YeHHsS JIKyBaHHSA. Hanmami BeaeThcs mocCTiiiHE
CIIOCTEPEKEHHS 3a IUTUHOIO.

JiarHocTuka (eHUIKETOHYpli HUHI HE Ma€ BeJUMKUX TpyaHouiB. [lomepeaHno
XBOpoOy MO’KHA JIIarHOCTYBATH 3a JIONIOMOTot0 peaxmugy Peninea. B npobipky, 1e
3HAXOAUTHCS 2-5¢M° CBIXOT cedi XBOpO1 IUTUHH, J0Aat0Th 6-10 kpanens 10%-Horo
po3unny xnopuny 3amisza (FeCls). [Ipu HasiBHOCTI B ceul (eHinalaHiHy TpoOipka
3a0apBUTHCS B CUHBO-3€JIC€HUI Komip. Uepes 5-15 XBUIMH 3eleHuid KOIip MOCTYIIOBO
OnsiKkHEe, TOMY peakiilo Tpeda BpaxOByBaTH Biapa3zy Micid ii MOCTaHOBKH.
Mopaudikariero i€l peakiiii € nerrowkosa npooa. Ha Mmokpy ab0 BUCOXITY HETIOLIKY,
IPOCOYEHY CEUel0 JAUTHHM, KanarTh Kiibka Kpamneiab 10% -HOro po3uuHy XJIOpUIY
3aJ1i3a. 3a HAsSBHOCTI B ceul (peHinanmaHiHy Ha MENIONII 3'SBISIOTHCS CUHBO-3EJICHI
wisiMd. Ha 1poMy X NOpuHIMII 3acHOBaHa Mpoda 3 I1HIUKATOPHUM Marepom
(pinbTpyBanbHUN TAMIp, MNPOCAKHYTHA  PO3YMHOM TPHUXJIOPHOTO 3aiiza) abo
oxiBiem, o MictuTh FeCls (denicrikc). OgHak peakiis 3 TPUXJIOPHUM 3aT130M HE €
cneuu(piyHo, TOMY IO BOHAa MOXe€ OYTH MO3UTHUBHOK TMPU HHU3II 1HIIUX
3aXBOPIOBAHb, @ TAKOX MpU MPUHOMI JEAKUX JIKIB (amiHa3uH, coji (ocdopHoi
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kuciotn). Peakiis ®eniHra mMoO3UTHBHOIO CTAa€ TOMI, KOJM B KPOBI KOHIIGHTpAIIis
¢deninananiny csrae ne menme 10-15 mr%. Lle 3a3Buuail OyBae y Bimi AUTUHU 2-5
TUXKHIB.

binbur yyTnuBoro 1 611k crienu(ivHO0 € peakiis 3 2,4-TuHITPOGEHUIT1Apa3iHOM
(2,4-JH®TI'). o 1-2 mu ceui pomaroTh ctuibku x 0,3% pozunny 2,4-J{HOT. Tlpu
HAssBHOCTI B cedl (eHUIMUPOBUHOTPAIHOT KUCIOTH Yepe3 1-3 XBUIMHU B MpoOipIIi
YTBOPIOETHCS MYTh SICKPABO->KOBTOT'O KOJIBOPY, SIKa HE 3HUKAE IPOTATOM J00H.

OO0'eKTUBHUM METOJIOM JIIarHOCTUKHU € BU3HAYCHHS KOHIICHTpAIll] (eHiITaaHiHy B
KpOBI MeTomoM Xpomartorpadii Ha mamepi ab0 IHITUMHA METOAaMH. Y BEIHUKHX
7a0opaTopisix KOPHUCTYIOTHCS aMIHOKHUCIOTHUMM  aHali3aropamud. Y  HOpMI
KOHLEHTpallisl (eH1TananiHy B KpoBi JopiBHIOE 1-2 Mr%, npu (eHUIKeTOHypii BOHA
noxoautsh 1o 60 Mr% 1 BHUILIE.

B ocHOBI mecmy ['ampi Ha PeHITKETOHYPIIO JISKHUTH MIKPOO10JIOTIUHA METOINKA:

oOcTexxeHy KpOB JIOJaloTh J0 OakTepiasibHOiI KynbTypu Bac. Subtilis, picT skoi
TAIbMYIOTh CHEIlaJIbHUM 1HT101TOpOM. BITMB OCTAaHHBOTO YCYBA€ETHCS, SKIIIO B KPOBI
00CTeXyBaHOTO NiJBULIEHA KOHUEHTpalis (eHutanaHiny. i koHIEHTpalii MOKHa
OLIIHUTH LUISIXOM BUMIPIOBaHHS 30H POCTY MIKPOOPIaHi3MIB 1 HOPIBHSHHA IX 3
BIIMOBIAHUMHU ~ cTaHAapTamMu. lled 1OCUTH TPYJAOMICTKHMH METOJ IIUPOKO
3actocoByBaBcs B 1970-1980-x pokax MUHYJIOTO CTOJITTS.
[li3Himme ayis NOpOBENEHHA  HEOHATAJbHOTO  CKPUHIHTY  CTald  IOBCIOJIHO
BUKOPHUCTOBYBATU iMyHOepmenmuutl ananiz (IMyHOJIOTIYHUM METOJI BU3HAUCHHS 1
KUTbKICHOTO BUMIPY aHTUTEHIB 1 aHTUTLN), a TAaKOX @iryopumempiro (Xpomartorpadis
Ha 10HHO-OOMIHHUX CMOJIax 3a JIONOMOTOK aBTOMaTUYHUX (DITyOpUMETPIB).

CpOrojiHi Ha 3MIHY MM METOJaM MPUXOJIUTH OLIbII €PEKTUBHUN 1 MIBUAKUAN
METOJl  MAHOeMHOi  mac-cnekmpomempii.  JIOHUHI ~ Mac-CIEKTPOMETpIA €
HAalWBHUCOKOYYTIUBIIINUM (PI3UKO-XIMIYHUM METOJOM aHali3y HaWIIMPUIOrO CHEKTPY
crionyk. I{e mo3BoIsie MPOBOIUTH aHAI3 META0OJIITIB B OpraHi3Mi HEMOBJISTH BXKE Ha
IPYTY-TPETIO 100y 3 MOMEHTY HapOKEeHHS (IpU TpaJMIIHUX METOJax aHai3
IPOBOJUTHCA Ha M'SATY-CbOMYy 100y) 1 B pa3l BUSBICHHSA BIIXWICHb BiJ HOPMH
NPU3HAYUTH HEOOXiJIHE JIIKyBaHHS B HaiikopoTin Tepminu. llle onHieo BakIuBOIO
NEepeBaror IIHOr0 METOAY JAJIsi HEOHATAJIBHOTO CKPUHIHTY € IIBHJKICTh MPOBEACHHS
aHami3zy (Onu3bko 2 XBWUJMH) 1 BIACYTHICTH HEOOXIZHOCTI XpOMATOrpadiuHOro
PO3UICHHS aHAJII30BaHOTO 3pa3Ka.

['eTepo3UroTHUX HOCIiB MYTaHTHOT'O I'€HAa MOXHA BUSABUTH HABAHMANC)YBANbHUM
Memoodom - nadero ¢eHurananiny 3 po3paxyHky 0,1 r Ha 1 Kr Macu 1 MOJAIBIIOTO
BU3HAYCHHS KOHIICHTpaIlii (eHITallaHiHy B KpOBi. Y 3I0pOBHX OCIO KOHIICHTpAIlis
deninananiny 30UTBIIYETHCS 3a TEpIIy TOAWMHY B 4-5 pasiB, a B T€TEPO3UTOTHHX
HOcliB - B 10 1 Outebmie pasiB. I'eTepo3uroTHi HOCIi 30BHI HE BIJPI3HSIOTHCS BiA
3I0POBUX JItOJIeH, TipoTe 3a AeskuMu nanumu Big 10 1o 30% oci0, ki CTpak1aroTh
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Ha cTapede cliad0yMCTBO, € HOCIAIMH TeHa (EHITKETOHYpPIi B T€TEPO3UTOTHOMY CTaHi.
OmnucaHi BUNIAJAKW HAPODKEHHS HEIOYMKYBAaTHX JITEH MaTEPSIMH - TE€TEPO3UTOTHUMH
HOCISIMU T'eHa (PEHIIKETOHYPII.

Tinbkyu paHHIA NOYATOK JIIKYBaHHS, KOJM 1€ HE PO3BUHYJIUCA HE3BOPOTHI
MOPYIIESHHSI TOJIOBHOT'O MO3KY, TOIepekae po3yMOBY BijicTalnicTh. HuHi po3po0iieHi
TOCUTh €(EeKTUBHI MIETH JJIs JIIKYBaHHS AITeH, XBOpUX Ha (pEeHUIKETOHYpiro. BoHu
0a3yloThCcs Ha 3aMiHI IUTICHUX OUIKOBHUX MPOAYKTIB (MOJIOKa, M'Aca Ta SIEIb)
eioponizamamu, MO MICTATh MIHIMQJIbHY KUIBKICTh (eHIJANaHIHY MPU HOPMAIbHIN
KUIBKOCTI 1HIIUX aMIHOKHUCIOT. L{r0 €Ty peKOMeHy€eThbCsl MpU3HA4YaTh JITAM 10 S-
piuHoro BiKy. OpHak JIKyBaHHS TpeOa MPOBOAUTH i KOHTPOJEM BMICTY
¢eninananiny B KpoBi. I[loBHe mNpUNUHEHHS HAAXOKEHHS (EeHLIaNaHIHy
HENPUIYCTUMO, OCKUJIBKM 1€  He3aMiHHa  aMiHOKUCIoTa.  ONTHUMAaJIbHOIO
KOHIIEHTpaIli€lo (eHIagaHiHy B KPOB1 Y XBOpHX AITel ciiiJl BBaxkatu 3-8 Mr%.

Huni pobnena TpueramnHa cxeMa JikyBaHHs XxBopoOu. Ha nmepmiomy erami micis
BCTAaHOBJIEHHS aiarHo3y Ha 10-20 mHIB MpU3HA4YalOTh JIETY, TOBHICTIO MO30aBICHY
denutananiny. Ha apyromy erami 0Aal0Th HPOIYKTH, IO MICTATh (peHUIaJaHIH
(MOJI0KO), aje o0 3MicT Horo He nepeBuulyBaB 10-25 mi / kr Ha 100y. Ha TpeTtbomy
eTani €Ty 1e OuTblIe PO3IIMPIOIOTh, ajle CTeXaTh 3a piBHEM (DeH1JIajJaHIHy B KPOBI.
3aragpHa KaJNOPIMHICTH 1K1 y Takux nited noBuHHa Oytu Ha 10-12% Bume
HOopManbHOI. Tlopsi 3 rizposizaToM TakuM AITSAM MPU3HAYAIOTh BITAMIHH, OCOOJIMBO
acKopOiHOBY KHMCJIOTY. HUHI BUTOTOBISETHCA KiJbKa IMpenapariB (SIK 3a KOPJIOHOM,
Tak 1 Hac) 3 MajauM BMICTOM (eHUTanaHiHy, TpH JIKyBaHHI HUMH B JiTEeH
MOKPAITY€ThCS ICUXIYHUHN CTaH, MIPUIHHIIOTHCS CYyJJOMH, BOHU Kpallle pO3BUBAIOTHCS
¢13uuHO0. OCoO0AMBO €(PEKTHUBHUM € JIIKyBaHHS B IEpIIl 2 POKH, ajieé 1 B HACTYIHI
POKH BOHO HAJIa€ TIO3UTUBHUIN e(EeKT.

Myramiiina ~ Onokaza  pI3HMX — JOUISHOK Y JIaHIi031  OlOCHHTE3y
TerparigpodionTepiny — KodakTopa (dbeHUTaNaHIHITIAPOKCUIa3HOT  peakiii
OpU3BOAUTH 1O PO3BUTKY BapianTHux Qopm OKVY, ski xapakTepu3yroTbes
PO3YMOBOIO  BIICTANICTIO,  Ba)XXKOK  HEBPOJOTIYHOK  CHMITOMATHKOK 1
PE3UCTEHTHICTIO J0 JI€TOTEpartii.

Yacrora (heHUIKETOHYPIl Y PI3HUX NOMYJSLIAX Ta €THIYHUX IPyHax KOJUBAETHCS
Bix 1: 4 500 (B Ipnmanmaii) no 1: 6 300 (B fmownii). B cepenHpbomMy XBopa AUTHHA
HapokyeTbes Ha 20 000 monoris. Bucnosneno npunyieHHs, uo Hociicteo PAH-
MYyTAIlli MJBUIIYE CTIMKICTh OPTaHi3My 10 TOKCHYHOTO €(eKTy OXPaTOKCHHY A, 110
BUJIUIAETHCS JCSAKUMU BuaamMu TpuoOkoBoi 1Bim (Aspergillus, Penicillium), ski
PO3BUBAIOTHCA TIPH 30€piraHHi 3epHa Ta IHIIWX MPOAYKTIB. ICHye mymKa, 110 BariTHI
KIHKH, TeTepo3uroTHi 3a PAH-myTamismu, MaioTh MEHIIy WMOBIPHICTh BUKHIIHIO,
1HTyKOBAHOTO JI€I0 IIUX MIKOTOKCUHIB. fIMOBipHo, Brcoka yactota @KV B Ipnanmii i
[MoTnanali 4aCTKOBO MOKE OyTH MOSICHEHA M'SIKUM 1 BOJIOTUM KJIIMATOM IIMX KpaiH,

134



SAKUW CIIpHUsiE POCTy Takux TpuOiB. YacToTa reTepo3uroTHOr0 HOCIMCTBA 32 T€HOM
OKVY cranoButh B cepenHboMy 1:50 4vonoBik. DeHUIKETOHYpis BIAHOCHUTHCS M0
ayTOCOMHO-PEIECUBHUX 3aXBOPIOBAHb.

bmuzbko 1o ®KY 3HaxoauThcs psii  IHIIMX 3aXBOPIOBAHb, OOYMOBJIEHUX
MOpYIIEHHSIM 0OMiHY (eHUIaNaHIHY: aJIKalTOHYPisl, AIbOIHI3M.

Anxanmonypis KJI1HIYHO BUBYEHA OpuTaHChKuM Jiikapem A. ['appoaom B 1908
poIli, SKW BUCJIOBHB MPHUIYIIEHHSA, II0 XBOpoOa OOyMOBJIEHA TOPYIICHHIM
OKHCJICHHSI TOMOTEHTHM3MHOBOI KHCJIOTH B Opradi3Mi. ETtionoriynum QakrtopoMm €
HEJOCTaTHICTh (EPMEHTY OKCHIa3d TOMOTEHTH3MHOBOi Kuciotu. IlaTtorenes -
O5mokaza mMepexoay TOMOTCHTH3MHOBOI KHCJIOTH B MaMiJAleTOLTOBY KHCIOTY.
CnagkoBa mepeqada 3aXBOPIOBAHHS 3IHCHIOETHCS ayTOCOMHO-PEIIECHBHO, aiie
MOJIMBE W ayTOCOMHO-IOMIHAHTHE CIAJKyBaHHS 3 HEMOBHOIO TMEHETPAHTHICTIO.
Yos10BiKM XBOPIIOTH B JIBA Pa3H YaCTIIlIe, HIXK JKIHKHU.

3aXBOpPIOBAaHHS TIPOSBISETHCS THM, IO Ce€Ya I BIUIMBOM JIYTiB TEMHIE
(ampKanTOHYpisi) 4Yepe3 OKUCIEHHS B  HIW TOMOTE€HTHU3UHOBOI  KHUCIIOTH.
Crnocrepiraerbcst XapakTepHe 3a0apBIEHHS CIIOJAYYHOI TKaHMHM B KOJIp OXpH
(0XpoHO3), OCOOJMBO CYIVIOOOBUX XpSIIIB, €HAOKAap/a, BEJIUKUX CYAUH, HHUPOK,
jereHiB, emigepmicy. Ilpu TpuBaJioMy 3aXBOpPIOBaHHI MOXE PO3BUBATHUCS
NEPEPOXKEHHST  XPAILIIB  (AIbKAaNTOHYPUUYHUI apTpuT). AJIBKANTOHYpIs MOXeE
CYNpOBOJKYBAaTH 3axXxBOPIOBAHHS cepisl abo CyAWH, OCOOJIMBO aTepOCKIIEpO3,
BUIAJIaHHS JIPArJIUCTOTO s/ipa MDKXPEOLeBUX AMCKIB, MPOCTATUT, HUPKOBO-KaM'sHa
xBOpoOa. BxkuBanHs Benmukux 103 BitamiHy C Moke 3amoOirT MOTEMHIHHIO cedi 1
3HAQYHO MOM'SIKIIIATH 1HII 11 CHMIITOMH.

Anvbbinizm 00yMOBIICHUH BIJICYTHICTIO (PEPMEHTY THUPO3UHA3H, IO MEPETBOPIOE
TUpa3UH B MEJIaHIH; OCTaHHIN 3HAXOJIUTHCS B MeJaHOIUTax. AJb0iHI3M MOXe OyTH
3arajgbHuUM 1 MicueBuM. llpu 3aeanvnomy anvbOinizmi MenaHiH BIACYTHIA B IIKIpi,
BOJIOCCI, palIyHii OOOJIOHIII, III0 CYHMPOBOIKYETHCS CBITIO00S3HIO, 3HUKEHHSIM
TOCTPOTH 30py, 1HOAI HicTarMoM. COHSIYHE ONPOMIHEHHS BUKJIMKAE 3amaibHl 3MIHU
mKipu. YacTo 3'SBsItOThCS BECHSHKU. [HOI ab0iHI3M CYTPOBOKYETHCS M 1HIIIUMH
pO37aaMH - TIIYXOTOR0, IO TTOETHYETHCS 3 HIMOTORO, €IJIEICiio, omrodpeniero. Ae
cepel anbO1HOCIB OyBarOTh 1 BUJATHI JIIoAu. Micyeguii anbOinizm 3aXOIUTIOE 3a3BUYail
YaCTUHY LIKIPU 1 BOJIOCCS, aji€ HIKOJIM HE BpaXka€ OKO. B reHeTMYHOMY BIJHOILIEHHI
3arajbHUM 1 MICUEBHUM anb0iHI3M € PI3HUMU 3aXBOPIOBAHHSAMHU. 3arajibHUI aabOiHI3M
YCHaJKOBYETHCS 32 Ay TOCOMHO-PELIECUBHUM THIIOM, a MICLIEBHI - 32 TOMIHAHTHHUM.
JlikyBanHsa anb0iHI3My He IicHye. AJIBOIHOCHM TOBWHHI YHUKATH OIPOMIHEHHS
COHIIEM.

b) Xeopoou eyznesoonozo ooéminy. [anaxmosemis. Etionoris - HEmOCTaTHICThH
dbepmenTy ranakto3o-1-hocharypununrpancdepasu. B ocHOBI maTtoreHe3y JICKUTH
0Ji0Kaja MepeTBOPeHHs rajgaktoso-1-docdary. ["amakrozemis 3aiiMae apyre Micie 3a
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YaCTOTOI0 BUHUKHEHHS Ticis (eHinkeTonypii. Tun ycmaakyBaHHS - ayTOCOMHO-
pellecCuBHMA. 3aXBOPIOBAHHS BUHUKAE MPH BHUTOJOBYBAHHI MOJIOKOM B Pe3yibTaTi
HNOPYLIEHHS 3aCBOEHHS MOJIOYHOTO LyKPY (JTaKTO3M), IO PO3LICIUIIOETHCS B
KMUIIIEUHUKY [0 TajakTo3u. B pesynbraTi Onokaau oOMIHY TajlakTo3o-l-¢ocdary
yTWII3aIlisl TajJakTo3u HeMmoxuiuBa. [Ipu romyBaHHI MOJOKOM CIIOCTEPIraeThes
0JIFOBOTA, TIPOHOC 13 3HEBOJHEHHSIM, HEJOPO3BHHEHHS BHYTPIIIHIX OPTaHiB, IIUPO3,
KaTapakTa, po3yMOBa BIJCTANICTh. SIKIIO K MOJIOYHHI ITyKOp HE BHKIIOYAETHCS 3
TETH, MOXJIMBUW CMEPTENbHHUM pe3ynabTaT. JliarHOCTUYHHMIA TECT - BHUSBIICHHS
rajiakto3u B cedl (BmicT miaBumieHuil a0 200 mr%), rinormikemis. Ilpu panHiii
[OCTAHOBIIl JiarHO3y 1 BHUKJIIOYEHHS 3 1K1 MOJIOKA CHUMITOMHM 3aXBOPHOBAHHS
3HHUKAIOTh, JTUTHHA PO3BUBAETHCS HOPMAIBbHO. Y CTapIIOMY Billi OpraHi3M HalyBae
3MaTHOCTI YTWJII3yBaTH TaJlaKTO3y 3aBASKM BHHHKHEHHIO KOMIICHCATOPHUX
METa0OIIYHUX HUTSAXIB.

[Topsim 3 TIIKOT€HO3aMH, Cepel XBOpOO BYIJIIEBOJAHOTO OOMIHY € "XBOopoOwu

HaKkomu4eHHs", OOyMOBJIEHI BIAKIAJaHHSM Yy PI3HMX OpraHax 1 TKaHWHaX MYKO
noyicaxapuiiB - Mykonoaicaxapuoozu (Taproiiu3M, BICLEpalibHI BIJIKIIAJICHHS
KHCJIMX MYKOIIOJICaxapuaiB). XBOpl JITH XapaKTEPU3YIOThCS KapJIMKOBUM POCTOM,
HENPOIOPIIHO BEJIUKOI0 TOJOBOK 3 JACPOPMOBAHMMH KOHTYpaMH, TIpyOUMH
MOTBOPHUMU pUcaMU OOJIUYYs,, MHOKUHHUMU JedopMaIlisiMU CKeJIeTa, 0OMEKEHHIM
PYXJIMBOCTI  CyIJIOOiB, 3aTPUMKOIO TICUXOMOTOPHOTO PO3BUTKY, MCHUXIYHOIO
BIJICTAJIICTIO, BaJaMU CEPIIs, TIOMYTHIHHIM POTiBKH, HasIBHICTIO IMMTAXOBHX 1 MYTTKOBUX
rpwK. BaxauBuUM ISl IaTrHOCTHKU € PEHTICHOJOTIYHUN METOH JOCIHIIKEHbB, IO
BUSBIJISIE MHOKMHHI 3MIHU CKeJleTa, MOPYUIEHHS OKOCTeHiHHsA. KiliHiuHa KapTHhHa
3aXBOpIOBaHHS opmyeTbes micist 1-ro, anme iHoai michs 3-4 pOKIB KUTTS. XBOpl
MaloTh MiABUIICHY UYYTJIMBICTh O COHSYHOTO OINPOMIHCHHS, SKE BUKIIMKAE y HHUX
epUTEMAaTO3HE 3anajieHHs IKIpH.
Jletiyunoz - CHAagKOBE 3aXBOPIOBAaHHS 3  ayTOCOMHO-PELIECHBHUM  THUIIOM
yCHajaKyBaHHs, 3ycTpidaerhcs 3 yacTororo 1 Ha 120-300 THCSY HOBOHAPOKCHHX.
[lepBuHHUMIT O10XIMIYHHI AEPEKT MONSITaE y BIACYTHOCTI ab0 PI3KOMY 3HIDKEHHI
aKTUBHOCTI (PEPMEHTHOI CHCTEMH, IO 3a0e3leuye OKHCHE IeKapOOKCHITIOBAHHS
TPbOX AMIHOKUCIIOT - JICHLMHY, 130J€MIMHy, BadiHy. B pe3ynabTaTi B Oprasizmi
HAKOIMWYYIOThCA 11 aMIHOKHMCIIOTH Ta iX mnonepeaHukd. Hailbuipln maTtoreHHo
HAKOTMMYEHHS JICWIIMHY. 3aXBOPIOBaHHS TPHBAE BAXKO Ta YacTO 3aKiHUYETHCS
JeTalbHO. Y JiTeH BIJ3HAYAETHCS 3aTPUMKA PO3BUTKY, MPUTHIYEHHS LIEHTPAIbHOI
HEPBOBOI CHCTEMH, XBOPI MOXYTh BHaJaTH B JIETaprito. XapakTepHa TiMOrIiKeMis 1
TIITOTOHIS, KEToaIua03, OJIF0BOTA. XapaKTEpHOIO O3HAKOKO € CBOEPITHUN 3amax cedl
XBOpUX, B SKI BUSBIAETHCS TMPUCYTHICTh aMIHOKHCIIOT, IO Haramye 3amax
KJeHoBoro cuporny. [Ipu mpoBeeHHI CEIEKTUBHOTO CKPHHIHTY ce€4a Ja€ MO3UTHBHY
peaxiito 3 2,4-TuHITPOYEHUITPa3IHOM.
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licmuounemisa - CcHagKkoBe 3aXBOPIOBaHHS, OOYMOBJIIEHE MOPYIICHHSIM OOMIHY
aMIHOKHUCJIOTH ricTuauny. [laTosoris ycnaakoBy€eThCsi ayTOCOMHO-perniecuBHO. Cepen
HOBOHAPOJ/KCHUX 3aXBOPIOBaHHS 3ycTpivaerhcsi 3 yactororo 1:17 000. B ocHoBi
XBOPOOM JIEKUTH BIACYTHICTh (PEPMEHTY O10XIMIYHUX MEPETBOPEHb TICTUIIMHY, IO
MPU3BOJIUTH JIO MIJABHUINCHHS MOr0 BMICTY B KPOBI 1 AUCOANaHCYy aMiHO-KHUCJIOTHOTO
0oOMiHy. Y pa3i MOBHOI BIICYTHOCTI (p€pPMEHTY KIIIHIYHI CHUMITOMHM 3'SIBISIOTHCS B
nepmii 3-4 MicsIl JKUTTS B BUIJISAAI CYJOM, 3aTPUMKH PyXOBOTO 1 TCHUXIYHOTO
PO3BUTKY. Y XBOpPHUX I€peBaka€ HETAaTHBHUM EMOIIMHUN KOMIIIEKC: BOHU MIISBI,
IUTAKCUB1, HE TATHYTHCS 10 Irpamok. IlocTynmoBo cTaH MOripuIyeThCs, HAPOCTAE
HAOPSK MO3KY, 11(0) MIPUBOIUTH 70 CMEPTEIHHOTO pe3yIbTaTy.
SKI10 aKTUBHICTh (PEPMEHTY 3HMKEHA, TO CUMIITOMHU 3aXBOPIOBAHHS PO3BUBAIOTHCS
NOBUIbHO. BificTaBaHHS B IICUXIYHOMY PO3BUTKY CIIOCTEPIra€ThCsl TUIbKU Y YaCTHUHU
XBOpUX. XapakTEpPHO MOPYIICHHS MOBJICHHS 3 TEpeBaKaHHSIM MOTOPHOI ajaiii.
Bim3navyaeThcsi TakoX 3HIDKCHHS CIyXy, 3 UMM YacTKOBO MOKe OyTH TOB's3aHa
3aTpUMKa pO3yMOBOTO PO3BUTKY.

JliarHo3 MIATBEPIKYEThCA NpH O10XIMIYHOMY JOCIHIJIKEHHI KpOBl Ta cedi. 3
METOI0 JIIKyBaHHSI MNPHU3HAYAIOTh JII€ETH 3 OOMEXKEHHSM MPOAYKTIB (HacamImepen
TBAPUHHOTO TMOXOJKEHHS), IO MICTATh TICTUAWH. Y XapdyyBaHHI MEPEBaXKarOTh
(GpyKTOB1 COKH, MIope, 0€30UTKOBHM XJT10.

B) Xeopoou ninionozo oominy. [inepninioemis - NIOPYIICHHS JIITHOTO OOMIHY, IIIO
XapaKTepU3y€EThCsl 301IBIIIEHHSIM KOHIICHTpAIlli JIMiAiB y CHPOBATIl KPOBI; Biairpae
BOXJIMBY pOJIb Yy TATOTEHE31 aTepockiepoly. Po3pi3HSAI0TH 5 OCHOBHHMX THIIIB
riIepJIiniieMii, FOJIOBHI 3 HUX 2:

1) oOyMoBiIEHMI HEAOCTATHICTIO JIMIIOMPOTEINHOI Jina3u. AyTOCOMHO-PELIECUBHUMA
THUII, PO3BUBAETHCS Y TOMO3HUTOT 32 MyTaHTHUM TeHOM. CummrTomMu: 601 B KHBOTI,
kcaHTtoMa. [lankpeaTuT, B KpOBI - MiIBUILIEHUI PIBEHb XOJIECTEPUHY 1 TPUTIIILIEPU/IIB;
2) cimeliHa rinepxoisiectrepuHeMis (2% HacenenHs). HenmoBHO-IOMIHAaHTHUNA TUT. Y
TOMO3UTOT 32 MyTaHTHHM T€HOM CIOCTepiraerbcsi panHii (10 20 pokiB) PO3BUTOK
aTEePOCKIIEPO3Y 31 CTCHOKAP/i€ro, 3 IHPpapKTOM MioKapaa, KCAHTOMO30M, IT1IBHIIICHUI
piBeHb minomnpoTeimiB 1 QocdomimigiB CHUpPOBAaTKHM KpPOBL. Y  TeTEPO3UTOT
riIepXoJeCTEepUHEMISl - OCHOBA PO3BHUTKY aTEPOCKIEPO3y. Y TOMO3UTOT CHMIITOMH
BUHUKAIOTh YACTIIIE 1 CYIIPOBOJIKYIOTHCS IMIJIBUILIEHOIO BAroo Tija.

JIinioo3u - XBOpoOU, TUMOBOIO O3HAKOIO SIKMX € BIAKJIAJCHHS JIMIAIB B KIITHHAX
PI3HUX TKaHWH 1 OpraHiB. Y II0 TPYMy CXOSATh 3aXBOPIOBAHHS, 3a SIKUX B1J10YBa€ThCS
BHYTPINTHbOKJIITHHHE HAKOTMYEHHS JIIMIAIB, M0 MICTITh chUHTO3UH: XBopoba Teii-
Cakca, Humana-Ilika, ['ome, ®abpi, metaxpomatuyHa jeiikoguctpodis. ChuHroznn
€ OJHUM 3 TOJIOBHUX KOMIIOHEHTIB 3aXHCHOTO MIEIIHOBOTO (QyTispa HEPBOBUX
KITiTAH. ToMy TOpyIIeHHS HOTO OOMIHY CYNMpPOBOKYETHCS TSDKKUMU ypPaKCHHSIMH
HEPBOBOI CUCTEMH.
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Xeopooba Teii-Cakca - 1€ ayTOCOMHO-PEIIECHBHE TEHETUYHE 3aXBOPIOBAHHS.
Bropoaosx mnepmmx DIECTH MICSALIB MICHAS HApPOJKEHHS JITH PO3BUBAIOTHCS
HOPMaJIbHO. AJle, TICHS TOro, SIK HEPBOBI KJIITUHU HAKONUYYIOTh TAaHIJIIO3UIM 1,
TaKMM YMHOM, PO3TATYIOTHCS, CIIOCTEPITaEThCS HEBIMHHE IMOTIPIIEHHS PO3yMOBHX 1
b13uyHuX 3710HOCTEN XBOpOoro. JluThHa cTae Ciinoro, TIyXow, HE MOXKE KOBTaTH.
M'si31 ourHaTh aTpoyBaTUCS, BHACTIJIOK YOro HacTae napaiid. CMepTh 3a3BUYail
HACTYTAE y BiIli 10 YOTUPHOX POKIB. JloCIiKEHHS 3aXBOPIOBAHHS, SIK1 TIPOBOIMIIUCS
Harnpukiai XX CTOJIITTS ITOKa3aJu, 110 XBOpoOa Teg-Caxkca
obymoBiieHa mytailisimu rena HEXA, skuif 3Haxoauthea Ha 15-Tiih xpomocomi. Ha
ChOT'OJIHI B3K€ BUSIBJICHA BEJIMKA KUIbKICTh MYyTalliil IIbOTO I'€Ha, & HOBI JOCIIII)KEHHS
HaJal0Th 1H(POPMAIIiI0 MPO HOBI MyTaIlli, sIKi Ty>K€ 4acTO 3yCTPIUaOThCA B JEKIIBKOX
nomyssuiax. KiabkicTs HOCIIB cepenl ppaHKO-KaHaIUIB (K1 AKUBYTh HA MIBJIEHHOMY-
cxoji npoBiHIlli KBeOek) maiike Taka, Ik cepe/l €BpeiB-alllkeHasi, mpoTe, MyTallii, sSKi
CIPUYUHSIOTH XBOpOOY, cepell IMX ETHIYHUX Tpyn pi3Hi. barato mpencraBHHKIB
€THIYHOI TpyNH KeWHKH (SIKI ChOTOJIHI KUBYTh Ha TepuTopii miBaeHHoi Jlyizianu) €
HOCISIMM TaKMX CaMUX MyTallll, Kl HalOLIbII MOIIKUPEH] Cepell €BpeiB-alKkeHasl. Sk
BXke OyJI0O 3a3HAY€HO, L1 MyTalli Jy’K€ PIAKICHI 1 HE 3yCTPI4arOThCS B N'€HETUYHO
130J1p0BaHUX NomyJsiliid. ToOTo, XBOpoOa MOKE BUHUKHYTHU JIMIIE BiJl YCIAKyBaHHS
NBOX HezalexxHux MmyTailiii B reni HEXA.
Xeopoba Himana - Ilixa (anrin. Niemann-Pick disease) - 11e crmagkoBe 3aXBOprOBaHHS,
BUKJIMKAHE TTOPYIISHHSIM JIIITHOT0 META00J113My Ta HAKOITWYEHHSM JIMIIIB Y MepIry
yepry B TEUIHIN, CEeNe3iHIll, JIereHsAX, KICTKOBOMY Ta TOJIOBHOMY MO3KY.
3axBOpIOBaHHS  BIAHOCHUTHCS JO  JI30COMHHUX  XBOpOO  HAaKONWYECHHS  Ta
XapaKTepU3y€eTbCd  ayTOCOMHO-PELECUBHUM YCHAAKyBaHHSIM. Po3pi3HAIOTH TpH
Tunu 3axBoproBaHHs: Tunu A, B 1 C. Tun A - HallBaXuuil TUI, SKUWA TOYMHAETHCS Y
IPyAHUX JIT€d 1 XapakTepu3yeTbCs 3OUIBIIEHHSAM TEYIHKA 1 CEJIE31HKH
(remaTocruieHOMeratis) 1 IPOrPECUBHUM YpaK€HHSIM HEpBOBOi cuctemu. [lpu 1ipomy
TITA HE TEPEeXHBAIOTh PAHHBOTO JMUTAYOro rmnepioxy. Haibumpm  dvacta
3yCTPIYaJIbHICTh IILOTO THITY XBOPOOU CIOCTEPITAETHCS y €BpeiB-amKeHa31 (BUXIIIIIB
3 llerrpansuoi Ta CxigHoi €Bponn) - mpubnu3no 1 Bumanok Ha 40 TucsY.

butem moMipHuil TN B BKIIIOYa€e renatocruieHOMETalilo, 3aTPUMKY POCTY 1
MOPYIIEHHS JIETeHEeBO1 (DYHKIIIT 3 YaCTUMU JITeHEBUMHM 1H(MEKIIsIMU. [HIIT TOKa3HUKHU
BKJIIOYAIOTh MIABUIIEHUI PIBEHb XOJECTEPUHY 1 JIMIAIB Y KpPOBI, HU3bKUH BMICT
TPOMOOIUTIB (TPOMOOLMTOIEHIs). XBOP1 JOKUBAIOTH 10 JOPOCTOTO BiKy. Tumu A 1
B chnpuunHeni MyTtamisiMd Te€Ha KHCIOi Ji3ocoManibHOi cdinromieninasu. e
dhepMeHT BiAmoBigae 3a posmeruieHHs cdinromienina B MemOpaHax mizocom. Moro
HEJOCTAaTHICTh NPU3BOAUTH 10 HAJAMIPHOTO HAKOMHYEHHs CQIHTOMI€NiHA Ta 0
NOPYLIEHHS JINIJHOrO MeTadoIi3My, BKJIIOYAIOYM HAKOIHMYEHHS XOJECTEPUHY Ta
IHIIMX JIIIA1B KIITHHHA.
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Tun C nposiBASETHCS B TUTUHCTBI, X04a MOXKJIMBHM MOYATOK B TPYJAHOMY BiIll
abo B mopociux. CUMOTOMHU BKIIIOUYAIOTh BaXKI MEYIHKOBI MOPYLICHHS, TPOOIeMH 3
JTUXaHHSAM, 3aTPUMKY B PO3BUTKY, Hamaju, MiABUIIEHUN M'S30BUM TOHYC (IUCTOHIs),
NOPYIICHHS KOOpJAUHALT PyXy, XapuyBaHHs 1 pyXy O4eil y BEpTUKAJIbHIN IUIOIIMHI.
XBOp1 J0XKUBAIOTH 10 AOPOCIIOTo BiKy. YactoTa 3axBoproBanHs - 1 Ha 150 Tucsy.
Ieit Tunm xBopobu Himana - Ilika BuknukaeTscs MyTanisiMmu reHiB NPC1 a6o NPC2,
K1 KOJIyIOTh OLJTOK KJIITHHHOI MEMOpaHu, 110 BiJMOBIJAE 32 TPAHCIIOPT XOJIECTEPUHY
1 JTIMiAiB BCepEANHY KIIITUHU.

Xeopoba Towe  (ciHromimigo3u) -  COAAKOBE  3aXBOPIOBAHHS;, €
HANMOIIMPEHIIOI 3 JII30COMHHUX XBOPOO HakomuueHHS. PO3BUBAETHCS B pe3ynbTari
HEJIOCTAaTHOCTI (PepPMEHTY TIIIOKOIepeOpo3naa3u, Mo MPU3BOAUTH 1O HAKOMHMYEHHS
[IFOKOIIEpeOpo3UIiB B 0ararboX TKaHMHAX, BKIIOYAOUM CEJIC31HKY, MEUIHKY, HUPKH,
JIeTeHl, KICTKOBUH MO30K. 3aXBOPIOBAHHS HA3BAHO HA Y€CThb (PPAHILY3bKOTO JIiKaps
®inina [Nomre, sikuit nmepmM onucas 1Horo B 1882 porri. 3axBoproBaHHS 3yCTPIYA€ThCS
3 yactoroto 1/50000. waitwactime cepen eBpeiB-amkeHasi. [IposB cummTomiB
[IOYMHAETHCA B JUTUHCTBI a00 B JIOPOCIOMY Billl Ta BKJIOYA€E 30UIbIICHY IMEYIHKY 1
CIJIBHO 301JIbIICHY CeNe3iHKy (10 MO)Ke MPHU3BOAUTHU N0 ii PO3PUBY 1 JOJATKOBUX
YIIKOJIKEHb). MOXIIHBI cIa0KICTh KICTOK 1 BHpa)X€Hl KICTKOBI 3aXBOPIOBaHHS.
3MiHEH] cesie31HKA 1 KICTKOBUUA MO30K BHUKJIMKAIOTh AHEMIiIO, TPOMOOLIMTOIEHIIO Ta
jerikorneHito. MoxyTh OyTH HOpyIIEHHS B POOOTI MO3KY, B JIETEHSX 1 HUPKaX.
XBOpl CTPaXJAOTh BiJI YACTUX T'€MATOM, BUKJIMKAHUX TPOMOOIIMTOICHIEI0, 1 BIJ
MOCTIMHOT BTOMH (4epe3 3HUKEHUN BUICT EPUTPOIIUTIB).

9.3. Koazynonamii

B skocti mpukiiagy koaryjomariii OUIbII JI€TadbHO PO3rJsiHEMO Tremodumiro A i
remodinito B.

3ropTaHHs KpoBi - CKJIAAHUN (pepMeHTATUBHUN Tpolec. Y HbOMY OepyTh y4acTh
Oarato (akTopiB OLIKOBOI 1 JIIMOMPOTEiTHOT IPUPOIH, 10HU KaibIlito Ta Bitamid K. L1i
dakTopu 3HAXOIATHCA B IUTa3Mi KpOBI B pO3UMHEHOMY cTaHi. HuHi Bimomo 28
¢dakTopiB 3ropTaHHs KpoBi, 3 AKuX 12 - mua3moBux ¢akropis, 10 - miacTUHKOBUX, 6
- epuTpoUMTAapHUX. B3aemonis MK HUMH BIIOYBA€ThCS IOCTYIOBO, Y BUIJIAIL
kackany. OauH QakTop akTHBY€E 1HIIUHM, IPYTUi akTUBYE TpeTi 1 T.14. [lounHaeTbes
Bce 3BHYailiHO 3 akrtuBamii XlI-ro 1azmMoBoro ¢akropa 1 3aKIHUY€ETbCS
nepeTBopeHHsM | pakropa (pidOpuHoreny) B ¢hiOpuH.

binpuricTe 13 3a3HaueHuX (aKTOPIB CHHTE3YEThCS B IeUiHIl. BiacyTHiCTh Oynb-
SAKOTO 3 HHUX, pI3Ke 3HWKEHHS KOHIIEHTpalii abo 3MiHa CTPYKTYpU MOJIEKYJIU
OPU3BOJUTH 10 TIOPYILIEHHS 3rOPTaHHS KPOBI.

Huni BctanosneHo 10 cnankoBo 00yMoBieHUX A€PEKTIB KOAryJdilii, Ki MOXKHa
niarHoctyBatu JlabopatopHo. OfHI 3 HUX NEPEeNaloThCs 3a JOMIHAHTHUM THIIOM
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yCHaJAKyBaHHs, 1HIII - 32 Ay TOCOMHO-PEIIECUBHUM, TPETI - 32 PEIECUBHUM 34YETUICHUM
31 ctaTTio. Halluacriiiie 3 HUX 3yCTpidaroThes eemoinia A 1 eemopinia B (3uennenuit
31 CTAaTTIO PENEeCHBHUI THN YCIAIKyBaHHs), XBOpoOa Bintibpanoa (ayTOCOMHO-
JOMIHAHTHUM THUII CMIaJIKyBaHHS, XBOPIIOTh SIK YOJOBIKH, TAK 1 KIHKH, ajl€ 3 HU3bKOIO
NEHETPAHTHICTIO).

3a nannmu BOQO3, yacTora HapomkeHHs AiTel 13 remodiiiero A gocsirae 1 Ha 10
000 momoris, a 3 remodimiero B - y 10 pa3iB menme. He3Baxkaroun Ha Te, mo B
KOKHOMY TIOKOJIHHI BiOyBa€ThCs BIJACIIOBAaHHS TeHa remo(dinii, yacTora HWOro B
nomyJsilli He 3MIHIO€ThCs. L[ MOsACHIOETHCS MOsABOIO HOBUX MyTauii. Cepen XBOpUX
Ha remodimio A 28% € cnopaAMYHUMH BUNAAKaMH, 72% - cerperaHTHUMH, TOOTO
TaKMMH, 110 OTpUMaJId reH reModuiii y cnajgok. Yacrora crnopaJiuyHUX BUINAIKIB
rena remodutii B gocsrae 9%.

['enu, mo oOyMoBIIOIOTH MOsIBY TeModuii A 1 B, jokanizoBaHi B X-XpoMOCOMI,
ane B pi3HUX JoKycax. ['emodimss A obymoBieHa nedexrom dakropa VIII
(arTuremModinpHOTO TI00YIIHY), a Temoduris B - nedexrom dakropa IX, dakxropa
Kpucrtmaca (m1a3mMoBoro KOMInoHeHTa TpOMOOIIJIACTHHY ).

I'emodimist A 1 B - 3uemseHi 31 CTAaTTIO PEUECHMBHI 3aXBOPIOBAHHS, Ha HHX
XBOPIIOTh TUIBKH OCOOM 40JI0B1UOi cTati. He3anexHo Biji T€HOTHUITY YOJOBIKA PU3UK
3aXBOPIOBAHHS Ha reMO(UIII0 CUHIB T'€TEPO3UTOTHUX KIHOK CTaHOBUTH 50%.

KniniyHo reModunisi MOpOSBISETHCS KPOBOBWJIMBAMHM, SKI ITOYMHAIOTHCA Oe€3
BUIMMOI NMPUYMHU a0 TICIs HEe3HAYHUX TpaBM. JIOoKami3yloThbCs BOHHU 4YacTille B
rMOOKUX TKaHWHaX (cyriiobax, m'si3ax) 1 pimme Ha 1mkipi. KpoBoBunmuBu micis
NOIIKOJDKEHHSI TKaHWH, EKCTpakuUli 3y0iB Ta I1HIIMX XIPYypriyHUX ONepalii
BUHUKAIOTh HE B MOMEHT OIllepaiii, a 4yepe3 ACSIKWN Yac Micas iX MPOBEACHHS
(3ami3HuIl KPOBOTEY1), TPUBAIOTH BOHH JOBIO 1 MarOTh TEHACHIIIIO JIO BiJIHOBJICHHS.
TsKKICTh KPOBOTEU1 3AJIEKUTH BiJl CTYNEHS 3HM)KEHHSI KOHLIEHTpAI[li TOro 4M 1HIIOro
dakTopa 3ropTaHHs.

CrnpapxHi ciagkoBi koaryjomnaTii HeoO0Xi1HO AudepeHIitoBaTH Bl iX (HEeHOKOMIH
- KpOBOTEU Ha TPYHTI TpoMOOUIUTapHO-CYyAMHHUX AedekTiB. [Ipu ocTaHHIX y XBOpHX
CIIOCTEPIraloThCs YacTl HOCOBI, NITYHKOBI, KAIITKOBI KPOBOTEYI, IMKIPHI KPOBOTEU1 Y
BUIVISIAI myprnypd. KpoBoTedl TakoX BUHHMKAIOTh BiApasy MICHS MOIIKOIKEHHS
TKaHUH a00 eKCTpakiii 3y0iB, HOCSATh OYpXJIMBUM, Tpody3HUM XapakTep, ajie 1o0pe
ycyBatoThca. JlJIe HHUX XapakTepHI BHYTPIIIHbOCYIJIOOHI 1 BHYTPIIIHBOM'SI30BI
KpOBOTEUI.

JliarHocTHKa CHaJKOBUX MOPYIIEHb 3TOPTaHHS KPOBI IPYHTYETHCS Ha KJIHIYHIN
KapTUHI, TEHEAIOTTYHOMY aHami3i Ta Ja0OpaTOPHUX MOCTIDKCHHSX. Y BEIHUKHUX
reMaTOJIOTIYHUX LEHTPaX PO3poO0JIeHI METOMHU AUQPEPEHININHO IarHOCTUKH KOXKHOI
13 IECATH B1JIOMUX KOAryJoOMaTii.
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[Ipodimaktuka remodinii monaArae B BUSABICHHI HOCIIB TeHa reModuii,
iHpOpMyBaHHS iX MPO YCHAJKOBAHICTh IOTO 3aXBOPIOBAHHS Ta MPO HeOe3MmeKy
peruauBiB 'y ciM'i. HocilicTBO BHUSBISE€TbCS Ta0OPATOPHO, HUISIXOM BHU3HAYCHHS
KOHIICHTpAIlii B IJIa3M1 KPOBI TOTO YW 1HIIOTO YMHHHMKA, & TaKOXX IMYHOJOTTUHHUMHU
METO/IaMH.

ArmnpiopHa JiarHOCTUKA (111 BU3HAYEHHS CTaTl JTUTUHH) MOXE 31MCHIOBATHCS
BHYTPIIIHbOYTPOOHO, METOJOM AaMHIOIEHTe3a, NUISIXOM BHJIYYCHHS aMHIOTUYHOI
piauHu 3 MaTku Ha 14-16-My THXKHI BariTHOCTI Ta BU3HAYCHHS B KJIITHHAX CTaTEBOTO
XpoMaTuHy a00 3a aKpHUXiHOBOIO (IFOOPECIICHINED Y-XpOMOCOMH. SKIIO LI
YOJIOBIUOT CTaTi, TO MPH HAABHOCTI HOCIHCTBA reHa remodinii y marepi mojgoBuHA ii
JITEH 4YOJOBIYOi CTaTI MOKE€ OTpUMATH reH reModurii. MOXIIUMBICTh MPOAOBKEHHS
BariTHOCTI a00 11 mepepruBaHHs MOBUHHI BUPIILYBATH caMi OAThKH.

JlikyBaHHA XBOpUX Ha TreMO(dUII0 MPOBOAUTHCA ILIAXOM 3aMICHOI Teparmii -
BBEJICHHSIM IIUIBHOI TOHOPCHKOT KpOBi a00 11 okpemux (pakiiiii. KpoBoreui y XBopux
Ha TeMo(iIif0 MOKHA JIKBIAYBaTH BBEJCHHSM aMiHOKAIIPOHOBOI KHUCJIOTH, fKa €
aHTU(IOPUHOJNITUYHUM areHToM. AHTUreMO(UIbHHM T100YyJiH (HedexT SKoro
00yMOBIIOE TeMOPUIII0 A) OTPUMYIOTh 3 OWYadoi 1 CBUHAYOI KpoBl. JIiKyBaHHS
MIOBUHHO TPOBOJUTHCS SKOMOTA paHilie B OyIb-IKOMY BUIAAKYy KPOBOTEYi, TaK SK
HECBOEYACHUM MOYATOK JIKYBaHHS MPU3BOAUTH 10 HaOPsKy Ta Aedopmaliii cyrio0is,
3/1aBJICHHS 1 MMONTKOJKEHHS HEPBIB, aTpo(ii M's31B 1 0OCTEONOPO3Y.

Jlo reHHHX (MOJIEKYJIIPHUX) 3aXBOPIOBAHb BITHOCSTH, KPIM IEpEPaXxOBAHUX BUIIIE

XBOpOO, TEHETMYHO OOYyMOBJICHHA JehIIUT TPAHCTIOPTHUX OUIKIB, MENTHUIHUX
TOPMOHIB, ()aKTOPIB IMYHITETY.
T'enu X-xpomocomu noounu, wo maroms poounni ¢yuxyii. B xoai eBoroLii ccaBIliB
X-XpoMOCcOMa, Ha BIIMIHY BiJ ayTO COM, 3ajMIIanacs BIJHOCHO B HE3MIHEHOMY
BUTJIsA1L. IS BIZITIOB1/I1 HA MTUTAHHS, YU € X-34€IUICH] TeHU HEBUMAAKOBOIO BUOIPKOIO
BCIX T'€HIB JIIOJIMHU 1 YW BUSBJISIOTH BOHU OY/b-IK1 0COOJIMBOCTI, Bce X-34eIjieH] Ta
ayTOCOMHI1 MyTaIlli JTIOAMHHU PO30OIIM Ha YOTUPH KaTeTropii:

1) myTariii, 1o BpaxaroTh OpraHu 4yTTs (OKO, BHYTPIIIHE BYXO0, IKIpY, 3yOn);

2) MyTaIiii, 0 Bpa)xarTh MO30K 1 HEPBOBY CUCTEMY;

3) myTanuii, 1o ACTEPMIHYIOTh CTPYKTYpPHI aHOMAaJll CKelleTa, M's31B, CIOIY4YHOl
TKAaHWHM, BHYTPIIIHIX OpraHiB (cepus 1 TPABHOTO TPAKTy), aHTUT€HHU KIITUHHUX
MeMOpaH (aHTUTE€HU EPUTPOIUTIB 1 KOMILIEKCY TICTOCYMICHOCTI1); TyXJIUHU;

4) MyTarii, 10 3a4inarTh OCHOBHI METAa0OJIYHOI MPOIECH, IO BUKIMKAIOTH
MOPYIIESHHsI 3rOPTaHHS Ta 1HII XBOpOoOHW KpoBi; mosimMopdizM dhepMeHTIB 1 OUIKIB
MOJIOYHOI CUPOBATKH, XBOPOOH €HIOKPUHHOT CUCTEMHU.

Haii6inpmr yactumu cepes X-34erieHrX 1 ayTOCOMHUX MyTaIllid € MyTallii mepuioi
Ta Apyroi rpymn. «Buii» (yHKIT, TOB'3aH1 3 HEPBOBOIO CUCTEMOIO 1 CEHCOPHUMU
opraHamu, IpeAcTaBiieHl B X-XpOMOCOMI JIFOJJUHU B 0OCS31 BUILE CEPEAHBOTO, TOA1
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K TEHHU, IO JEeTePMIHYIOTh CTPYKTYypy Tila Ta OCHOBHI METa0OJIYHI MPOIECH,
3yCTPI4ArOThCA PIALLE.

Ponb renetnaHuX (hakTOpiB BUSBIAETHCS 3HAYHOIO JIJIST HACTYITHUX 3aXBOPIOBAHb!

1) mMpoKo MOuIMpeHi BpOMKEH1 Baau (TOOTO BaJud HEPBOBOI TPYOKH, YIIETUHU
ryou 1 miHeO1HHS, KJIMIIIOHOTICTh, BPOI)KEH1 BaJIU ceplis Ta 1H.);

2) MIMPOKO TOIIMPEHI IMCUXOJOTIUHI 3aXBOproBaHHsS (ImM30dpeHis 1 apeKTUBHI
3aXBOPIOBAHHS);

3) MMPOKO MOUIUPEHI XBOPOOU CEpeaHBOTO BIKY (Z11a0eT, TiMepTOoHis, imeMidyHa
XBOpoOa cepis).

B etionorito mux xBopoO 3amydeHi OUTBIIICTh HECTeU(IYHUX TEHIiB, IO JIIOTh
pazoMm 13 cepenoBuiiHUMU (pakTopamu. [lepBuHHUN Oion0riuHMM €dEeKT IUX TEeHIB
3QJIMIIAETHCS HEBIJOMHM 1 PO3TIISIAETBCSA SK «HUOpHHM smuk». llepembavaerbes
aJUTUBHA 15 T€HIB, TOMY III0 KIJIBKICTh iX BIJIHOCHO BEJIMKA, a BHECOK Yy IMAaTOreHe3
XBOPOOM KOKHOTO 3 HUX Maymid. SIKmo cyma (pakTopiB, 110 AIFOTh HA 1HIWBIAyyMa,
IIEPEBUIIYE TIOPIT, 3a SIKUM XBOpoOa TPOSBISETHCS SK SKICHA O3HAKa 3 JIBOMa
AIbTEPHATUBHUMH KJIACAMH «HOPMa» 1 «ypaxeH1» (IpH BPOKEHUX KaJllUTBax), TO
3aXBOPIOBAHHS MPOSBISIETHCS. B 1HIINX BUMAAKaX, KOJU KUIBKICTh T€HIB HEJOCTATHS
Ta 3HAYEHHSI CXUJIBHOCTI 1HAMBIJIa BUSABISETHCS MEHIIE MOPOTrOBOi, aje bIU3BKO JI0
Hel, MOXe BUSIBISITUCS HE XBOPOOa, a BIIXUJICHHS BiJl HOPMH.

Kinovxicms  idomux 3axeoprosanv J10O0UHU 3 NPOCMUM (MOHO2EHHUM) MUNOM
ycnaoxkysanus.  AmepukaHchkuil  qocmiaHUK  MakKplocik  mpoTSIroM JIeKIIbKOX
JNECATUIITh 30Upae 1 JOKYMEHTYE 3aXBOPIOBAHHS JIOJUHU 3 TPOCTUM THIIOM
ycnajakyBaHHsA. 3 4acy onyoOnikyBaHHsl 3-ro Bujganss (1971 poky) go 6-ro (1985 r.)
KUIbKICTh ayTOCOMHO-JIOMIHAHTHUX O3HaK 3pocia 3 943 no 2106, ayrocomHo-
peuecuBHux - 3 783 mo 1321, X-3uemnenux - 3 150 no 267. Y kartanor BKJIIOYEHI
TF€HETUYHI MOIIMOPG13MHU, OUIBIIICTD 3 SKUX JIEKATh B OCHOBI PIAKICHUX CHAaJKOBUX

3aXBOPIOBaHb.
Jlexuist 10
XpoMOCOMHI XBOPOOH JIKIUHH
Xpomocomni  xeopobu - GopMu TATONOrIi, SKI KIIHIYHO BUPAKAIOTHCS

MHOXKHHHUMH BPOJDKEHUMH BaJlaMH PO3BUTKY, a B SKOCTI TCHETHYHOI OCHOBH MalOTh
BIIXWJIEHHS BiJl HOPMaJIbHOTO BMICTYy B KIITMHaX OpPraHi3aMy KIJIbKOCTI
XpPOMOCOMHOT'O Marepially, TOOTO IIe¢ XBOpoOu, OOyMOBJIEHI TEHOMHHUMH abo
XPOMOCOMHHMH MYyTaIlisiMu. XPOMOCOMHI XBOPOOM BHWHUKAIOTh 3HOBY BHACIIIOK
TeHOMHHUX 3MIiH 1 XpOMOCOMHHMX TMepeOyJIoB y TaMmeTi 3J10poBoro OaTbka a0 B
NEePIIUX MOJALIAX 3UrOTH (Mo3aiyHa (opMa XBOpOOM), a HE € YCHNAJKOBaHUMH, L0
TOSICHIOETHCS BECOKOIO CMEPTHICTIO XBOPUX B JIOPETIPOAYKTUBHUM MTEPIiOI.
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['eHeTnuHa OCHOBa  XPOMOCOMHHX  XBOpOO - TMOpYIIEHHS  PAaHHbOIO
eMOp1OHAIEHOTO PO3BUTKY.

3HaYHOIO € POJIb XPOMOCOMHOI MMaTOJIOTIi y MpeHaTalbHii 3arudeni eMOpioHiB abo
IUIOAIB JIOJMHM Ta BHUHUKHEHHI Tiraps MHOXHHHUX BpO/DKCHHX Baa Yy
HOBOHApPO)KeHUX. HasBHICTh T'€HOMHUX MYyTalllif y TaMeTax MOsICHIOE BHUCOKY iX
JeTAIbHICTh HA paHHIX cTaaissx po3BUTKY (1m0 50-70%). Ilpubmuzno 40%
MUMOBIJTBHUX ~ BHUKHJHIB ~ 3YMOBJIEHI ~ XpOMOCOMHUM  jaucbamancoMm, 6%
MEPTBOHAPOKCHUX MAalOTh XpPOMOCOMHI 3MiHH, B 3-4 13 1000 >XUBOHAPOIKEHUX
J1arHOCTYIOTBCSI XPOMOCOMHI XBOPOOU. SIKIIIO BC1 BUNIAJAKHU MHOKUHHHUX YPOJKEHUX
BaJl PO3BUTKY cepell HOBOHapokeHux B3siTh 3a 100%, Tto 35-40% ckiianatumyThb
MOpYIIEHHSI CTaHy XpoMocoM. JKOpPCTKOMY THCKY A00OpYy MiAJAIOTHCA B MEpIIy
Yyepry XpoOMOCOMHI Ta T€HOMH1 MyTallii, PO 10 CBIAYUTH MPOTPECUBHE 3MEHILIECHHS
iX 4acTOTH B sy €eMOPIOH — TUTi — HOBOHAPO/KCHUH.

Ha BinMiHYy BiJl TeHHUX XPOMOCOMHI MyTaIlli y raMeTi 3a4inarTh 3HAYHO OUTBIINN
o0csT cragKoBoro Marepiany. Y pasi 30epeKeHHs KUTTE3IaTHOCTI CTaTeBO1 KIIITHHU
Ta ii y4acTl B 3aIUIIHEHHI IUTI MOKE 3aTMHYTH Ha PI3HUX €Talax CBOI'O PO3BUTKY
(MUMOBUIbHI BUKHUJHI, MEPTBOHAPOJUKEHHS). SKIIO XpOMOCOMHMI aucOaaHc
CYMICHUH 3 NOCTHATAJIbHUM PO3BUTKOM, TO y TaKOl AUTUHM 3a3BMYail MOPYIICHHI
COMAaTUYHHUM 1 MCUXIYHUI PO3BUTOK, BIACYTHS 3aTHICTh BIATBOPIOBATH MOTOMCTBO.
VY piakicHUX BHUIIaJIKaxX, KOJHM PENpOayKTUBHA (DYHKIlIS XBOpOro 36epiraerbes (3 -
5%), MOTOMCTBO YCHAJKOBY€E TOM CaMUN XPOMOCOMHHU J1e(PEKT.

[Ipo 3HaUEHHS XPOMOCOMHHUX aHOMAJIIi B MATOJOTIT JTIOJUHU CBITYUTH TAOIUIIS 7.

Tabnuys 7
3HA4YEHHSI XPOMOCOMHUX aHOMAaJIH y MaToiorii JI0JUHU
Bun martosorii KinpkicTe XPOMOCOMHHX
a"HoManiu, %
MUMOBUIBHI BUKHUIHI 20 - 60
Bpomxkeni Baau po3BUTKY 5-20
[TamienTu 3 O0e3mIAaIM 1-10
PosymoBa BijcTanmicth 1-3
HoBonapomxeni aitu 0,5-1,0

[TpuanHamMu MyTaiiii y JIOAUHA MOXKE OyTH:

1) Bik OaThKiB, [is XIMIYHUX 1 (PI3UYHUX MYTareHiB 1 BIpycCiB;

2) mopyuieHHs KUIbKOCTI XpOMOCOM (HecTada abo HaJJTUIIIOK);

3) nopyuieHHs1 0y J0BU XPOMOCOM.

Huni ommcano monax 300 XpoMOCOMHHMX CHHAPOMIB, 13 HuUX moHazn 200
aHoMmajii mom's3aHl 3 aedekramu ayrocoM 1 moHaa 100 3axBoproBaHb BUKJIMKAaHI
AHOMAJTISIMHU B CTATEBUX XPOMOCOMAX.
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KiiniuHa XapakTepucTuka XpPOMOCOMHHUX XBOpPOO JIIOJMHU MAa€ CBOIO
cnenu@iky. Mailke BCl BOHM CyNpPOBOJDKYIOTHCS MHOKMHHUM YPA)KEHHSM CKEJIeTa,
NOPYLICHHSIM IICHXIKH; BIJ3HA4YalOThCS BPOJIKEHI BaJW 30BHILIHIX 1 BHYTPIIIHIX
OprasiB, iX YIOBUIbHEHUN PICT; CTPAXKIAIOTh HEPBOBA, EHJOKPUHHA Ta 1HILI CUCTEMH;
3HMKEHA TeHEepaTHBHA (YHKIIIS; CIOCTEPIraeThbCs IMiJABUIICHHS PIBHSA CMEPTHOCTI
cepen 0cid 3 XpOMOCOMHUMH aHOMATISIMH.

XpomMocoMHMM  XBopoOaM  BiacTHBa 3Ha4yHa ¢eHoTunoBa (KIIHIYHA)
BapiabenbHICTh. Hepiako KiIiHIYHI 03HAKH MPU OJHAKOBUX XPOMOCOMHHX JedexTax
BUpaXXeH1 No-pizHoMy. Tak, mpu cuHapomi JlayHa ypaxeHHs ICUXIKU IPOSBIISAETHCS
PO3yMOBOIO BIJICTAJTICTIO BiJ] JIETKUX J0 BOXXKUX (HopM (IMOCTIMITBHICTD - MeOUTHHICTh
- 1110Tist). BupasHicTh KIIHIYHUX HPOSBIB XPOMOCOMHHUX 3aXBOPIOBAaHb 3aJI€KHUTh BiJl
0aratboX MPUYUH, CEpe]l AKUX CIiJ] BIA3HAYUTH T€HOTHUIIHI Ta EMIFr€HOTUIHI (aKTOPH,
CKJIaJl MyTaHTHUX TEHIB, po3Mip abepallii, 1HIAUBIAYAJIBHICTh XPOMOCOM, BiJICOTOK
MO3aiYHUX KJIITHH 1 T.1.

[HOMI mpW HU3BKOMY BMICTI MO3AQlYHMX KIITHH KJIIHIYHAa KapTuHA OyBae
creproto. Oco0IMBO 1€ CHOCTEPIraeThbcsi MPU  MO3AiM3MI 32 CTaTEBUMM
XPOMOCOMAMH.

Cepell HOBOHAPO/KEHUX 3 XPOMOCOMHUMHM alepauisiMd OJIM3bKO TMOJIOBUHU
JiTEd MaroTh ayTOCOMHI aHOMalii, IHIIA TOJIOBUHA - aHOMaJli 3a CTAaTeBUMH
XpOMOCOMaMH, HE3Ba)KAIOUM Ha Te, 10 CHCTEMa ayTOCOM IpEACTaBJIeHA 22 mapaMu
XpOMOCOM, a CHCTeMa CTaTeBUX XPOMOCOM - JIMIIIE OJHIEI0 Maporo. [HTenexkT mpu
ayTOCOMHUX CHHIpPOMax IMOpPYIIEHUH 3HAYHO CHJIbHIIIE, HDK MPH CHHIPOMAX,
BUKJIIMKAHUX  AaHOMAJisIMM  CTaT€BUX  XpoMOcOM.  BcraHoBieHa — Ouiblua
KUTTE3NATHICTD 1 BUOKMBAHHS JITEH 3 aHOMAIIISIMUA CTaTEBUX XPOMOCOM.

[{ikaBi gaHi OTpMMaHI 1 IPU NOPIBHSIHHI XPOMOCOMHHUX A€(PEKTIB Y JOHOUIEHUX 1
HEJIOHOIIEHUX HOBOHapokeHux. 3a ganumu O.D. Musunenkonoi 1 [.C. Jlibepman
(1975), xpoMmocoMH1 aHOMaJTI1 Yy HEIOHOIIEHUX 3yCTPIYaeThCs B 4 pasu yacTilie, Hix
y poHomeHux. Cepel HEIOHOIICHUX 13 BajJjaMU PO3BUTKY AHOMAaJIbHI KaplOTHUIIH
3ycrpivaroThes y 19%. Ille Oinpina gactora XpOMOCOMHHUX Je(EKTIB BHUSBJICHA B
maTepiam aboptyciB - B cepeaabomy 30%.

B ocHOBy kiacugikanii XpoMOCOMHUX XBOpPOO MOKJIAJEH! TUIIM F€HOMHHUX a00
XpPOMOCOMHMX MyTalld Ta 1HAMBIAYaJbHICTh TE€BHOI 3MIHEHOI XPOMOCOMH.
HudepeHuianis XpOMOCOMHUX XBOPOO 3a KIIHIYHOIO KAapTUHOK Ma€ JTONOMIDKHE
3HAYEHHS, TOMY III0 BOHA 3aBXIH YCKIAAHIOETHCS 3HAYHOIO KIJIBKICTIO MOJIIOHUX
dbenotunuuHnx nedextiB. Buxoasun 3 1mbOro MpUHITMITY, BCE XPOMOCOMHI XBOPOOH
JUISATHCS Ha Bl BEJIUK] TPYIIH:

1) cnpuumHeHi 3MIHOIO KUIBKICTIO XPOMOCOM TIpH 30€peXeHHl CTPYKTYypH
OCTaHHIX (T€HOMHI MyTallii);

2) 00yMOBJIEH1 3MIHAMU CTPYKTYPH MEBHOI XPOMOCOMH (XPOMOCOMHI MyTallii).
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10.1. Cmpykmypni xpomocomui abepauii

Heo0x11HOI0O yMOBOIO BHHMKHEHHSI CTPYKTYPHOI XPOMOCOMHOI Nepedya0BU
(a0Oepanii) OyAb-SIKOrO THIy € HAsBHICTH B XpPOMOCOMI pO3pUBY, B TOMY YHCIII
nykpodocharnoro ocropy JIHK. XpomocomHi po3puBM MarwTh MiclE SK B
COMAaTHYHUX, TaK 1 B CTaT€BUX KIITHHAX. PO3pUBU XpOMOCOM y CTaTeBUX KJIITHHAX
3/1aTHI TepeAaBaTUCs HACTYITHOMY MOKOJIHHIO, 110 MPU3BOJIUTH J0 3aru0elii 3uroTu
Ha eMOpioHanbHIN cTaaii. OMHAK y JESKUX BUMAJAKAaX XpOMOCOMHA abepallis CyMicHa
3 MOCTHATAJIBLHUM KUTTSM, [0 MPU3BOJANUTH 10 HAPOKEHHS TUTUHU 3 XPOMOCOMHHUM
CUHAPOMOM.

[TprunHOIO MOPYIIEHB, BUKIMKAHUX XPOMOCOMHUMU a0epallisiMu, € TOPYIICHHS
peryssiuli akTUBHOCTI I'€HIB MiJl Yac eMOPIOHATIBHOTO PO3BUTKY.

XpoMOCOMHI TepeOyJ0BH MOXYTh 3auilaTH SK CTaTeBl XPOMOCOMH, TaK 1
ayTocoMH. /{0 SKICHUX 3MIH XpOMOCOM IIPU HOPMaJIbHIN iX KUIBKOCTI BITHOCSTHCS:

1) TpaHcimokamiss - OOMIH CerMeHTaMH MiX JBOMa HETOMOJIOTIYHUMH
XpomMocomu a00 00'eTHaHHS ABOX XPOMOCOM B OJIHY;

2) nenenist - BANAIHHS YaCTUHU XPOMOCOMU;

3) iHBepcis - mepeBepTaHHsA OKPEMHX JILIAHOK XpoMocoM Ha 1807;

4) KUJIbLIEB1 XPOMOCOMH - 3'€THAHHSI XPOMOCOM KIiHIISIMU B KUITBIIE;

5) YTBOpEHHS 130XpOMOCOM - OJHA XPOMOCOMa YTBOPIOETHCA 3 BEPXHBOL
YaCTUHU JIBOX XpOMAaTHU/, a Ipyra - 3 HIXKHbOI YaCTUHHU.

[aBepcii XpoMOCOM BHKJIMKAIOTh PO3YMOBY BIJCTaICTh, Mikporedarito,
BPOJIXKEH1 BaJId CEPIIs.

Oco0nMBO BaXJIMBE 3HAYEHHS Ma€ BTpaTa OKpPEeMHX (DparMeHTiB XpOMOCOM
(memewist) abo TMepeHeceHHs AUISHKH OHIET XpOMOCOMH Ha i1HIIY (TpaHCIOKAIlis).
TpaHciokallisi MO3HA4Ya€ThCS JIATUHCHKOKO OYKBOKO t, Yy JOyXKKax MOpydY 13 HEH
OUIIYTh 1HAEGKC Tpymu abo HOMEP XPOMOCOMHU-JAOHOpA, a TaKOXK MO3HAYEHHS
nepeHeceHoi AUIsTHKU. L1 )k Mo3HaueHHS BKa3yIOThCS IJIi XPOMOCOMU-PEIUIIEHTA,
Hanpukiaa: 46,XXt (Cpt+B4qg-). YV nayxkkax OykBamMu p 1 ( BKa3ylTh IUIedi
XpOMOCOM, 3auerlieHi TpaHciokamiero. KopoTke miiede XpoMOCOMH MO3HA4aroTh
OYKBOIO P, JOBI€¢ - OYKBOIO (, CYITyTHUK - OyKBOIO S. 301IBIICHHS JTOBXHHH ILJIeya
[IO3HAYAEThCSI 3HAKOM IUIIOC, @ 3MEHIUEHHS - 3HAKOM MiHyC (oOuaBa 3HAKH
CTaBJISATHCS MICISL CAMBOIY XPOMOCOMH).

MHOXHMHHI Bau PO3BUTKY Ta pPO3yMOBa BIJICTANICTh PIAKO 3YCTPIYAIOTHCS
cepell HOCIiB 30alaHCOBAHUX TpPAHCJIOKAIllKM, ajie 4acTilie, HIK cepell KapioTIiIHO
HOPMAaJIbHUX JIFOACH.

OcHoBHI (DEHOTHUITHI TPOSIBU ayTOCOMHHX a0epaiiii € 3aralbHUMH JJs iX
HOCIIB: HH3bKa Bara NpPH HAPO/KEHHI, pi3Ka 3aTPUMKa pPO3BUTKY, pPO3YyMOBa
BIICTANIICTh  (3a3BUYail Ba)Kka), HU3bKUWA 3pICT, Mikpoledanis, aHOMAJIbHE
po3TallyBaHHs OYed, HU3bKO po3TalioBaHi Ta JAe(pOpMOBaHI BYIIHI pPaKOBUHH,
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BPOJIKEH1 BaJu cepus 1 / abo BENMKUX CYJIHUH, BaJil PO3BUTKY MO3KY, C€4OCTAaTEBOI
cuctemu. Cepen aytocomMHuX aleparii dYacTimie CyMiCHI 3 TIOCTHATAJILHUM
ICHyBaHHSIM JUTUHU JeNeUldHl CcUHApoMH. BHacmigoxk agenmeuid (piawme -
TPaHCJIOKAIllil) BUHUKAIOTh YAaCTKOBI MOHOCOMIi ayTOCOM, SKI OXOILUIIOIOTh IEBHI
palioHM TOTO YH 1HIIOTO IJIe4a XPOMOCOMH.

[Ipu penemii 3arajibHa KUIBKICTH XpOMOCOM He 3MiHeHa. OJIHaK B SKUUCH
XpoMocoMi Opakye TEeHEeTHYHOIro Marepiaiy, IO BUKJIMKA€E Pi3HI 3MIHU (DeHOTHUITY.
Haiiuacrime 3yctpivaetses aenerist 5-oi 1 18-01 ayrocom ta X-xpomocomu. Jlenerii
OPU3BOIATH A0 PO3BUTKY PI3HHUX CHAJKOBUX 3aXBOPIOBAHb 1 CUHIPOMIB.

HaBenemo kiuibka MNpUKIAAIB HaWOUIbII MOMIMPEHHUX, HAMKpallMM YUHOM
JTOCJIDKEHUX JIeNeHIMHUX CUHAPOMIB JTIOIUHH.

Cunopom «xomsuoeo kpuxyy» (cri du chat), snepme onucanuii XK. Jlexxenom B
1963 p., cippurHEHUI YaCTKOBOIO MOHOCOMIEI0 KOPOTKOTO TIeUa XPOMOCOMH 5.
Kapiotun takoro xsoporo (9: 46, XX, 5p- uiu 34 46, XV, 5p-). Uacrora cuHapomy
cepen HoBoHapokeHux ckiangae 1:40 000. Cnenudivnauii 1715 XBOPOi TUTUHU TL1aY,
KWW Harajaye MslyKaHHsl KIIIKW (3BIACHM Ha3Ba CHUHIPOMY), OOYMOBJICHUIN BTPATOIO
CEerMEHTa B KOpPOTKoMy eyl xpomocoMu 5 (del 5p-), 1o npu3BoaUTh 10 TAKKOTO
NopyIeHHs  (YHKIIIOHYBAaHHS IICHTPAIbHOI HEPBOBOI CHUCTEMH, PO3yMOBOI
BiIcTAJIOCTI. B Takux miTel CHOCTEPIraeThCsi MIKPOTHATIS, CHHIAKTHIISA, CIaOKO
BUPQXECHI BTOPHUHHI CTAaTEBI O3HAKW, MOPYLICHHS POOOTH BHYTPIIMIHIX OpPTraHiB,
Mikpoiiedais, 3HUKEHA OMPIUBICTh 1H(EKIIHHIUM 3aXBOpIOBaHHIM (puc.19).
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Puc. 19. - ®enotun (a) Ta kapiotur (0) TIBYUHKHU 2 POKIB
13 CHMHIPOMOM «KpHK Kimku» (46, XX, 5p—)



JiTy piaKo 10KUBAIOTh O 5-TU PIYHOTO BIKY.

VY 1965 pomi Broepiie onvcaHa MOPIBHIHO YacTO MOIIMPEHA B KMBOHAPOKEHUX
(1: 100 000) yacTkoBa MOHOCOMIS KOPOTKOTO IUIe4ya XpPOMOCOMH 4, BioMa ITij
Ha3BOIO cuHApoMy Bomnbsda-XipurxopHa.

Jlenertist 1OBroro i KOPOTKOro rieda 18-1 XxpoMoCcoMuU CyIpPOBOIKY€EThCS PI3HUMU
NOpyIICHHSIMU  OyZ0BH  OONWYYs, CKelieTa, BHYTPINIHIX OpraHiB. Y [miTel
BIJ3HAYA€TbCA PO3YMOBa BIACTANICTh, TINOTPO(is, TIMOTOHIsL, MiKpoIedais,
HEJOPO3BUHEHHS OOJIMYYsl, HU3BKUN TpyOMil rojioc, HEIOPO3BHUHEHHS 30BHINIHIX
CTaTEBUX OPraHiB, CEPEIHBOTO ByXa, aTpe3is 30BHIIIHBOIO CIYXOBOTO MPOXOIY Ta
iHun anomamii. Ilpu nmeneuii kopoTkoro ruieda 18-i XpoMOCOMH B XBOPHX TaKOX
BIJI3HAYAIOTHCS Pi3HI JeEKTH CKeJleTa, BHYTPIIIHIX OPTraHiB 1 pO3yMOBa BiACTATICTb.

[Ipu XpoHIYHOMY Mi€JIOJIEHKO31 BiJI3HAYAETHCA CKOPOUYCHHS KOPOTKOTO Tuieya 21-
i Xxpomocomu - @inadenviticbka xpomocoma, sika BUSBIAETHCS TITBKA B KIITHHAX
KpOBI 1 B ITyHKTAaTI KICTKOBOTO MO3KY, 1HII1 KJITUHU MalOTh HOPMaJIbHUI KapiOTHIL.

Y pesynbTaTi OBOX KIHIIEBUX HECTad 3 MOJAIBIIUM 3'€THAHHSIM PE3ePBHHUX
3aJUIIKIB YTBOPIOIOTHCS Kinbyesi xpomocomu. ToMy naHe MOPYIIEHHS CTPYKTYpPH
XpoMocoM (aKTUYHO € OKpeMHM BumnagkoM aenerii. KiiHiyHa kapTUHA XBOpUX -
HOCIiB KUJIBIIEBUX XPOMOCOM - Harajaye Taky MOpH Jejellii BiAMOBIIHOT XPOMOCOMH.
Tak. pu KinbLEeBIA XpoMocoMi Tpymnu B (5-s mapa) po3BUBa€EeThCs KIIIHIYHA KapTHHA
CUHAPOMY «KOTSIUOTO KPUKY», a MPU KUIBIEBIA X-XpOMOCOMI - KJIIHIYHA KapTHUHA
cunapomy llepemescekoro-Tepnepa.

Tpaucnokayii - 1€ CTPYKTYpHI NepeOyI0oBU, NPHU SKUX BiAOYBaeTbcsa OOMIH
FEHETUYHUM MaTepiajioM MK XpoMocoMaMu. ICHYIOTH pi3HI BHUJU TPaHCIOKAIIiil:
peyunpokHi, 3a SIKUX BIIOYBA€TbCs B3a€EMHHI OOMIH (hparMeHTaMHU; HepeyunpoxHi,
KOJIM TeHETHUYHUI MaTepiall OJHIET XPOMOCOMU MEPEHOCUTHCS Ha 1HILY; YeHmpuuHi
3'€OHaHHsL. Haituacrimre 3yCTPIYalOThCS [EHTPUYHI 3’€THaHHS M1XK
AKpPOIICHTPUYHUMU XpoMocoMamu. [Ipu 1bOMY BTpadaeThbCcs JHINE HEBEITUKHMA
dbparMeHT KOPOTKUX TIJICUEH aKpPOLUEHTPUYHUX XPOMOCOM. BiNlbllly YacTHHY TaKuX
nepeOdy/loB MOKHA BBaXKATH 30a71aHCOBAHOI), TOMY IO BOHU HE BUKIIMKAIOThH
Cepio3HUX BIAXUJIEHb y (EHOTHUINl HOCIS TpaHclokallii. OJHak MOTOMCTBO TaKUX
HOCIIB Ma€ KIIHIYHO BHUpPaXeH1 Oe(EeKTH, XapakTepHl [JIs aHOMaJbHOTO HabOpy
XpPOMOCOM (HaIpuKIIaa, NPy TpaHCToKaiiiHii Gopmi cuaapomy JlayHa).

Yacmkosi X-mpucomii i Y-oucomii BinOyBarOThCS BHACTIIOK:

1) X-ayrocomHnx ab0o VY-ayTOCOMHUX pEHHUIPOKHMX TPAHCIOKAIlH, Kl
MPUBHOCSTH B 3UTOTY HAJUIUIIOK X- 9i Y -XpOMOCOMHOTO MaTepiany;

2) mezbanancoBanux X-X, X-Y abo Y-V Tpancnokairiii;

147



3) BUHUKHEHHS 130XpOMOCOM TIO OJHOMY 3 IUI€YEH CTAaTeBOi XPOMOCOMH Ta
YTBOPEHHS TpUCOMIi BiAMOBiIHOTO ieya. (B i30xpoMocom oOujBa mieda ieHTHIHI
3a paxyHOK IMOIMEPEYHOr0 MOy [IEHTPOMEPH; B HOPMI CIIOCTEPITA€THCS MO3A0BKHIN
MOJUT LICHTPOMEPH ).

[Ipu cTpykTypHUX TepedyaoBax X-XpOMOCOMHU TPUCOMIS OYIb-IKOTO ii pailoHy
HE CIPUYMHIOE BUJAMMHUX HACIIJIKIB, TOMY IO CaMe€ CTPYKTypHO 3MiHeHI X-
XPOMOCOMH B TIEPITY YePTy TEHETHYHO 1HAKTUBYIOTHCSI.

Jlenerisi KOpPOTKOro Iuieda X-XpOMOCOMHU MOXKE TpaKTyBaTHUCA SK YacTKOBa
MOHOCOMIA 32 X-XpOMOCOMOIO; BOHA OIIMCAaHa B KIHOK, K1 MalOTh 3aTPUMKY POCTY,
HEJIOPO3BUHEHHS SI€YHUKIB 0€3 BaXXKUX COMATUYHUX aHOMalid. Xoya CTaTeBUil
XPOMAaTHH y HUX BUSIBIISIETCS, MPOTE HOr0 po3Mipy 3HAYHO MEHIII, HI’K Y HOPMI.
TakuM 4MHOM, XPOMOCOMHI CTPYKTYpPHI aHOMaJii 3yCTpIYalOThCs PiALIE 1 3a3BUYAM
MPU3BOMATE 10 OUIbIN BaXXKWX (y MOPIBHSHHI 3 KUIBKICHUMH 3MiHAMH XPOMOCOM)
HacHiAKiB. Yepe3 HasABHICTH Pi3HUX NE(EKTIB PO3BUTKY XBOpPI PaHO BMHPAIOTh.
binbmre 40% MUMOBUTBHUX BHKUIHIB 1 01M3bK0 6% MEpTBOHAPOHKEHH O0YMOBJICHI
XPOMOCOMHHUMU aHOMAJIISIMHU.

10.2. Kinvkicni xpomocomni abepauii

3MiHA KUIBKOCTI ~ XpPOMOCOM Yy TallIOiJHOMY HaOopi 13 30€epeKeHHAM iX
CTPYKTYPH, HA3UBAETHCS 2CHOMHUMU Mymayisimu. Y KapiOTUIIl MOXKJIMBA HasBHICTb
BIICYTHbOI a00 HAUIMIIKOBOI KUIBKOCTI OKPEMHX XPOMOCOM - aHEYIUIoimii
(HyJuticoMisi, ~ MOHOCOMIsl,  TPUCOMIsl,  TETpacoMis), sIKi  OOyMOBIIOIOThH
HaunomwmpeHimi  (GopMH  XpOMOCOMHUX XBOopoO. Cmip 3a3HauuTH, WO HpH
3aXBOPIOBAHHIX KPOBI, 30KpeMa MPHU T'OCTPUX JIEWKO3aX, MOXKE BiIOyBaTUCSA KpaTHE
(momirtoimiss) abo HekpartHe (aHEyIUIoidisl) 30UTBIIEHHS KUIBKOCTI HaOOpIB
xpoMmocoM. OJIHaK BOHO CIIOCTEPITa€ThCsl B KIITHHAX KPOBI, & B IHIIUX COMAaTUYHHUX
KJIITHHAX KapioTUI HOpMalbHUN. AHEYIoifis (HeKpaTHe 301IbIIEHHS TarIoiTHUX
Ha0OPIB XPOMOCOM) YacCTO CIIOCTEPITAETHCA TAKOXK 1 B KIITHHAX 3JIOSKICHUX ITyXJIHH.
3JIOSIKICHIIIIE ITyXJIMHA, TUM BHIIEC aHCYTUIOTis.

MexaHi3Mamu, 1110 JIeXKAaTh B OCHOBI TEHOMHHX MYTallii, €:

1) Heposxooddicennss xpomocom ni0 uac KIMUHHO20 NOOLTY, B PE3ybTaTl
XPOMOCOMHM 3aJIMIIAIOThCA 3'€JHAHUMHM pa3oM 1 B aHadasl BIAXOIATH 10 OIHOTO
nostocy. HaluacTiie BOHO criocTepiraeTbes mij yac Meo3y. Y JI0JUHU YacTillie He
PO3XOJATHCA caMe aKpOUEHTPUYHI XpoMmocomu. [Ipu 1bOMy Ha KOXHY raMmery 3
OJIHIEIO JIOJATKOBOKD XPOMOCOMOKO TPUXOJMTHCS 1HIIA, 03 OJHIET XPOMOCOMH.
[Ticns  3ammigHEeHHS TaMeTol 3 HOPMaJIbHUM HA0OpPOM XPOMOCOM 3HMIOTa
BUSIBJISIETHCSI 32 OJIHIEI0 3 XpOMOCOM a0o0 TpucoMHOIO (2n + 1), a00 MOHOCOMHOIO
(2n-1). ComaTuyHe HEPO3XO/KEHHS B MITO31 IiJI 4aC PaHHBOI'O €MOPIOHATLHOTO
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PO3BUTKY MOKE€ MPU3BOJIUTH JI0 MO3AIIU3MY, SIKHW BKIIIOYAE HASBHICTH HOPMAJbHUX
KJIITHH, a TAKOK TPUTOMHUX a00 MOHOCOMHUX;

2) empama 0OHI€i Xpomocomu 6HACTIOOK «anagaznozo eiocmasannsy. Cramis
IPOHYKJIEYCIB (MeploA MK MPOHUKHEHHSM siipa CIEpMisi B OOLHUT 1 3JIIUTTAM JBOX
rarioifHMX OaThKIBCBKUX SIIEP) OCOOJMBO UyTJIMBA JIO0 BTpaTH OaThKIBCHKOI X-
XPOMOCOMH, SIK 1 TIepIIi cTaall ApoOJIeHHS 3UroTH. bilbimicTe M03aikiB hOpMYy€EThCS
came Ha 1ii ctaaii. MoHOCcOMIi ayTOCOM HECYMICHI 3 KHUTTSIM. BoHH BUSBISIIOTHCS Y
eMOPIOHIB 1 IUIOIB MPYU MUMOBIJIbHUX BHUKHTHSX.

3) noninnoiousayis. 1lominiaoinHI 3UTrOTH JIFOJAMHM TUHYTh Ha pPaHHIX eTanax
pO3BUTKY. Y Marepiani abopTyCiB BHUSBIICHA JIMINE TPHUILIOIMisI, 32 SKOi KUIBKICTh
XpoMocoM JopiBHIOE 3n=69. IlpuumHOlO0 TpUILUIOIAlT MOXXe OyTH mMoJBiliHE
3aruTiAHEHHS 200 BIACYTHICTh MEPIIOro MEHOTUYHOTO MOy OOLUTA. Y JUILIOITHUX
1 TPUIUIOITHUX MO3aiKiB CIIOCTEpIrae€ThCs Majla Bara, aHoMalii KICTOK dYepena,
CTaTeBUX Opra”iB. BoHu emiMiHyIOThCA M7 4ac eMOpioreHe3y ado >KMBYTh KiJbKa
roJiuH abo JHIB.

[TaToreHeTHuHN MEXaHI3M HEPO3XOHKEHHS XPOMOCOM TIOJISITAE B HACTYITHOMY.
VY Meio31 mijJ BIUIMBOM NEBHUX €K30- Ta €HJAOI€HHUX MPUYUH OJMH 13 OIBAJICHTIB
(mapa roMOJIOTIYHUX XPOMOCOM) MPSMYE 10 OJHOTO 3 IMOJIOCIB BepeTeHa noauty. B
pe3yJbTati 3'ABISI0THCS TalyIoiH] KJIITUHH, OJIHA 3 AKUX Mae aedinut (n-1), a iHia -
HauMIIOK (n+1) meBHOi XxpomocoMu. Hepo3XomkeHHs MOxke crocTepiratucs 3a
Oy/lb-SIKOI0 TOMOJIOTIYHOIO MapoI0 ayTOCOM, a TaKOX 3a CTATEBUMH XPOMOCOMAMH.
'ameTn, M0 yTBOPIOIOTHCA TPH 1IbOMY, MOXKYTh OpaTh ydacTh y 3alUliTHEHHI Ta
JaBaTH T[OYaTOK AaHOMaJIbHUM 3a KUIBKICTIO XPOMOCOM 3HIOTaM, 3apojiKaM,
opraHizmMaMm. Y JiTepaTypl ONHUCAaHO CiMeWHa TEHJEHIS J0 HEPO3XOKCHHS
30UTBLIEHHSIM MTApU ayTOCOM YU CTATEBUX XPOMOCOM J10 3, 4-x 1 OuIbLIe.

KinpkicHe mTOpyIIeHHSI XPOMOCOMHHUX KOMIUICKCIB - eemeponioiois - OyBae JIBOX
THUIIIB:

1) monocomis, 3a TKOi XpOMOCOMHUN KOMIUIEKC 3MEHIIICHUI Ha OJJHY XPOMOCOMY
(2n-1);

2) noxricomis, KOMW KUIBKICTh OKpPEMHX XpoMocoM 30uiblueHa. Haituacrime
TparuiseTbest Tpucomis (2n+1).

Oco06mmBo BaxkkuMH € MoHOcoMmii. BctanoBieHo, 1o 20% MoHOCOMIM JIeTallbHI B
nepIri AH1 po3BUTKY eMOpioHa a00 MPHU3BOIATH 0 3arubei 3apoiKa Ha OB Mi3HIX
cTaaisax (MUMOBUIBHI BUKUJIHI). 3 )KUTTSAM CYMICHI KUIBKICHI 3MIHU MaJIUX XpOMOCOM,
oco0nmmBO 21-01 mapu 1 CTaTeBUX XPOMOCOM, TPOTE MPU IOMY B TaKHX IiTEH
BIJI3HAYAIOTHCS J€PEKTH PO3BUTKY OPTraHiB 1 iX CUCTEM.

cunopom J/layna;, Bunukae 3 yactororo 1-2 Ha 1 000 HOBOHapomxenux. [lepim
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KIIIHIYHI Ta HAyKOBl OMUCU CHHIApPOMY 3'sBuiiacs B cepenuui XIX cTomiTTs, Horo
TOYHE BU3HauYeHHs OyJio HajmaHo B 1866 p k. Jlaynom (Down), sikuii onucas KijibKa
TaKMX TMalieHTiB. [imoTe3n mpo Te, 1o Imsi XBOpoOa KOHTPOIIOETHCS TEHETHYHO,
chopmynpoBaHi Ha mo4yaTky XX cTomiTra. Y 30-Ti pOKM MHUHYJIOTO CTOJITTS
BHCJIOBJICHO NPUITYLIEHHS, 1110 CUHIpOM [layHa po3BHUBaETHCS B pe3ysbTaTi abepartii
XpPOMOCOM (CTPYKTYpHHX BIJIXHUJIEHb B XPOMOCOMHOMY Ha0Opl), MPUUYHUHOK SKOI
CIIy’)KUThb 1X HEPO3XOJKEHHS B Ipoleci Meio3y. XBOpl 3 LUM CHHAPOMOM MarOTh
JI0JIATKOBY XPOMOCOMY Yy BUTJIAMI peryisipHoi Tpucomii 21-i xpomocommu, abo y
BUIJISIII  TPAaHCIOKaLli, YTBOPEHOI XpOMOCOMOK 21 3 1HIIOK XPOMOCOMOIO
(matuacrime 22-10, 13-10, 14-10, 15-10).

V 3B'SI3Ky 3 IMM PO3PI3HSIOTH Taki popMu cuHapoMy JlayHa:

1) perynsipua Tpucomis 21;

2) TpaHciokarliina (opma;

3) mo3aiuna dopma.

3 ycix BumankiB 1miei xBopoOu mnpudamzHo 90% CcHpuuMHEHI pezyiapHO
mpucomicio 21, mo BUHUKAE de NnOvo, OCKUIbBKM KaploTulu OaTbKiB 3a3BUYAi
BUSIBIISIIOTHCSA HOpMaldbHUMU. Ha kaib. BIACYTHS MOXKJIMBICTh BUSHAYUTH B KOKHOMY
KOHKPETHOMY BHIIaJIKy, Y KOro 3 OaTbKiB 1 KOJU B1OYJIOCS HEPO3XOKCHHS
XpOMOCOM Yy rameTax. BcTaHOBIIEHA TO3UTHBHA KOPEJISIIis YacTOTH CUHApomy JlayHa
B HOBOHAPOJKEHUX Ta 30UIBIIEHHSAM BIKY iX MaTrepiB, 11O BKa3y€ Ha MOXJIMBICTH
O1TBIIT YACTOTO HEPO3XO/KEHHSI XPOMOCOM B OpraHi3Mi kiHOK. Bctanosneno, 1o 20-
40% xBopUX AITEH HAPOIKY€EThCs y MaTepiB y Billl crapiie 40 pokis. [Ipu Mo3aiuniii
1 TpaHciokauiidHiid ¢opmax xBopodu JlayHa 3ajmexHICTh Bl BIKYy MaTepiB HE
BCTAaHOBJICHA.

Pecynsapua mpucomia 21 BUHUKA€e BHACIIIOK HEPO3XOKEHHS 21-01 mapu ayTocoM
mij yac Meno3y npu oorenesi. [lpu 3amnigHeHH] SHUEKITITUHY, 10 MICTUTD 3aiiBy 21y
XpOMOCOMY, HOpPMaJbHUM CIepMUEM Yy 3uUrotri (aktuyHo Oyayte Tpu 21-X
XPOMOCOMH, 110 PEHOTUITHO MPOSBIISIETHCS XBOpoOoto [layHa.

Pemra 10% BumankiB xBopo6u JlayHa nmpurmanae Ha TpaHCIOKAIIHHY Ta MO3aidHy
dbopmmu.

Mosaiyuzm - 11€ CTaH, KOJIM B OpPraHi3Mi € KIOHM KJIITUH 3 HOpPMaJbHUM 1
aHOMAaJbHUM KapioTurnamu (Hampukian, 46/47). lle BinOyBaeThCsi BHACHIAOK
HEPO3XOHKEHHS] XpoMocoM 2 1-01 mapu miJl yac MIiTO3y, Ha paHHIX CTaiaX APOOJICHHS
3UroTd. Mo3zaiuu3Mm Ja€e cTepTi, CcladKo BHpa)XX€HI CUMITOMU 3aXBOPIOBAHHS B
MOPIBHSAHHI 3 XBOPHUMHU, B SKHUX 3MIHEHUM KapiOTHI Yy BCIX KJIITHHAaX. XBOpUU 3
MO3aiyHUM BapiaHTOM XBOopoOW [layHa MoOke MaTu TUIBKM JesKl (pi3WYHI O3HAKH
IbOTO 3aXBOpIOBaHHs. PO3BUTOK 1HTENEKTy HE MOpYyUIeHHH. 3 BIKOM KJIOH
aHOMaJbHUX KIITHUH TOCTYIIOBO 3HHMKA€, TOMY Ba)XKO BCTAHOBUTH MO3AillU3M B
JTITHROMY BILll, X04a B eMOpIOHAIBHOMY 1 PaHHBOMY MOCTEMOPIOHAIILHOMY MEpio/i
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BiH OyB BHUP&XEHHI JOCTATHHO Ta MIT MPU3BECTU 10 PO3BUTKY (EHOTHUITHUX O3HAK
3aXBOpIOBaHHA. TakuMm YMHOM, UMM MEHIIE B OpPraHi3Mi aHOMAaJbHUX KIITHUH, TUM
cra0kile BUPaKEH1 O3HAKU 3aXBOPIOBAHHS.

[lpu mpancrokayiviniic popmi cunopomy /layna B XBOpUX XpoMocoM 46, aine
0JIHa 3 XpOMOCOM (DAKTUYHO MOBIMHA, TOMY IO 0 HEi 1Ie TPUKPITUICHUN pparMeHT
1HIIOT ~ ayTOCOMM, B  pe3yJbTaTi d4oro Taka nepeOyJoBa  BHUSBIAETHCS
He30aJaHCOBaHOMO. Y 0aThKIB IIMX XBOPUX TAKOK MOKIIMBHMA BapiaHT KapiOTHUIY 3
45 XxpoMocoMaMH, OJIHA 3 AKUX MOBHICTIO TpaHCIOKaIliioBaHa Ha iHmry. OJHaK HE Yy
BCIX BHUIIJIKaX MPU HAPOHKEHHI JNUTHUHU 3 TPAHCIOKALIMHOIW (OPMOI0 CHUHAPOMY
TPaHCJIOKALllsl ICHYE B COMAaTHYHUX KIITHHax Marepi. [IpuOin3HO B MOJOBHHH
MaTepiB KaplOTUI € HOPMaJIbHMM, a TPaHCJIOKAIllsl cTajlacd MiJl 4ac Meio3y, 1o
nepenye YTBOPEHHIO SULIEKITITHHY, 3 IKOi PO3BUHYBCS OpPraHi3M XBOPO1 AUTHHH.

21-s1 xpoMocoma HalyacTillle TPAHCIOKYEThCS Ha 15-10 abo Ha 1HII XpOMOCOMU
rpynu D (13-10, 14-10) B XiHOK, a00 Ha 22-10 - B YOJIOBIKiB. Y IMX BHITaJIKaX y
MOJIOAMX 3/I0POBHUX OATHKIB, IO MAIOTh B KaplOTHUI 45 XpOMOCOM 3 TPAHCIIOKAIIIEIO
21-01 XpOMOCOMH, MOKE€ HapOJIUTHCS OUTHUHA 3 XBOpoOow JlayHa (Ha BIAMIHY BiA
Tpucomii 21, sdka wyactime OyBae y [iTE€H, HAPOJDKEHUX JITHIMU MaTepsiMu).
BuszHauntu HasBHICTH TpaHCIOKallli B I1HAWBIAyyMa JI0 HAPOHKEHHS JAUTHHU 3
xBOpoOow JlayHa 6e3 AochiUKeHHS KaploTHUNY (PAKTUYHO HEMOXIJIMBO, TOMY IO
(GeHOTHUIT ITUX HOCIiB Majlo YUM BIJPI3HAETHCA BiJl (PEHOTHUIIIB OCI0 3 HOpMaJIbHUMHU
reHoTunamMu. ToMy y BCiX BHIAJKaX AOCHIKEHHS KaplOTHITYBaHHS Ma€ OCOOJIMBO
BaYKJTMBE 3HAYCHHSI.

[{ikaBuii MexaHI3M PO3BUTKY cuHApoMy [layHa mpu TpaHciokauii B OJHOTO 3
OarbkiB. Kaplotunm Hocig TpaHciokamii MICTUTh 45 XpoMOCOM, TOMY IO OJIHA
XpoMocoMa 30ibIIeHa B po3Mipl. TpaHcioKkallis CoCTepIiraeThes B yCiX KIITHHAX, B
TOMY YHUCJ1 B OOTOHISIX 1 ciepMaroroHisx. [Ipu yTBopeHHI cTaTeBUX KIITHUH B OJHY
rameTry norparuisie 23 XpoMOCOMH, a B 1HITY 22. AJle TpaHCIOKaIliHoBaHa XpoMOcoMa
MO>K€ BUSBUTHCS K B raMeTi 3 22 XpOMOCOMAaMH, TaK 1 B raMeTi 3 23 XpOMOCOMAaMH.
TakuM YWHOM, TEOPETUYHO MOXJIMBUMHU € 4 BapilaHTH TrameT: 23 HOpMalbHi
XpoMocoMH, 23 - 3 TpaHCIOKaii€w, 22 HOpPMalbHI XpoMocomH, 22 - 3
TpaHCJoOKali€. SKmo 11 ramMetd OyAyTh 3aIlliJHEHI HOPMAJbHOI TaMETOlo
IPOTUJIEKHOI CTaTl, TO OTPUMAEMO TaKl KOMOIHAILIi:

1) 23 + 23 = 46 xpoMocoM (HOpMaTLHUN KapioTHMN);

2) 23 (3 TpaHcinokaiiew) +23 = 46 (3 TpaHCJIOKAIli€l0), B JaHOMY BHUIIAIKY
HApOJKY€EThCA TUTUHA 3 CUHJIpoMoM JlayHa (He30anaHCOBaHUN TPAHCIOKAHT);

3) 22 + 23 = 45 xpoMocoM (3UroTa HEKUTTE3AaTHA);

4) 22 (3 tpaHcnokarier)+23 = 45 xpomocoM (3 TpaHCIOKAI€), (EHOTUITHO
HOPMaJIbHUW HOCIH TPaHCIOKAIIil, SIK OJIMH 3 HOro OAThKIB.
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OcoOu 4oJOoBI4Oi CTaTi, MO CTpaXJaloThb Ha xBOpoOy JlayHa, mNpakTUYHO
CTEpHJIbHI. XBOp1 KIHKHU 3 PETYJISPHOIO TpaHchoKauiero 21 MawTh aitei. OCKIIbKH
e IOMiHaHTHa o3Haka, 50% miTel, 0 HApOAWIKCS BiJ TaKMX MaTepiB, 3/I0POBI, a
50% cTpaxx1at0Th TIEIO K XBOPOOOIO.

Ao HapoKyeTbcs IUTUHA 13 cuHApoM JlayHa B 0aTbkiB 3 HOPMaJIbHUM
KaplOTUIIOM, TO IIIAHCH HAPOJMTH MOBTOPHO TaKy * XBOPY JIUTHHY HE3HayHI, aje
BUIIE, HK MOXHa Oyno O O4iKyBaTh Ha OCHOBI 30iry JBOX BHUIIQJKOBHUX SIBUI. Y
OUTBIIOCTI BUMAJKIB y POJHUHI PEECTPYETHCSA JHINE OAMH XBOpUH. SIKIIO icHYE
TPaHCIIOKAIIisl B OHOTO 3 0AaThKIB, TO PU3UK HAPOKEHHS JUTHHH 3 XBOpoOoto [layHna
ctaHoBUTh 33%. lle nayxe BeJMKUH pU3HK 1 B TAKOMY BHUIIAJKY [OJaNbIIE
HapO/UKEHHS JiTed B LIA ciM'T HebaxaHO, TUM OUIbIle, 10 € PU3UK OTPUMATH
TPAHCJIOKAILIMIO 1 B OHYKIB. Ajie (DaKTUUHUIM PU3UK HAPOHKEHHS HEe30alaHCOBaHOTO
TpaHCJIOKaHTa 3 XBOpoOoio JlayHa MeHie:

1) sKII0 HOCIEM TpaHCJIOKAIil € MaTip, TO HMOBIPHICTh HAPOHKEHHSI aHOMAJIbHOT
JTUTUHHA CTaHOBUTH 1/5 - 1/6 (5 - 8% Bunaakis);

2) SKIIO HOCIEM TpaHCJIOKalil € 0aTbKO, TO MMOBIPHICTb HAPOJKEHHS XBOPOIi

mutuHn MeHme - 1/20 - 1/100. IlpumyckaroTh, 1O B YOJOBIYMX TOHAaJax
BIJIOYBA€ETHCS CEJIEKIIs MPOTU aHOMAJIBHUX CIIEPMATO30i/1B.
Cunopom mpucomii D (cundopom Ilamay). Brnepiie ueit cunapom OyB BHUSBICHUM
Patau 31 cmiBpoOitTHukamu B 1960 poiri, sSki 3HAWNUIM B KapiOTUIN JAUTHHU 3
MHOXXMHHUMH BaJlaMu J0JaTKOBY XpomocoMy B rpymi D (13-y). HacTora cunipomy B
cepeaquboMy crTaHoBUTh 1: 4 000. IcTMHHY 4YacTOTy LBOTO CHHAPOMY BaXKKO
BCTAHOBUTHU BHACIIIJIOK TOTO, IO OUTBIIICTh XBOPUX F'MHE B PAHHBOMY JUTHHCTBI 1 HE
MOKe OyTH BUSBIICHA B 3arajbHiil momyssimii. Pi3HHMLS B CHIBBIAHOLIEHH! CTaTeu
HE3HayHa 33 paXyHOK JESKOro rnepeBakanHs oci0 >kiHovoi crari (84:73).

KiiHiuHa cMMOTOMAaTHKA TaKMX XBOPUX BKIIIOYA€ HACTYIHI MOKa3HUKU: 1) mana
Bara 1 3piCT IPH HAPOJKEHHI, YACTO HAPOHKYIOTHCS MEPEAYacHO; 2) PO3LICTUICHHS
M'SKOTO 1 TBepaoro migHeOiHHs; 3) nedekTu 3 00Ky oued y BUTJISAAI MIKpOhTambMil
PI3HHX CTYyNEHIB, MO0 MOXOAATH 1HOMAI 0 MOBHOI aHodTanmpMii; 4) mikporedanis 3
Opaxinedaniyaoro Oy/10BOIO uepemna, 3 aTpodiero HIOXOBUX YaCTOK MO3KY Ta 30POBHUX
TPaKTIB; 5) MOJIIAKTHIIIS 1 CUHAAKTUIIS, Aedopmalii cTorr; 6) YUCIEeHHI NOPYILIECHHS
3 OOKy BicClLiepaJbHUX OpPraHiB, cepejl SKUX Ha MEePIIOMY MICIl 3HaXOAAThCS AeEeKTH
cepueBo-cyauHHoi cuctemMu (77% Bcix XBOpuX). SIK 1 MpU I1HIIMX ayTOCOMHUX
aHOMAJIisAX, BOHM PI3HOMaHITHI 1 He MawTh crenudiyHocti. CrocTepiraroTbCs
aHoMaJii HUPOK y BUIJISAL TiapoHedpo3y a00 MHOKMHHUX KICTO3HHMX MpoJiideparlii,
pPO3TaIIOBaHUX SIK HA MOBEPXHI HUPKH, TaK 1 B 1l ME3€HXIMIi; TPAIUISIETHCS TIBOPOTA
MaTKa Yy [IBYAaTOK, 3MIHM MOIIOHKM Yy XJIOMYHKIB, 7) 3arajbHa TINOTOHIS a0o
rineproHis; §) rIuboka po3ymMoBa BIACTANICTb, HEPIAKO CYAOMHI Hamagd Ta
MiokJIoHI1. Cepenr OLIbII PIAKICHUX CUMITOMIB MOKHA Ha3BaTH IIyXOTY, aHOMaJIbHY
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KaJbIU(IKaII0 Yeperna, HasBHICTb JOAATKOBOI CEJE31HKH, PO3ITHYTHH BEIUKHI
najenb HOTH, aHOMaJTii TOBCTUX KHUIIIOK 1 MYTIKOBY TPHIKY.

[{uTosIOr1YHI JOCHIJKEHHSI BUSABIISIIOTH Yy OUIBIIOCTI BUIAJKIB 47 XpOMOCOM 3
HaAsSBHICTIO 0AATKOBOI XpoMocomu B rpyni D (47, XX (abo XVY), 13+) (puc.20). [Ho
rpyrnu D Haiexarsb TpH aKpOIeHTPUYIHI XpoMocomu — 13-a, 14-a, 15-a mapw.

TouHO 11eHTU(IKYBATH 1X BaXKKO, TOMY ICHYIOTh TPYIHOIIl B BUSBJICHHI TOTO, sIKa
3 HUX TPEJICTaBIIEHa TPhOMa XPOMOCOMAaMHU.
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Puc.20.- ®enorun (a,0) Ta kapiotun (8) xjmomuuka 13 cuaapomom Ilatay (47, XV, Di3+)

binburicTe aBTOPIB BBAXKAKOTH, 110 1€ 13-a XpoMocoma.

XBOpi JIITH B CEPEAHBOMY JKHUBYTh JO 3-X MICSIIB 1 BMHUPAOTh BiJl CEpIEBOi
HEJ0CTATHOCTI 400 BUITAIKOBUX 3aXBOPIOBAHb.

Cunopom mpucomii E (cunopom Eodeapoca).Briepiiie 11eii CUHAPOM ONMUCAHUMN
IDic. Eosapocom B 1960 poui. [lo rpynu E Bxoaste 16-a, 17-a, 18-a ayrocomu, siki
no0Ope BIAPI3HAIOTHCSA ONHA Bim oaHOI. BusBuiocs, mo mpu cuaapomi Ensapica
BTpUYI 3015IbIlIEHA KUIBbKICTH 18-01 ayTOocomu.
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Puc.21.- ®enorut (a, 6) Ta kapioTun (8) aiBYUHKHY 3 cuaApoMoM ExBapnca (47, XX, Eis+)

DEHOTUITHO LI CUHAPOM MEHII OKpeciaeHuM, Hixk cuHiapom Ilatay. XBopi aitu
HApOJKYIOThCSl MEPEHOIIEHUMH, MAJIEHbKOTO 3pOCTY, 3 ac(ikciero, uaHo3oM. Jlis
HUX XapaKTepHa HACTYIHA KJIIHIYHA CUMIITOMAaTHKA:

1) nonixornedatisi, MUPOKUMA BY3bKHH J100, BUCTyMarO4Ya MOTHINIS, TepopMoBaHi
HU3bKO PO3TAllIOBaH1 BYIIHI paKOBUHH, HEIOPO3BUHEHA HUKHS IlIeJIeTa, MaJleHbKUMA
TPUKYTHOI POpPMU POT;

2) cuiibHO nepopMOBaH1 KUCTI, MajbIll, CIUIOMICHE CKJIEMIHHSA CTONU (CTONa Mae
dopMy KadaaKu), BKOPOUEHI MabIli;

3) BUpaxkeH1 3MiHM BHYTPIIIHIX OpPraHiB - cepus, HUPOK, Ie(HEKTH TOJIOBHOTO
MO3KY, MO30YKa;

4) nyxe pyxJiuBa IIKipa, 4epe3 0 YTBOPIOIOTHCS XapaKTepHI1 CKIAJKU HA IIMI Ta
IHIIMX YacTUHaX Tina (puc. 21).

Haityactime cunnpom EnBapjca 3ycTpidaeTscs y MiBYaTOK. BOHU KUBYTH 110
pOKy. XJIOMYMKH 3a3BHYaii BMHPAIOTh B TIEpIIl JIBa MICSIll BiJ cepreBoi
HEA0CTaTHOCTI ab0 1H(papkTy. Taki AITH YacTilie HAPOKYIOTHCA B JIITHIX MaTEPIB.

[HIIMX KUIBKICHUX 3MIH ayTOCOM (MOHOCOMIi a00 TpUCOMIi) HE BUSBJICHO, BOHU
HECYMICHI 3 KUTTAM. [Ipy MUMOBIIBHUX BUKUHAX Y IJI0/11B BUSIBJICHI P13HI BapiaHTH
KUIBKICHUX 3MiH XpOMOCOM, TIEPEBaXKHO TpUCOMIi y rpymax xpomocom A, B, C, G (1
- 12). Aune taki abGepariiii BUSBHIIKCS JICTAIBHUMU:
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- Tpucomisi aytocoMm 1, 2 , 3 HecymicHa 3 YTBOPEHHSIM eMOpioHa Ta IPU3BOAUTH /10
YTBOPEHHS IOPOKHBOI0 3apPOAKOBOTO MIIIKA;

- TpucoMig 8-0i ayTOCOMHM BHKJIMKAa€ Ha0araro MEHIIE TOPYIIEHb, ale
abopTyeETHCS;

- TpucoMmia 9-0i1 ayTocoMu IMpu3BeNa [0 MOPYUIEHHS a0 NPUIHHEHHS
eMOpP10OHATILHOTO PO3BUTKY;

- Ipu TpUCOMii 16 yTBOPIOIOTHCS TTOPOXKHI 3aPOIKOB1 MIIIIKH 1 T.1I.

Takum 4MHOM, MOHOCOMIS 32 ayTOCOMaMu Ta Tpucomisi Benukux (1-a - 12-ta)
xpomocoM (tpyn A, B, C) Bukiukae 3arudenb eMOpioHa. 3 KUTTAM CYMICHI JIUIIE
KUIBKICHI 3MIHHM MaJluX XPOMOCOM, OCOOJMBO 21-01 mapu 1 CTaTeBUX XPOMOCOM,
OJIHAK y TaKuX JITEH M1arHOCTYEThCS PO3YMOBA BIJCTANICTh 1 YHMCIICHHI Je(EKTH
PO3BUTKY pI3HUX opraniB i1 cucteM. [[o Toro xx 60% Bcix 3uror 3 Tpucomiew 21
abopTYeETHCS.

Craig TakoX 3a3HAYUTH, II0 HEPO3XOJKEHHS XPOMOCOM IIiJI Yac OOreHe3y
BUSIBJISIETHCS HAOaraTro yacTiimie, HDK iX HepO3XO/KEHHS IIiJl 9ac CriepMaroreHesy. 3
i€l TpuuuHU 2/3 WITY4YHO B3aIUIAHEHUX In Vitro OOLMTIB MalTh XPOMOCOMHI
nedexTu.

b) Amneymioinii 3a crareBumMu XpomocoMamMu. OCHOBHHMM XapaKTEPHUMU
O3HAKaMH aHEYIUIOi/ii 3a CTATEBUMHU XPOMOCOMAaMH €:

1) po3yMoOBUIi PO3BUTOK B CEpPEAHHOMY XO4Ya 1 HIDKYE HOPMH, ajie aHOMaJIii
PO3BUTKY MO3KY BHpa)X€Hl HE TaK YITKO, SIK MPH aHOMalisx ayrocoMm. [Ipu mpomy
OUTBIIICTh TPOOAHAIB MAaOTh HOPMAIBHHN PO3YMOBHM PO3BUTOK, JESKI 3 HHUX -
HaBITh BUILIE CEPEHBOTO;

2) (eHOTUIIHI TOpYIIEHHS OUIBLIIO MIPOK 3adilaroTh PO3BUTOK CTATEBUX
OpraHiB 1 TOPMOHO3AJIEKHUN picT. [CHYIOTH i1HINI Baau PO3BUTKY (OCOOJIMBO HpH
cunapomi IllepemeBcbkoro-TepHepa), ane 3ycTpiualOThbCs BOHM piame 1 3a
MacmTabaMmu € MEHII BaXKKUMH.

O1xe, X-XpOMOCOMHA aHEYIUIOIA1s HE MOpYIIy€e eMOpiOHATLHUN PO3BUTOK y TaKii
KIHKa Ma€ JB1, a YOJIOBIK - OJJHY X-XpOMOCOMY, B 3B'SI3KY 3 UMM B MPOIIECI €BOJIOIIT
chopMyBaBcs crielialbHUNM MOTYXKHUM MEXaHI3M KOMIIEHCAIlli pi3HUIIl B J1031 T'CHIB,
3yeryieHuXx 3 X-XpoMocomoro. 3a rinore3or0 M. JlailoH, y pi3HMX KIITHHAX OJHOTO
opraHiaMy BiOyBaeTbcs 1HAKTHUBAIllsl (KOHJEHCAllls 3 YTBOPEHHSM CTaTE€BOIO
XpoMaTuHy) X-XpOMOCOMH OaThbKIBCHKOTO a00 MAaTEPHHCHLKOTO MOXOKEHHS (IIpU
IFOMY JUCTaJIbHA YaCTUHA KOPOTKOTO Tuieda X-XpOMOCOMHU HE aKTHBYeEThCs). [Ipu
BUBYCHHI MEPIIMX aHOMAJbHUX X-XpPOMOCOM Yy JIOAMHH (130XpOMOCOMa 3a JOBTUM
TiedeM, KUTBIIEBI XpOMOCOMH a00 jenellii YaCTUHU JOBTOro Ijie4a) BCTAHOBIICHO,
10 3aBX/IM 1HAKTUBYETHCS aHOMaJbHAa X-XpoMocoma. Y KJIITHHI 3aJIUIIAEThCA OJHA
HOpMalibHa, (YHKIIOHAJIbHO akTMBHa X-Xxpomocoma. (CrTaTeBi XpOMOCOMH
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1HaKTUBYIOTbCS HE TUIBKM B 1HAWBIJIB, 1[0 MAIOTh 1X JCKUIbKA, ajie 1 B MEPBUHHUX
CIepMaTolMTax IiJ Yac HOpMaJabHOro cnepMarorenesy. lLle HeoOXimHO Aus
HOPMaJbHOTO JO3pIBaHHA cHepMaro3oimiB. HailmommupenimuMu —XBopoOamu,
COPUYMHEHUMH TE€TEePOIUIOIIIIMUA CTaTEBUX XpOMOCOM, € cuHapom KnaliHdenbsrepa,
cungpom Tprucomii X, cunapom lllepemeBcrkoro-TepHepa.

Xeopooa Knanngpenomepa. Y 1942 p T'. Knaltndenbrep CHiIbHO 3 I1HIIUMH
aBTOpPAMH OIMCAB CBOEPIAHUI CHHAPOM YOJIOBIYOTO TinmoroHaaw3My. KiiHIYHO BiH
MPOSBJISIETHCSI  €BHYXOIMHMMH O3HAKaMHU: BHUCOKHM 3POCTOM, HEIOPO3BUHEHHSIM
BTOPUHHHX CTaTeBUX O3HAK, BHUCOKAM TOJIOCOM, HEIOCTAaTHIM PO3BUTKOM
OBOJIOCIHHSI, THHEKOMACTI€T0, aTpodi€cto se€4ok, Oe3mmaasm (puc. 22). ['icronoriaHo
BUSBIISIETBCSL  CKJEpO3yloua TialiHi3alis CIM'SHUX  KaHaJbLIB, Tinepruiasis
IHTepcTUlllNIbHUX KIITUH Jleiaira, 3arubens wiiTuH Ceproni Ta MiJBUIICHE
BUJIUICHHS (OTIKYJIOCTUMYITIOIOYOT0 TOPMOHY.
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Puc.22. — ®enornn (a) Ta kapiotun (0) xmomyuka 3 cuaapomom KiaitHdensTepa

Y 1956 poui P.bpiec 1 M.bapp npu BHUBYEHHI CTAT€BOrO0 XPOMATHUHY Ta
KaplOTUIy TaKUX XBOPUX YOJIOBIKIB BUSBHWIM 3aiiBy X-XpOMOCOMY B KaploTumi 1
Tinelie bappa B kimiTmHax OyKaJbHOTO eMiTeiro. TakuMm YHHOM, KapiOTHIT ILHX
XBOpUX mpenctapieHuit 47 xpomocomamu (44 + XXV). IlizHilie BUSBICHI BUMAJAKA
xBopoOu KnaitndensTepa 3 Tppoma Ta yoTHpMa X-xpomocomamu: 44 + XXXV, 44 +
XXXXY 1 BigmoBigHO JIBOMa Ta TpboMa TiUIbIAMH bappa. BusiBiaeHi Takox
«OapabaHH1 NAIUYKW» B HEHPOPUIBHUX JEHUKOIUTAX. Y KIITUHAX KICTKOBOI'O MO3KY
CIIOCTEPITaEThCA JA0JIaTKOBA cyOMeTalleHTpuyHa Xxpomocoma. KinbKicTh J10/1aTKOBUX
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X-XpoMOCOM 30UTbIIIY€ CTYMiHb PO3YMOBOI BIJCTAJIOCTI, (DEHOTUITHO 3aXBOPIOBAHHS
OpOSABIIIETbCS  OLIbII  Bakko. OJHAK CIOCTEPIrajucs XBOpPI 1 3 HOPMAJIbHHUM
kapioturiom. Tomy HuHI xBopoOy KraiiHdenbrepa, Koiu BHUSBIAETHCA OAHA abo
KUIbka X-XpOMOCOM, BIAPI3HAIOTH BiA cuHapomy KiaiiHdenbrepa, npu sxomy
Kapiotun xBoporo HopMmanbHui. Ilpum cungpomi KnaliHdenbTepa KiiHIKa
3aXBOPIOBAHHS MPOSIBISETHCS MEHIIT BUPAKEHO (HAMPUKIIA, HasBHI CIM SIH1 KaHAJIBITl
Ta CclepMarorese3), HDK mpu xBopoOil KraitHpenbTepa (cmepmaroreHe3 He
BUSIBJICHUM, OC3IUTIIHICTh BHACHIIOK acrepwmii). [loBemeno, mo mpuommsno 11%
BUIIAJIKIB YOJIOBIYOTO Oe3ruriaas oOymoBiieHi xBopobOoro KmaitHdensTepa. XBopi 3
xBopoOoro  Knaiindensrepa  CTpakmaioTh  IEOWIBHICTIO  PI3HOTO  CTYIICHS
BUPAXKEHOCTI. Benukuil BIICOTOK LHUX XBOPUX 3yCTPIHAETHCS cepell 0rodpeHis.
XBopoOa KaliHdenbrepa Moxe CynpoBOKYBaTHCS aTpo(iyHO MIOTOHIELO,
MO30YKOBOIO aTakcier, XxBopoboro JlayHa.

Onrcani BUIle KIIIHIYHI CHUMIITOMH 3aXBOPIOBAHHS B IIOEAHAHHI 3 JICSIKOIO
NICUXIYHOIO BiJICTANICTIO (OUIbIIAa OOTSKEHICTh Y XBOPUX 3 BEIIMKOKO KITBKICTIO X-
XPOMOCOM) TMPOSIBIISIIOTHCA Yy BIIHOCHO HOPMaJIbHUX XJIOMYMKIB, MOYMHAIOYHU 3
MOMEHTY CTaTeBOro 1o3piBaHHs. Yacrora xBopobu 1: 1 000 x10muuKkiB, CHHIPOMY -
1: 600-700.

Y pa3i Mozainusmy 3a XxBopoOoro KialiHdenbTepa 3a3BUuall Mae MicCIe
3aTpMMKa pPO3yMOBOTO PO3BUTKY CEPEIHBOIO CTYIEHS, PIAKO JOCITae CTYIEHS
rbokoi  AeOimpbHOCTI. [HOAI 3yCTpivalrOThCs XBOpPI 3 MPAKTUYHO HOPMATbHUM
IHTEJIEKTOM, aJie€ 1 B [IUX BHUIIQJKaX BOHM HEJOCTATHLO 1HILIATHBHI Ta HE 3JaTHI 10
TBOPYOi AISIBHOCTI.

XBopi 3 cunapoMoM KiaitHdenbrepa J€erko CXwibHiI A0 HAaBIIOBaHb, EMOLINHO
HECTIMKI, CXWJIbHI 10 aQEKTHUX cHajaxiB. Y LMX XBOPUX B TiM YW 1HIIIN Mipl MOXe
IIPOSIBUTHCS arPECUBHICTD.

Enexrpoenniedanorpadiuni IOCHIIHKEHHS BHSABISIOTh 3HAYHI BIIXWICHHS Y
BUTJISIZII BUCOKOAMILTITY IHMX TTOBUIBHUX KOJWBaHb, IEPEBAKHO B MEPEIHIX BIJIIIIAX
KOpPH Ha TJI 3HA4YHOI 3aTpUMKH (GopMyBaHHsS ocHOBHUX puTMmiB. Ctymins EEI-
BIJIXWJICHD 30UIBIIYETHCS 3 TIIMOMHOIO HAIBHOI PO3yMOBO{ BiICTAJIOCTI.

VY niTHBOI MaTepi XBOPOI IUTUHU KApIOTUIl HOPMAJIbHUM, ajie IPU TaMETOreHe31
B OJIHY SIMIEKIITUHY MOX€ MOTpanuTu ABl X-Xpomocomu. [Ipu 3amiiiHeHHI TakKoi
AULEKTITAHA ~ HOPMAJIbHUM  CIEPMIEM HApODKYEThCA JUTHHA 3  XBOPOOOIO
Knaitngensrepa. Ane xpoMocoMHas abepailisi MOKE CTaTUCS 1 B pe3yJibTaTi MyTarlii
Ha MMOYaTKy NmoauTy 3uroTu. Lle Moxke OyTH 1 B MOJIOAMX MaTepiB. Y CIaJKOBYBaHICTh
xBopobu Knaitndenbrepa He BUBUCHA, TOMY IO Il XBOPI HE 3aJIUIIAIOTh ITOTOMCTRBA.

[TaTorene3 ILOTO 3aXBOPIOBAHHS TOSCHIOETHCS HACTyMHUM 4YHHOM. Yepes
AKTUBHICTh 3aiBUX X-XpOMOCOM Ha paHHIX CTaJisiX PO3BUTKY 3apojiKa, KON
BIJIOYBAETHCS PO3BUTOK FOHAM, BHACIIIOK 3aruOeni KiiTuH CepToni Ta NPUTrHIYeHHS
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3arubeni X-TOpMOHY, TAJIbMyIO4a MOTO Jig Ha T1modi3 3HIKYETHCS, BHACIIIOK YOTO
BUPOOJICHHS HHM TOHAQJOTPOMIHIB pi3ko 3poctae. CrnaboymcTBO, MaOyTh,
00yMOBJIEHO MOPYIICHHSM T'€HHOTO OaaHCy 4yepes 3aiiBy X0xpomocomy.

Bapianm xeopobu Knatingpenomepa 3 rapiomunom 48, XXV. XBopi 3 Takum
KaplOTUIIOM TPAIUISIOTHCS PIAKO; BCl BOHHM BHUSBJICHI NMPU OOCTEKEHHI PO3yMOBO
BIICTAIUX OCI0 3a HAsABHICTIO B Ma3Kax EMITeIil0 CIU30BOI pOTa IMOABIMHOIO
CTaTeBOI'0 XpOMATHHY.

KiiniuHa cuMITOMaTMKa XBOPUX 3 TETPACOMIEI0 CTAaTEBUX XPOMOCOM HE
BIPI3HAETHCS BiJ OCHOBHOI xBopoOu Kumaitndenbrepa. Y myOepTantHOMy mepioni
HACTa€ TAaKOX TI1aIHI3yIOYUI CKJIEPO3 CIM SHHUX KaHaJbLIB. 3HW)KCHHS 1HTEJIEKTY
BHUpPaXEHO B OLIBIIOMY CTYIEHI, HI’K IIPU OCHOBHIM XxBopoO1 Knalindenbrepa.
Bapianm xeopobu Knaiingpenomepa 3 kapiomunom 49, XXXXV. lleit Bapiant
3yCTpIi4aeThCsl yacTilie nonepeanboro. KiiHivHO Ha MEpIIMA TUIAaH BUCTYIIA€ 3HAYHA
3aTpUMKa PO3YMOBOI'O PO3BUTKY, L0 MOEHYETHCS 3 PSAOM aHOMaJIii OyA0BH.

JlolaTKOBO 710 CUMITOMATHKKM OCHOBHOi XxBopoOu KimaitHdenbrepa omnucani
MHOXUHHI Jepextu (rimoruiasis pedep, 3pOolIeHHsT AYKOK XpeOIiB). 3yCcTpiuaeTbCs
KPUIITOPXI3M, TIMOIUIa3isd CTATEBUX OpraHiB. 3 OISy Ha MOdIMOpGHUM XapakTep
HasiBHUX aHOMallii Oy/lOBU Ta BIACYTHICTh CHNEHU(PIYHUX PUC HASIBHOI oiirodpexii
J1arHo3 MOe OyTH MOCTaBJICHUIN JIUIIIE Ha M1JICTaBl IUTOJIOTTYHUX JOCHIIKECHb.
Bapianmu xeopobu Knaiingpenomepa 3 oooamkosorw Y-xpomocomoro (48, XXVV, 47,
XVY). Bnepmie moisicomiss 3a cTaTeBUMU XpomMocomamu Oyna ommcana Muldal i
Ockey (1960 p.). CniBigHomeHHs XBopux 3 HabopoM XXVYVY 1 XBOPHUX OCHOBHOIO
dbopmoro xBopoobu KiaitHpenbrepa nopiBHioe B cepenubomy 1:10. ¥V BimiGpanoi
nomyJsilii oci0 3 BAKKUMHU CTYNEHSMU HEIOYMCTBA 1 BIAXWJICHHSIMH MOBEIIHKH
yacToTa I111e BuIe 1 gocarae 2,2%.

XBOpi  XapaKTepU3YIOThCA JOyXKE€ BHCOKMM pPOCTOM, IO OOYMOBJICHO
J0JIaTKOBOIO Y-Xxpomocomoto. Lle miaTBepmKye MojoKeHHs, BUCIOBiIeHe Jacobs 3
crmiBaBT. (1965 p), MmO HAABHICTH JOJATKOBOI Y-XpPOMOCOMH TIPHU3BOJIUTH [0
30UTBIIIEHHS 3pOCTy B cepeanbomy Ha 15 cM. Kapiotun XYY BusBieHUi y KIIIHIYHO
3M0POBUX JIIOAeH. B 1HmMIMX BUMagKax 1HOMI BHSBISETHCSA TIIOTOHAIN3M,
KPUIITOPX13M, pO3yMOBa BIJACTaNICTh. Lle BITHOCHO HOpPMaJIbHI YOJIOBIKM BHCOKOIO
3pOCTY, JITH SIKMX 1HOJI BUSIBJISIFOTHCA TE€TEPOIUIOiAaMH. ICHYIOTH CIIOCTEpEXEHHS,
IO 1HAMBIAYYMH, B KaplOTHIl SKUX BUSBIISETHCS 3aiiBa ¥Y-XpoMOcOMa, >KOPCTOKI,
arpecuBHi, 1HOAI comianbHO HeOe3neyHi. BoHM BIAPIZHAIOTHCA TPABUIBHOKO
CTaTypolo, BEJIMKUMM BYIIHMMU paKOBUHAMM 1 HAJOpIBHUMHU Jyramu, Ao0pe
PO3BHMHEHOIO MYCKYJAaTypOl0, UOJIOBIYMUM THUIIOM OBOJIOCIHHS, HOpPMajbHUM
PO3BUTKOM CTaTEBUX 3aJi03, MPEBAJIOBAHHSM JIMIIOBOTO CKeJeTa HaJl MO3KOBHUM.
KpiMm Toro 3ycrpiduaerbcsi Mo3ailu3M 3a CTaTEBUMU XPOMOCOMAMH, KOJIM IEBHI
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KITTUHU MICTATh XX- a6o XO - xpomocomu, iHII — XY-xpomocomu. Take sBuiie
NPU3BOJIUTH J10 2epMappooumusmy.

EdextuBHoro inikyBaHHs xBopoou KiraiiHdenbrepa Hemae. 3acTocyBaHHS
aHJPOTeHIB uepe3 Oe3rmmiaas a0 OaxaHOro e(eKTy HE MPUBOJUTH, alle MOXKE
INPU3BECTH JO TINMEPCEKCYyalbHOCTI 1 CTaTEeBUX €KCIECIB, TOMY IO IIi XBOpi
osiroppenn. ['iHeKOMACTIsl YCIIIITHO MMi/IJIA€ThCS OTIEPATUBHOMY JIIKYBaHHIO.

MonocoMist 3a Y-XpoMOocoMOI0 He omucaHa (Ha BIAMIHY Bijg MOHocoMii 3a X-

XpOMOCOMOI0). MalyTh pPO3BUTOK 3apojka 3 OJHIEI Y-XpomMocoMoro 0e3 X-
XpOMOCOMH HEMOXJIMBHHA, TOMYy IO Y-XpoMOCOMa HECE HE3HayHy T'€HETUYHY
1H(pOpMaLIIO 1 HE MOKE KOMIIEHCYBATH BIZCYTHICTh X- XPOMOCOMHM.
Cunopom Illepewescvkozo-Tepuepa. Y 1925 poui M. lllepemieBcbkuil onucan
3axBOpIOBaHHS Yy 20-piyHOi KIHKHM, SIK€ XapaKTepu3yBajocs I1H(DAHTHIIZMOM,
HEJOPO3BUHEHHSIM TOHAJ, I[IUPOKOI CKIAIKOI IIKIpM Ha Wi, 1HIIUMHU
cumnromamu. [IpuunMHOI0O 1HOrO 3aXBOPIOBaHHS BIH BBa)XaB HEJIOPO3BUHCHHS
nepenHboi 4acTku rinodizy Ta seyHukiB. Y 1938 pomi [.Teprnep omyOmikyBaB
poOOTYy TPO CIOCTEPEKEHHS] HUM 7 KIHOK 13 MOJAIOHUM CHHAPOMOM. BiH Takox
BBAKAB IPUYMHOK CHUHAPOMY MOpYyWIeHHd (QyHKOIi rinodizy. 3 w0bOro yacy
3aXBOPIOBAaHHS OTpuMaio Ha3By cunjapomy lllepemercrkoro-Tepuepa. Hamani B uux
XBOpPHUX BUSBIICHE MiJBUIICHE BUIICHHS TOHAJOTPOTHOTO TOPMOHY, 110 BHUKJIIOYAIIO
HEJIOCTaTHICTh PYHKIIIT rimodisy.

HoBuii HanpsiMOK y BUBYEHHI I[bOTO CHHAPOMY po3nodancs 3 1949 poky micis
BIIKpUTTA M. bappoM cTtateBoro XpoMaTWHy B KJIITHHAX XIHOYMX OpraHi3MmiB. Y
KIHOK, SKI CcTpaxmaroTh cuHapoMoMm lllepemeBcekoro-TepHepa, He BHUSBHUIOCS
CTaTeBOr0 XpOMAaTWHy. byJ0 BHCIOBIEHO NPUIMYIICHHA, IO B HHUX TEHOTHII
npeacraBieHuid X 1 Y-XpoMocOMaMH, aje MijJ BIUIMBOM IMEBHUX MPUYUH (PEHOTHI
HIIIOB 3a XIHOYMM THUIIOM PO3BHUTKY. Y ILHX KIHOK 3YCTpIYalOThCS 3aXBOPIOBAHHS,
3uerieHi 3 X-XpOMOCOMOIO, XapaKTepH1 JJIsi YOJOBIKIB: JadbTOHI3M, reModimis,
KaopkTalisa aoptu Ta iHm. Y 1959 pomi K.€. ®opa, Il. Tlomani goBenu, mo B
XBOpHUX KiHOK reHotun He XY, a XO, To0TO B HUX BIACYTHS OJHA X-XpOoMOcoMa
(kapiotunn 45, XO). Hamami, mo Mipi BJOCKOHAJCHHS ITUTOJIOTIYHHUX METO/IIB
JOCIIKEHb, OyJi0 mokas3aHo, 1o cuHiapom lllepemeBcbkoro-TepHepa Moxe OyTH
BUKJIMKAHUN HE TUIBKM MOHOCOMI€I0 32 X-XpOMOCOMOIO, a W MOp(OJOriYHUMH ii
3MiHaAMHU (JeNeli€r0 KOPOTKOro aldo JOBroro Imjieya, YTBOPEHHSM KUIbLIEBUX
XPOMOCOM, 130XpOMOCOM, (dbparmMeHTali€). CrnocrepiraBcs TaKOX
rinanapomopdiuauit mo3zainuam (Mozainusm XX / XO), Koy oJHA MOJOBHHA Tija
KIHKH MICTHJIa HOPMAJIbHUI HAa0Ip CTaTEBUX XPOMOCOM, iHIIA - aHoMalbHHH (XO).

XBOpi )KIHKUA XapaKTEPU3YIOTHCA PI3HOMaHITHOIO KIIIHIYHOI0 CUMIITOMATHUKOO:
1) musbkuii 3pict (130 - 145 cm); 2) crareBuil 1H(PAHTUII3M, HEJOPO3BUHECHHS
30BHIIIHIX CTaTeBUX OpraHiB, MaTKH, SE€YHMKIB, Tinmeptpodis kiitopa. Ha wmicui
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S€YHUKIB BU3HAYAETHCS CIOJYYHOTKAHMHHUM TSK, PIAKO OyBaroTh ¢omikymu; 3)
BIJICYTHICTh MEHCTpYaLlili Ta OBOJIOCIHHS Ha JOOKY; 4) BiACYTHI Ipy/AHI 3aJI034, 1HOAI
Ha 1X MiCIll BiJ3HA4YaIOThCs CKymueHHsS Xupy. COCKH HEIOpO3BUHEHI, apeosH
BTATHYTI, IIKPOKO PacTaBJICHl, HE MITMEHTOBAHI; 5) MIMpPOKa WIKIpPHA CKJIaJKa HA MIUi
- «mmst chinkcay. lllus xopoTka, Bojioccs Ha HIM POCTYTh Jy»e€ HHU3bKO. ByiHi
pakoBUHHU Je(OpMOBaHi, po3TalloBaHI HU3BKO; 6) oco0a 31a€ThCsl CTapIIe CBOTO
BiKy; 7) HasBHHMI eMNIKaHT, TBEpJie MiJHEOIHHA BUCOKE Ta BY3bKe; §) BajbI'yCHA
MO3UIIIS JIKTHOBUX CYTJIO01B, ITUPOKI TOJIOHI, YKOPOUCHUN 4-i maliellb, YKOPOUCHHMA
1 BUKpUBJIEHUH 5-i1 manens, negopmoBani 1 riauO0OKO MOCaHKEHI HIrTi, Ha KIHYMKAX
NaiblliB NMEPEeBAKAIOTh KPYroBi Bi3epyHKH; 9) HOTM KOPOTKi, TOBCTI 3-if, 4-i1, 5-if
najnblll BKOPOUEHI, BUKPUBIICHI 1 HEMIPABUIBHO PO3TAIIOBYIOThCA HaJ cTororo; 10) 3
OOKy BHYTpPIUIHIX OpraHiB  BIJIMIYEHUH  CTE€HO3 aopTH (KAOpKTallisi), CTEHO3
JIETeHeBO1 apTepii, HEe3apOIIEHHs] MIKIILTYHOYKOBOI MEPEropoJIKM, aHOMallisl HUPOK
(miakoBomoi0HA HUPKA), TinepToHis; 11) 3 60Ky HEPBOBOI CUCTEMHU ICTOTHUX 3MiH
HE BU3HAYAETHCA, THTEJICKT Y XBOPUX HE CTpakaae abo MOPYIIYeETbCs Maio; 12)
MiBUIICHE BUAUICHHS TOHAIOTPOMIHY Ta Pi3KO 3HIKEHE BUAUICHHS €CTpOreHiB; 13)
Ha PEHTreHOrpaMi TpyO4YacTHX KICTOK BiJI3HAYAETHCS 3aTPUMKAa OKOCTCHIHHS,
BIJICYTHE 31UTTS emnidi3iB 1 meTadi3iB HaBiTh y 25-piuHHUX XBOpHUX, a IX pICT
npunuHseTbes B 15-18 pokiB. BigzHauaeThes 3ByKeHHs peOep, HEPIBHUH iX JiaMeTp,
3JIUTTSI TLT XpeOIliB, OCTEONOPO3 KICTOK, 0COO0IMBO MeTadi3iB TpyOUacTUX KICTOK.

He Bci 3a3navenHi cuMnromu OyBarOTh OJJHOYACHO B OJTHOTO XBOPOIO, iX MOXE
OyTu nekinbka (puc.23).

[lpyunnn  HapomxkenHs giteir 3 cunapomom lllepemeschroro-TepHepa
OCTaTOYHO HE BUSCHEHI.

b Al

Puc. 23.- Cunnpom IllepemeBcpkoro-TepHepa: a — BhIpaKEHUH IUUHBIA NTEPIriyM, MIUPOKa
rpyJlHa KITiTKAa, COCKM MOJIOYHHMX 3JI03 TINOIUIACTUYHI Ta PO3MIIlIEHI 30BHI Bl CepeawHU
KJIFOUMYHOI JIIHIT; 6 — IIKIPHI CKJIAJIKKM Ha IIW1; 8 — XapaKTepH1 JiM(aTUIHI OTEKU HA HOTaX.
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HiBuara 13 cuagpomom IllepemeBchkoro-TepHepa dYacTo HApPOIHKYHOTHCS
HEJOHOUIEHUMHU 3 MaJIuM pocToM. Hepinko y Takux HITed Mmicisd HapOIKEHHS
BI/I3HAYAETHCA JIM(PATAUYHUNA HAOPSAK KIHI[IBOK 1 HAQJIMIIOK IIKIpU HA IIMI, KU
NOTIM TMEpPEeTBOPIOEThCS B ILIKIPHY CKIAAKy. AJie J1arHo3 3axBOPIOBAaHHS
BCTAHOBJIIOETHCSA HE BiJIpa3y, a 4epe3 POKH, KOJU BHSBISETHCS 3aTPUMKA POCTY 1
cTaTeBUil 1HQAHTUITIZM.

Bik OatbkiB He Bimirpae poii. Haifuacrime Taki IITH HapOHKYIOThCS B OAThKIB
HU3BKOTO 3pOCTY, XOua CTaTE€BUM XPOMATHH Yy MaTepl € 1 HE CIOCTEPIraeTbes
XpOMOCOMHHX a0eparliii mpu 3BHYaWHOMY IOCHIKEHHI KapioTtuimy. Y ciOCIB IuX
XxBopux (cectep 1 OpaTiB) BUSBISAIOTBCA PI3HI BIIXWIECHHS Yy (PyHKIIOHYBaHHI
BHYTPIILIHIX OpraHiB.

Brpata X-xpoMocomu BiOyBa€ThCs Ha NEPIIUX €Tanax JpOOIHHS 3UTOTH
BHAC/IIOK aHada3zHoro BiacTaBaHHA. be3 X-xpoMocoMu He BIIOYBA€THCS PO3BUTOK
S€YHUKIB, TIOPYIIYETHCS CHUHTE3 CTPYKTYpHHX OUIKIB 1 (PEPMEHTIB, IO BUKIHKAE
nosiBy pizHux nedextiB. €auHa X-xpoMocomMa y IHMX XBOPHUX MOXE OYyTH SK
MaTEpPUHChKA, TaK 1 0aTbKIBChKA.

EdexkTuBHOrO JIIKyBaHHS IIUX XBOPHUX HE ICHYe€. IIpru3HavaeTbcsi ropMOHaIbHE
JIKyBaHHS, CIpsIMOBaHE Ha 30UIbIIEHHS pocTy Ta ¢eminizauii. Ha xanb, BOHO
OpU3HAYAEThCs BKe Yy Bill micist 12-14 pokiB, KOJM BUSBISETHCS aMEeHOpes Ta
BiJICTaBaHHS B pocTi. Take JIIKyBaHHs MPU3BOAUIO 0 30UIBIICHHS 3pOCTY Ha KiJIbKa
CaHTUMETPIB, 30UIBIICHHS MOJIOYHUX 3aJ103, TIOSIBU BOJOCSHOI'O MOKPUBY HA JIOOKY,
1HO1 TTOsIBH MicsiuyHUX. J[0 TITOPOIIHHS TaKi )KIHKHA HE 37aTHI.

Cungpom IllepemeBcbkoro-TepHepa ONMCaHUN TAKOX Yy YOJOBIKIB, B SKHUX

CIIOCTEPIraeThCd HOpMalbHUM KapioTun XY, aine Y-xpomocoma He aktuBHa. Lli
MOBIJIOMJICHHS MOOUHOKI.
Cunopom mpucomii X (47, XXX). Buepuie #oro onucap I1.5. Slko0 y *iHOK 13
CepeaHIM pOCTOM, CTAaTeBUM 1H(GAHTWIBMOM 1 aMmeHopeer. Ili JKiHKM MaroTh
KIHOYMM TUN CTaTypH, 3piJiKa, HABMAKHU, Y HUX YOJIOBIYA CTATypa, >KOPCTKE BOJIOCCH,
npu 1ipoMy eMiHizallis He 301TbIIeHa. B oHIX BUTaaKax BiA3HAYAETHCS aMEHOpes,
0e3IUTi A1, aHOMAJTisl CKeJIeTa, pO3yMOBa BIICTANICTh. B 1HIMX BUIMAIKax Taki ®KIHKH
3[aTHI J0 AITOPOAIHHSA 1 MOXYTh JaTH 3/I0POBE MOTOMCTBO, OCKUIBKH MiJl 4ac MEHO03Y
MOJIOBUHA IXHIX SHUEKIITUH OTPUMYE HOPMAJIbHUIM ramioigiHuil HaOip 13 oaHiero X-
XpOMOCOMOIO, a JIpyra MOJIOBMHA - 3 JABOMa X-XpoMocoMamu. Y BCIX BUNAJKaXx,
HaBiTh, SKIIO B (I3UYHOMY PO3BUTKY XapaKTepPHUX O3HAK HEMae, HANUOIIBIIT
XapaKTepHUM JJIsI BCIX XBOPUX € PO3ymMoBa BiacTamicTh. Hepinko Bim3Ha4YaeThCs
MOE€THAHHA CHUHJIPOMY 3 IHIIUMH 3aXBOPIOBAaHHSMHU, 30KpeMa 3 Mu30(peHicr. Y
XBOPUX HEPITKO BII3HAYAIOTHCS JICIMTMEHTOBAHI JUISHKM Ha INKipi, Oile macMo
BOJIOCCSI, aHOMAJTIsl CKEJIETY.
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Cunnpom tpucomii X 3ycTpivaeThcsi yacTimie, Hix cuaapom lllepemeBcbkoro-
Tepuepa, ocobnmBo cepen omirodpeHiB. Y xBopux Tpucomiero X y kapiotumi 47
XpPOMOCOM 1 JiBa TUIblisl bappa B coMaTHYHUX KIIITHHAX; CIIOCTEPIraeThCs IMiABUIIEHE
BUJIVICHHS TOHAJOTPOIIHIB 1 3MEHIIEHHS BUAUICHHS ecTporeHiB. [Homl
3ycTpivarThesa BapianTu TpucoMii X: 48, XXXX, 49, XXXXX. 30u1blIeHHST yuca
CTaTEBUX XPOMOCOM CYIPOBOJ/IKYETHCSI OUIbIII BAXKKHM CTATeBUM 1H(PAHTUIIZMOM 1
OUTBIIMM CTyTHIEHEM JeOUTHHOCTI.

Cunnpom Tpucomii X CHPUYHMHEHUI HEPO3XOKEHHSM X-XpOMOCOM B MEHO03i
a0 Ha PI3HUX CTaAISIX MOAUTY 3UTOTH. JlJis PO3BUTKY CHHIPOMY Ma€ 3HAUYCHHS
NOXWJINK BIK MaTepi, cudinic, ankoronaizm. OnucaHo cimM'T i3 CagKkoBOIO Mepeaayucio
NATOJIOTTYHOIO KapioTUIly B AEKLJIBKOX MOKOJIHHAX. SIKIIO XBOpa »KIHKa 37aTHa 10
TITOPOAIHHS, TO TOJIOBMHA ii AiTed OyAe mMaTh B KapioTumi JB1 X-XpOMOCOMH 1
nepenaBaTH 110 aHOMaJIil0 TOTOMCTBY. PallioHaJIbHOTO JIIKYBaHHS LIUX XBOPHUX MMOKH
He icHye. PeKkOMeH1yeThCsl BBEJIEHHS CTATEBUX TOPMOHIB.

Jexkmisa 11
I'eneTHka MOBeAiHKHU JIOAUHU
11.1. Inougidyanvhi 6iOMIiHHOCHI NCUXUKU TI00€CH
B eBomtomniitHoMy TUiaHl iICHy€ CyTT€Ba CXOXKICTh MIX JIFOJUHOIO 1 BUIIUMHU
npuMaTamMM 3a XpoMocoMamu, OilkamMu Ta OaraTbMa I1HIIMMH TE€HETUYHO
JNEeTepMIHOBAaHUMHU oO3HaKaMH. OJHaK 1CTOTHa BIAMIHHICTh JIIOAWMHU SK BHIY
CKIIQZIA€EThCS B HOTO 37aTHOCTI TOBOPUTH Ta AaOCTPAKTHO MUCIUTH. AHami3
BIJIMIHHOCTEH M1X JIFOJUHOIO Ta 1HIIMMU BHJIAMU BKIIFOYAE BUBUEHHSI POOOTH MO3KY
- Opra"y MHCIJICHHS Ta MOBJICHHS. 3aBISKH camMe UM OCOOJIMBOCTSM HAIIOTO BUIY
fioro O10JIOT1YHA €BOJIOLISA JOMOBHEHA KYJbTYPHOIO E€BOJIOLIE€I0 Ta CTBOPEHHAM
nuBLII3amii.  YCl eKCHepUMEHTH 3 HaWOIMXKYUM JIFOAWHI BUJOM - IIMMIIAH3E -
MOKa3aJiv, 10 CIpoOM BUXOBYBATH IIUX TBAPUH Pa3OM 13 AITbMH a00 Tak camo, SiK
JTeH, He TPU3BOJIATH A0 PO3BUTKY MOBJICHHS. Xoua Mi3HaBaIbHI (PYHKIIIT ITMMITIaH3e
BUSBIJIMCST OLIbIII PO3BUHEHMMHM, HIX BBa)KaJdW paHIlIe, 11 TBAPUHU HIKOIU HE
JOCSITalOTh PIBHS KOHIENITyami3allii JiTel CTapIiioro BiKy.

3 1HII0r0 OOKY, PO3BUTOK TUIOBOI JIFOJACHKOI MOBEAIHKH B JITEH MOXKIUBUI JIHIIIE
3a B3a€MOJIi 3 IHIIMMH 1HAMBIZAMHU 1 3 HABKOJHUIIHIM CEPEIOBUILIEM, BKIIOYAIOYU
CEHCOpPHI CTUMYJM Ta MOXJIMBOCTI 3AliicHeHHs pyxiB. CeHcopHa Ta pyXxoBa
JerpuBarlisi, 0CoOOJMBO B KPUTUYHI MEPIOIA TUTUHCTBA, MOXE MPU3BECTU HABITH JI0
3MIHH TICTOJIOT1i HEPBOBUX KJIITHH 1 IXHIX 3B'SI3KIB.

['eHeTHKa JIOAVMHYU TPOBOAUTH aHAN3 TEHETUYHUX MEXaHi3MIB, IO MPHU3BOJATH JI0
(EHOTUITHUX BiAMIHHOCTEeH MIX IHAMBiIZyymMamu. Ta oOcTraBuHA, IO ITOBEIIHKOBI
O3HAKM MOXYTh pO3BHBATHCS TUIBKM NpPH TICHIM 1 Oe3nepepBHIA B3aemonii 3
HABKOJIMIIHIM CEepeIOBUIIEM, POOUTh T€HETUUHUN aHaNi3 AyXe BaXKKUM. 3 1HIIOrO
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00Ky, OUTBINICTh MOBEIHKOBUX O3HAK, 32 BUHSATKOM Ba)KKOi PO3yMOBOi BIJICTaJIOCTI,
CIIT PO3TIISAIATH B KOHTEKCTI MEBHUX YMOB CEPEAOBHINA. 3 MOMEHTY HApO/KCHHS
IHJIMBIA HE TUIBKU MiJA€ThCS BIUIUBY CEPENIOBMINA, BIH CaM aKTUBHO BIUIMBA€E Ha
HABKOJIMIIIHINA CBIT 1 CTBOPIOE IUIMM KOMIUIEKC B3a€MOJIM. AHai3 T€HETUYHOI
MDKIHIMBITyaTbHOT MIHJIMBOCTI IMOBEIIHKHA € BaXKKUM, OCKUIBKH T€HETUYHUN aCIIeKT
€ JIMIIE OJIHI€I0 3 0araTb0X YaCTHH, 110 CKIAJAI0OTh L0 CKJIAJHY CUCTEMY.

HuHi yncieHHUMEU NICUXOTEHETUYHUMHE TOCI1PKEHHSIMU JI0BEJICHO, I110:

a) IHIMBIAyaJabHI BIIMIHHOCTI - HEMUHYYa PEATbHICTh, CIOCIO ICHYBaHHS 3arajibHUX
MICUXOJIOTIYHUX 3aKOHOMIPHOCTEH;

0) OUTBIIICTh IHAWBIMYATHHUX OCOOJIMBOCTEH OMUHSIOTHCS JIOCUTH CTIHKUMH B
OHTOT'€HE31, B TOMY YMCJIl Ha TPUBAJIUX YaCOBUX BIJIpI3Kax;

B) MIKIHIMBIyaJIbHA Bap1aTUBHICTh BUSBIISIETHCS PI3HOIO B PI3HUX O3HAK 1 B PI3HOMY
BiIll; OCTaHHs 0OCTaBUHA MOe OyTH BUKOPUCTaHA JIJIS BUJILJICHHS] BIKOBHX TEPIOJIiB,
B SIKMX Bi10yBalOTHCS MepeOyA0BH TOCTIIKYBAHOT QyHKIIIT.

Came B3aeMOAisl CHAJAKOBUX 1 CEepeNOBUIIHUX (aKTOpiB (TYyT TOHSITTS
«CEpeIOBUIIE» BKIIOYAE B c€O€ BC1 BUU 30BHINIHIX, HETEHETUYHUX, BILJIUBIB, B TOMY
yuciali eMOplOHaJbHE CEpPE/IOBUINE) CTBOPIOE IIMPOKUN Jl1ala30H  JIFOJICHKUX
IHIUBIyaJIbHOCTEH, XOYa BHECOK KOXXHOrO 3 HHUX Yy (OpMyBaHHS pI3HUX
NCUXOJIOTTYHUX (PYHKUIA pI3HUMA. 3MICT JIOJCHKOI IMCHUXIKM B HAIIMX TIEHaX He
KonyeTbcsd. BoHa mepenmaeThcsi 3a 3aKOHAMU KYJIBTYpHOI CHAJKOEMHOCTI, SIKi
M.I1.[ly6iniH Ha3BaB «COIIAJILHOIO CIAJKOBICTION. Ll mporpama mMae BupimaibHe
3HAYCHHS VISl IPOTPECY JIIOACTBA B IIJIOMY.

'eHoTHIT KOXXHOrO 3 HAac aOCOJIOTHO YHIKAJIbHHUNA. Binomuil aMepukaHCbKUN
ncuxoreHetuk P.IlnoMiH copMynroBaB 10 AYMKY Tak: KOKEH 3 HAC € YHIKAJIbHHM
FeHETUYHUIM EKCIIEPUMEHT, SIKM HIKOJU OLIblIe HEe MOBTOPUTHCA. JyXke crpoiieHi
HipaxyHKH, KOTP1 ITHOPYIOTh OUTBIIICTh TEHETUYHUX 3aKOHOMIPHOCTEH 1 0a3yl0ThCs
Ha TOMY, IIIO TIPU 3JIUTTI JIBOX CTATeBUX KJIITHH 23 XpomMocomu (HOCIi T'€HIB), IO
MICTSTBCSA B KOXKHIA 3 HUX, IEPEKOMOIHYIOThCS HE3aJIeKHO OJHA BiJ OJHOI, JAIOTh
Taki pe3yNbTaTH: WMOBIPHICTh OTPUMAHHS OJHAKOBOTO HAa0Opy TeHIB CHONIHTaMH
(pigHumu Opatamu i cectpamu) mopisHioe (1:23)%, TOOTO MeHIIE OJHOrO IIAHCY Ha
OutblI HIK 64 TpunbiioHa MoxuiMBocTel. [Iponecu noauny, nepekoMOIHalli 1 HOBOIO
00'eqHaHHST 0AaTbKIBCBKUX XPOMOCOM MOBTOPIOIOTHCSA 3 MOKOJIIHHSA B MOKOJIHHA. 3a
BucioBoM P.JleBoHTiHa, «Xopeorpadiss HBOTO TAaHIIO XPOMOCOM MAa€ BaXKJIMBI
HACHIAKM  JUIi  TeHeTH4Hoi  pi3zHoMadiTHOCT»  (JleBontiH P.  Jlroaceka
IHIIBIAYyaJIbHOCTh:  CHAngKoBiCTh 1 cepemoBuiie  M.1993.c.63),  OCKUIbKH
peKOMOIHAIlIS XPOMOCOM MPHU3BOJIUTH JO PEeKOMOIHAIIl TeHiB, 1 MOSBU iX HOBOTO
MOEJHAHHSA, HOBOrO reHoturna. HaBiteh Ha piBHI 010XIMIYHOI 1HJIHMBITyaJbHOCTI
JIOJUHU, HAa SKOMY 1 TE€HETHMYHa, 1 CEpelOBUIIHA JETEPMIHAHTH HE3PIBHSIHO
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IpocTile, HiXK Ha PiBHI TICUXIKW, TOBEAIHKHA, UMOBIPHICTh 30iry KUIBKOX ii O3HAK Y
JIOJEH - HEPOAHUUIB PAKTHUYHO AOPiBHIOE 0.

Hpyra perepMiHaHTa MIDKBHAMBIAYaJbHOI ~ BaplaTUBHOCTI - CEPEJOBHILE.
JloBeneHno, 1o, mepedyBaoun (GoOpMaTbHO B TOMY K CaMOMYy CEpeIOBHIII
(HampuKJIa, B OJJHOMY KJiaci), JII0IMHA BUOUpPAE B SIKOCTI 3HAUYIIUX JJis ceOe pi3Hi ii
eneMeHTH. binble Toro, cam BUOIp 1IbOTO 1HAMBIIYAILHOTO CEPEIOBUINA B 3HAYHIN
MIpi CIPSIMOBY€THCSI TEHETUYHO 33/IaHOI0 1HIUBIAYaTBHICTIO.

VY 3B'I3Ky 3 IIUM TCeHETHWKA TOBEIAIHKH OOIlSIE€ CTaTH HAWOUIBII I1IKABOKO 1
BOXJIMBOIO Taly33i0 TEHETUKH JIOIWHU, i1 pe3yjbTaTH MATHMYTh JAJICKOCSDKHI
HACHAKU. 3'iICyBaHHA T'€HETHYHOI MIHJIMBOCTI JO3BOJIUTH Kpamlle pO3yMITH pI3HI
BapiaHTH JIIOJCHKOI TMOBEIIHKA Ta eMollid. HaBpsg uu Mo)KHa BBakaTH HPOCTUM
30iroM Te, MO0 JOCHIPKEHHS 3 TE€HETUKH JIOJMHU MOYalucs caMme 3 MpolieMu
TeHETUKU MOBeIIHKH (pobora @.I'ambToHA 3 OIIHKM YAaCTOTH BUCOKOPO3BUHEHUX
IHIWBIAIB cepea POAMYIB BUAATHUX JIt0/IeH ). POOOTH 3 T€HETUKH MOBEAIHKH JIFOIMHU
MOCTITHO TPOBOJMJIMCS METOJIaMHU KUIBKICHOT T€HETHKH, SIKI CIIOYATKy OTPUMAIH
CBI PO3BUTOK B 3B'SI3KY 13 30BCIM 1HIIMMH NHpoOsieMamu (HalpuKIIaJ, pO3BEICHHS
TBapuH). Jlns aHamizy B3aeMOAli TE€HOTHUI-CEPEIAOBHUIIE OCOOJMUBO MIAXOIUTH
OJIM3HIOKOBHM METOJ, ajie pe3yJbTaTH, OTPUMMaHl 3 WOro JOMOMOIOI, 1HOII
ONMUHSIOTHCS MOMMWJIKOBUMH. B MailOyTHhOMY BUpIIIalibHI 3pYLIEHHS B I Taimy3i
MOBUHHI B1IOYTHCS B pe3yJIbTaTl MEHJIEIBCHKOTO aHajli3y O10JIOTIYHUX IapaMeTpiB
11 TeHIB Y LIEHTPaJIbHIN HEPBOBIM CUCTEMI.

11.2.Kopomka icmopis po36umky 2eHemuKku noeeoiHKu

[ToyaTok pO3BUTKY M'€HETUMKH MOBEAIHKU K HAYKH PO €TIONOT1I0 1HAMBIIYAJIBHUX
BIIMIHHOCTEH MOB'sI3aHUM 3 IM'AM aHTIIMchKOro BueHoro ®d.I"anbToHa, TBOIOPITHOTO
Opara Y.[lapBiHa, pi3HOOIYHO OCBiUY€HY Ta 00AapoBaHy JtoAuHy. Y 1865 poui BiH
omyOikyBaB ctarTio «CHagkoBHI TallaHT 1 XapakTepy, sika 3arodyaTKyBajla Cepiio
poOIT PO CHagKoOBICTh JIIOAUMHU. CUMBOJIIYHO, 1O ISl CTATTSA HAAPYKOBaHA B TOMY
X pomi, koau [.Menzaenp Ha 3acimaHHi BprOHCBKOTO TOBapMCTBA JOCIITHUKIB
npupoa W 3pOOMB JOMOBib TPO pe3yJIbTAaTH CBOIX MOCHIAIB 13 TOPOXOM, SKi
3aMoYyaTKyBajJd BHUBYEHHS CHAJAKOBOCTI B pOCIHMH, a Mi3HIE, 1 TBAapuUH 1
MIKpOOpTraHi3MiB.

Y 1869 poui onyomikoBana kHura O.l'anbToHa «CnaakoBiCTh TajaHTa:
JOCJIDKEHHS HOT0 3aKOHIB 1 HACTIAKIBY. BUIIMMBIIM TpH CTyNeHsT 001apOBaHOCTI Ta
OJIHOYACHO BUKOPHMCTABIIM €K3aMCHAIlIHI  OIlIHKH, OTpPHUMaHl TMpH BCTYIII
a0iTypienTiB y KoposiBCchKy BIHCHKOBY KOJIET1I0, BIH 3aCTOCYBAaB JI0 IIbOT'O MaTepiany
BXKE ICHYIOUMH Toni 3akoH KeTne - «3aKkoH yXWJIEHHS BiJI CepeIHIX BEIMUYMH». 3a
AHAJIOTIEI0 3 PO3MOAUIOM 3pOCTY JIIOJEd BIH MPUIYCTUB «ICHYBaHHS JESKOIO
NOCTITHOTO CEepPeAHBOTO PIBHS PO3YMOBHX 3110HOCTEH, BIAXWICHHS BiJ SIKOIO SIK B
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CTOPOHY TEHIAJIILHOCTI, TaK 1 B OIK 1JI0TM3My Ma€ JIATH 3a 3aKOHOM, S0 KEpye
BIIXWJICHHSM BIJ BCSKOro pony cepenHix BenuuuH» (I'anbton @. CragkoBicTh
Tananty. M ., 1996, c.29).

Pesynbratn nmocmimkeHHs ['ambTOH pe3lOMyBaB TakK: «MH TPHXOAWMO JIO
HE3arepeyHoro, Xo4a, MOJIMBO, 1 HECIOAIBAHOTO JJIi HAaC BHCHOBKY, IO JIFOJAH
BUJATHOI 00JIapOBAaHOCTI CTOCOBHO IOCEPEAHOCTI CTOSATh HACTUIBKM 3K BHCOKO,
HACKUIBKH 1710TH cTOATh Hmk4e 1» (c.33) (Tobro HuUM 3actocoBanuii ['aycoBwii
pO3MOALT o€ 3a po3yMoBUMH 31ai0HOCTsMHU). @ [anbTOH mpoaHami3yBaB
poaoBoau 300 ponun, mo HamiuyBanu 1o 1000 BupaTHux mroael, B uucii 415
3HAMEHUTUX. BIH KOHCTAaTyBaB 3HM)KEHHA KIJIBKOCTI O0JapOBaHUX JIOJEH 13
3HUKEHHSM CTYIICHsI CIIOPITHEHOCTI SIK JI0Ka3 CHaJKOBOI Mpupoau Taidanty. Y 1876
p. 3'sBunacs crarts @.l'anbrona "lcTopist OMM3HIOKIB SIK KpUTEpIA BIJHOCHOI CHUJIU
IPUPOJIU 1 BUXOBAHHS», B SKIM OOTrOBOPIOBAIMCS NMUTAaHHS O10i0Tii OaraToruiiais,
OJIM3HIOKOBUI METOJ] T€HETUKH 1 OTPUMaHl 3 HOro JOTMOMOTOI0 JaHi MpO POJib
«TPUPOJIU 1 BUXOBAHHS» B (HOPMYBaHHI 1HANBIYyaTIbHUX OCOOJMBOCTEH JIFOJICH.

[{ikaBuM € crioctepekeHHsa ['anbTOHa Mpo 30UIBIIEHHS 3 BIKOM BIJMIHHOCTEH B
NesKuxX OJIM3HIOKOBUX Iapax, a TaKoXK MOro rirnoresa, 110 MOSCHIOE el (eHOMEeH
TUM, 110 HE BC1 YCIAJKOBaHI BIACTUBOCTI MPOSBISAIOTHCS BlApa3y, 0araTo XTo 3 HUX B
MOJIOZOCTI «CIUIATHY. Lle BiAMOBiMaE Cy4acHWM YSBICHHSIM TIPO HEOJHOYACHY
aKTUBHICTh BCIX YaCTMH TE€HOMa, IMpO iX TOCHIJIOBHE «BKJIIOYEHHS» Ta
«BUKITIOUCHHSD.

Hpyruit mepion ictopii reHetuku mnoBemiHkud (Ao kiHig 30-x pokiB XX-To
CTOJITTSI) O3HAMEHOBAaHUM yCMiXaMu B  METOAOJOTIl  MCHUXOT€HETUYECKOTrO
nociipkeHHs. B ueit nepioa: 1) 3'sBunucs Haa1lHI cCIOCOOU J1arHOCTUKH 3UTOTHOCTI
OJIM3HIOKIB, 3aBISKA YOMY CTaJO MOXJIMBUM  3aCTOCYBaHHSI  CY4YacHOIO
OJIN3HIOKOBOTO METOJYy SIK 3ICTaBJI€HHS MOHO3UTOTHHUX 1 AM3UTOTHHUX map; 2)
PO3BUTOK CTAaTUCTUYHUX METOMIB OIIIHKM MOAIOHOCTI MK poaudamMu B poOoTax
K.ITupcona, P.®imepa, C.Paiita 1 BUBYEHHS KIJIbKICHUX O3HaK (Hampukiaz, Oanu
IQ). Ix pobotu pasom i3 poboramu @D.[anbToHA  3aMOYATKYBAIU TEHETHKY
KUTbKICHUX O3HaK (010METpHYHY TEHETHKY), sIKa repedadae BUPIMICHHS TeHETUIHUX
npo0sieM BaplaliifHO-CTaATUCTUYHUMHU MeTofamu. Lle OyB nyke BaKJIMBUI MOMEHT B
1ICTOpli TEHETUKH TOBEMIHKM, OCKUIBKM HOpMajbHI TOBEIIHKOBI  O3HAKH,
KOHTPOJBOBAHI BEJMKOK KUIBKICTIO T€HIB, HE MOIJM OyTH BHUBYEHI B paMKax
MEHJIENIBChKOI TeHETUKHU SKICHUX, allbTEPHATUBHUX O3HAK.

Y Ti X cami JAECATWIITTA 3'ABWJIacS Ta CTaja PO3BUBATHCS IICHUXOJIOT1YHA
JiarHOCTHUKa. 3acHOBHUKOM i1 ctaB ®.'anbTOH, SKWA MpPHU BUBYEHHI CITaJKOBOCTI
TaJaHTy JIOBIB HEOOXITHICTh BHMIPIOBaHHS IICUXIYHUX SKOCTEH IJIIOACH - BIJ
CEHCOpHUX (YHKIIN 0 TUIIB PO3yMOBOI JISJIBHOCTI Ta XapakTepy. OaHaK OCHOBHI
JUISL TICUXOMETPUKHM TMOHSITTS "HamiiHicTh", "BamigHicTh", "mKamtoBaHHA", Oyiu
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po3po0JieH] mi3HimIe, B Tmepiri AecATWITTS XX cromtrs bine, CrnupMeHoM,
TepcToHOM 1 1H.

VY 1958 pomi omy6OmikoBaHa poOOTa aMEpPUKAHCHKOT AochigHuIl A.AHacTasi
"CepenoBuille, CrajJKoBICTh 1 MUTaHHA"AK", sika BU3HAUMWIIA TIEPEXi] BiJl ICHYIOUOTO
IMparHeHHs 3'ACyBaTH, IO B IICHXII JIOJWHM BIJl CIAJAKOBOCTI, a IO - BIiJ
CepeIoBUINa, 10 MUTAHHS MPO TE, SK B3aEMOJIIOTH 11l JBa (GakTopu npu HGopMyBaHHI
TUX YW THITUX TICUXOJIOTTYHUX (DYHKITIH.

Ha tperboMy etami - g0 60-X pOKIB - MPOBOAWIMCS TEHETUYHI JTOCIIIKCHHS
1HTEeNeKTy 1 pi3HUX (QOpM po3yMOBHX JACPEKTIB 1 MCHUXIYHUX 3aXBOPIOBAHbD,
IHTEHCMBHO BHBYAJacs TCHETHKA TOBEHAIHKA TBAapWH. BUUNUIM YOTHPHU BEIUKHX
nyOmikaiiii, B Tomy uncii kaura ®@amiep 1 Tomncona "I'eneruka noseainku" (1960),
y 0aratboxX KpaiHax BUHHUKIM LEHTPU, Kl CKOHLIEHTPYBAIM AOCTIDKEHHS B LM
o0nacrTi.

OcTaHHl JAECATHIITTA B TEHETUIIl TMOBEIIHKH O3HAMEHYBAJUCS CYBOPUM
BUSIBJICHHSM JIE(EKTIB JSIKUX METOMIB (HAIPHUKIIAJ, OJIM3HIOKOBOT'O, OCKIIBKH OyiIn
OTpUMaHI JIaHi, 10 CIPOCTOBYIOTh MOCTYJIAT PO PIBHICTh CEPEIOBUIIHUX BIUIMBIB Y
MOHO- 1 AM3WIOTHHX Hapax, 110, B pa3l MIATBEPIKCHHS, YHEMOXIIMBIIIOE CaME
BUKOPHCTAHHS METOAy) 1 CEpHO3HOI EKCIEPUMEHTAIBHOI TEPEBIPKOI0 IHX
CYMHIBIB, 1110 BUSIBUJIM HEICTOTHICTh IIUX MMOOOIOBaHb. JJOMiIHYIOUMI paHille 1HTEpEC
710 TICUXOT€HETUYHOTO JAOCIIHPKEHHS 1HTEIEKTY, BAMIPIOBAHOTO pI3HUMU TecTamu 1Q,
IIOCTYIIOBO  BUTICHSA€THCA  BHUBYEHHSM  MIHJIMBOCTI  IHIIUX  XapaKTEPUCTHUK
IHIUBITyaIbHOCTI:  KOTHITHBHUX  CTWJIIB  OCOOJIMBOCTEH  TEMIEPaMEHTy Ta
0COOHUCTOCTI, MCUXO(I310JOTTYHUX O3HAK, a FOJIOBHE - TEHETUYHUX 1 CEPEIOBUIITHUX
JETEPMIHAHT 1HAUBIAYaJIbHOTO PO3BUTKY.

HuHi Bi1oM1 HOBI I€HETHKO-MaTeMaTU4YHI METOAU (METOJ IUIAXiB, CTPYKTYpHHM
aHaui3), skl 103BOJISIOTh 00'€IHATH B OJHINA MOJIEII PE3yNbTaTH, OTPUMaHI1 B1J JIFOAEH
pPI3HOTO CTYINEHS CHOPIIHEHHS 1 3aBISKH I[bOMY JalOTh OUIBII TOYHI OIIHKH
ycnagakoByBaHOCTI. OcCOOIMBY yBary CTajd NPUILISATH CEPEIOBHUIIHIA KOMIOHEHTI
MIHJIMBOCTi, 30KpeMa, BIKOBifl JIWHAMIIll T'€HOTHII-CEPEIOBUIIHUX CITiBBITHOIICHD,
TeHETHUYHIM CHaJKOEMHOCTI TOCTIOBHUX €TamiB OHTOTEHE3y, JETepMIHAHTAM
IHAUBIYyaJIbHUX TPAEKTOPIA PO3BUTKY. TpHUBarOTh MOIIYKH T€HETUYHUX MapKeEpiB
(mapkep - nonimopdua nusaka JAHK, koopaunatu sikoi Biiomi, a QyHKIIT MOXYThb
OyTH K BIJOMI TaK 1 HEBIJIOMI1), sIKI € HEOOXIJTHOK yMOBOIO JIsi MEPEXOAy BiA
MOMYJISIIIIAHUX 710 1HAUBIIYaIbHUX OI[IHOK.

11.3. Cnaoxkyeanns nogeodinKoeux peakyiil y meapuu
Komaxwu, 0co0a1MBO KOJOHIAIBHI BHJIH, 3/IaTHI BUPOOJISATH CKJIAIHY IOCIIIOBHICTh
pyXiB, 0 Mae MNEeBHUU ceHC. bpkona, BUSABMBIIM 1Ky Ha HaAMOMMXK4YOMy MOJI,
iHpopMye IHIIUX POOOYMX OKUI CBOrO BYJIMKA NP0 3HAXIIKy 3a JOIMOMOTIOIO
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KpyroBoro Ttauimp. OjHaK, SKIIO0 1€ TOJIE AyXE JaJeKOo, BOHA BUKOHYE TaHEIlb
1HIIOTO THUILY, SIKUW BKa3ye HANPSAMOK, 3aBASKH SKOMY MOKHa 3HailTH Dxy. Lleil Bua
MOBEJIIHKM JKOPCTKO (PIKCOBAHUN TE€HETHUYHO, ajie MOro TeHETUYHUN MeXaH13M
HESICHUW. BJKOMM MOXYTh YJIOCKOHAIIOBATH CBOI 3I10HOCTI JO MHPOCTOPOBOI
Opl€eHTallli NUISXOM HAaBYAHHS; 3[aTHICTh 0 HaBYaHHS € CHAJKOBOIO O3HAKOIO, 32
SIKUM MOXKYTb BIJIPI3HSATUCS T€HETHUYHI JIHIi.

MiX KyJIbTHBOBAaHUMHM JIIHISAMHA OJKUI ICHYIOTh BIIMIHHOCTI B IOBEHIHIN TIPH
ounIneHHi Byauka. L{i BiAMIHHOCTI OyJiM BHUSBJICHI B XOJII CEJEKIIi HA CTIHKICTh 0
OakTepianbHOi 1H(EKI], IO Bpakae JUYMHOK: aMEPUKAHChKOI JIMYMHKOBOI THUIII.
[lopiBHIOBaNM ABI JiHIT - CTIMKY 1 4yTiauBy. PoOoui OmK0nM CTIMKOI JiHIT MIBUAKO
BIJIKpUBAJIA OCEPENIKH COTIB, 110 MICTATh YPAKEHUX JUYUHOK, 1 BUAAIAIU iX, B TOU
yac K OpKOJIM 4yTIWMBOi JiHII He poOwiu 1uporo. Ilpu cxpeuryBaHH1 OJDKLI, 110
HaJeXaTh JIBOM PI3HHUM JIiHIsIM, TiOpuau Fi He uucTunm BynukiB. [Ipu 3BopoTHOMY
CXpelryBaHHI 31 CTIMKMMH KOMaxaMu OyJi0 BUSIBJIEHO YOTHUPH THUIIM MOTOMCTBA B
criBBigHomenHi 1: 1: 1: 1. T'Opuan nepmoi rpynu Benu cebe, sIK CTIMKI OIKONH:
BIIKPUBAIM OCEPEAKM COTIB 3 YpPaKCHHUMM JMYMHKAMUA 1 BUAAISUIM 3aruOInX.
['Opuan apyroi rpynu BIAKPUBAIU OCEPENKH, aje He BHAAIUIM 3arudmaux. ['0puan
TPEThOI TPYNU HE BIMUMHSUIM OCEPEIKH, ajie BUIASUIM MEPTBUX JIMYUHOK, SKIIO
OCepelIKM BIAKpUBAIM IITy4HO. Hapemiri, riOpuayM 4eTBepToi Ipylnu HE BITUUHSIIM
OCEpEe/IKIB 1 HEe BUIAISIM 3arvOJuX JUYMHOK (MOAI0HO OjpKojiaM YyTJWMBOI JIiHIT).
Takuii THUO TOBEIIHKM MOXXHA TOSICHUTH ICHYBAHHSIM PELECUBHOIO THILY
yCHaJIKyBaHHS ABOX Pi3HUX I'€HIB: OJWH I'CH KOHTPOJIOE BIIKPUBAHHS CTUTLHHKOBHX
OCEepEelKIB, IHIIMK - BHUJAAJIEHHS ypakeHUX JMuuHOK. Llei mpukman mokasye, sk
BEJIbMHU CKJIATHAN T€HETUYHUH (HIKCOBAaHUHN BHJI MOBEIIHKH MOXKE KOHTPOIIOBATUCS
BIIMIHHOCTSIMH MOOJMHOKUX I'€HIB.

Jlist 3'scyBaHHS, 4OMYy OJDKOJU TOBOISATHCS TOMIOHUM YHHOM, SIKHH CTUMYIT
3amycKae ixX TIOBEIHKY, HEOOXITHWUM IOeTalHWK aHami3 — Bi (HEHOTHITHOTO
(MEeHETIBCHKOT0) PiBHS 10 (Pi310J0TTUHMX MEXaHI3MIB Jii TEHIB.

[HmMi TpukIam - «reHeTHYHWH aHaji3 MOBEAIHKW» apo3odimm. Y Imiei KoMaxu
BiloMa BEJMKA KIJbKICTh MYTAHTIB, 3HAaYyHA YaCTUHA SKUX XapaKTePU3Y€EThCS
3a0apBieHHSAM Ta IHIIMMU MopgdonoriyHumu o3Hakamu. A. CrepreBaHT me B 1915
poIll ToKaszaB, 10 (PEHOTUMHUN MPOSB 3UCIUICHHS 3 X-XpPOMOCOMOIO MYyTallii «Oui
oui» (white) 3auinae 1 BuOIp HUIIOOHOro maprtHepa. [HmN MyTauii crneuudigyHO
BIUTMBAIOTh HA TMOBEIIHKY IMpH MOLIYKY NUTIOOHOTO mapTHepa abo Ha MOTOPHY
akTuBHICTh. OJIHI MyTaHTHI MyXU HE JITalOTh, HE3BaKAIOYM HAa aHATOMIYHO
HOpMaJIbHI KpWJIa, 1HII BTpavyarOTh MPABWIHLHUN AOOOBUN PUTM. Y HOpMI MpoIliec
BUJYIUICHHS JISJICYKA TPUYPOUYEHUW 1O CBITAHKY, KOJM TIOBITPS BOJOTE 1
MPOXOJIOJIHE 1 MyXH MalOTh JIOCTaTHBO Yacy, 00 iX Kpuiia po3npaBUINCs 1 KyTHKYyJa
3aTBepAiina. Taka MOBEMIHKA, MOJIOHO 1O 1HIIMX O3HAK (HAMpPUKIad, aKTUBHOCTI
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MyX), KOHTPOJIOETbCS BHYTPIIIHIM TEHETUYHUM MEXaHI3MOM, HE3aJIeKHO BIiJ
30BHIIIHIX YMOB.

Opnak fAesKki MyTaHTH MO30aBJIeHI BHYTPIIIHBOTO TOAMHHHUKA. MyTaHTHI MyXH
BUJIYIUISIIOTBCSL MPOTATOM YCHOTO JHS, PAaHKOBUHW MAaKCHMyM IIOBHICTIO 3HHKAE.
['eneTnunuii aHami3 MokaszaB, M0 L MyTallis 3demieHa 3 X-xpoMmocomoro. Jls
3'siCyBaHHS MEXaHi3My Takoi a0epaHTHOI IMOBEIIHKM Oyjia po3polJieHa JOoTernHa
TeHEeTUYHA METOJMKA: MyTaHTHHUI I'eH 3a JOMOMOTOI0 PeKoMOiHaIli OyB BBEJICHHI B
X-xpomocomy, mo Hece wmyrtamii white 1 yellow, ski cmyxars QeHOTUTHUMHU
MapKepaMu.

MyTaHTHOTO caMIls CXPEIlyBalH i3 CaMKOIO, I[0 MAa€ KUIBLIEBY X-XpPOMOCOMY.
KinbeBi xpomMocoMu He 3aBXKIU CTaOUIbHI - BOHUM MOXYTh PO3pUBATUCS TiJ 4ac
MITO3Yy 3 BTPATOIO allEHTPUYHUX (PparMeHTiB. Y pe3ysbTaTi MOXYTh YTBOPIOBATUCS
Mo3aiuHi 3urotu - XX / XO abo XV / XO. Ha nportuBary mnwoauHi, y Apo3odian
ocoomau XO € camusMmu. Tun Mo3aika BCTAHOBUTH JICTKO: YaCTHHHM TiNa, K1 MICTSITh
TIJIbKA OaTHKIBCBKY XpOMOCOMY, MatOTh (heHOTUn white 1 yellow 1 TeMi3UTOTHICTD 13
NOBEAIHKOBOI MyTauii. Y 4YacTMHAX TuIa, IO MICTATh KUIBLIEBY X-XpOMOCOMY,
(beHOTUN BU3HAYAIOTH AJIEJ1 AUKOT0 TUIY (+) BCIX TPhOX JOMIHAHTHUX MyTAaLll}.

[Tpu nmopiBHSAHHI NOBEAIHKOBUX (DEHOTHUITIB BEMKOI KIJILKOCTI MO3aiKiB 13 pI3HUM
pPO3MOAUIOM ABOX THIIB KIITHUH (110 MOXIJIMBO 3AIMCHUTH Yy JpO30(QiIN 3aBISAKU
3py4Hid OCOOJHMBOCTI il €MOpPIOHAJIBHOTO PO3BUTKY, B XOJ1 SIKOTO Mirpamis 1
NepeMilllyBaHHS KIITHH HE3Ha4Hi), BCTAHOBJICHO, IO BHYTPIIIHI IOBEIIHKOBI
MEXaHI3MH HaWTICHIIIE TOB's3aHI 3 ToJIOBOIO Komaxw. Cepem MyX 3 MO3ai9HOIO
rOJIOBOIO B OJHUX MyX OYB HOpMajbHUH, a y 1HIIMX - aHOMaIbHUI puTM. OHAK Y
NOOAMHOKUX OCOOWH BHSIBJICHHMN YHIKQIBHUW PUTM, IO CBIAYUTH MPO TE, M0 KOXKHA
MOJIOBUHKA MO3KY TE€HEpYy€ CBiil pUTM HE3aJIEKHO, aje MYXH BIJMOBIJAIOTh HA
o0uBa PUTMHU.

Cepist excliepUMEHTIB 3 BHUBYCHHS TOBEIIHKOBUX peakiliii Oyja mpoBelcHa Ha
MUIIaX - CCaBISIX, HAWOUIbII AETaTbHO BUBYEHUX T€HETHYHO. Y JOCIIHKEHHSX
BUKOPHCTOBYBAJIM TP OCHOBHI MIAXOIM:

1) BUBUEHHS OCOOJMBOCTEW MOBEAIHKUA BIJOMUX MYTAaHTIB. MyTaHTHI MHIII MalOTh
HU3bKY HPHUCTOCOBAHICTh 1 TOMY PIJKO 3yCTPIYalOThCS B NPHUPOAHUX MOIYJISALISAX.
Taxi myTariii MO>kHa TOPIBHATHU 3 BAKKUMH CTIAJKOBUMH 3aXBOPIOBAHHSIMU Y JIIOJICH;
2) MOpiBHSAHHS OCOOJMBOCTEH MOBEAIHKM B PI3HUX IHOpPEAHMX JNIHIAX 32 TaKUMH
napamMeTpaMM, SK IepeBara TI€BHOI TeMIepaTypd, TEOTOKCHYHI peakiiii,
JOCIITHUIIbKA TOBEIHKA, 3arajlbHa pyXOBa aKTHBHICTb, 3[IaTHICTh 3HAWTH LUISX B
na6ipuHTi Ta iHmI. I[HOpegHi JiHIT YacTO BHSBISIOTH BIAMIHHOCTI B TaKHUX
XapaKTEepUCTUKAX MOBEMIHKHU. [li 03HaKM miggaBadv MOTIM TEHETUYHOMY aHATI3y Ha
OCHOBI1 MIKJIIHIHHOTO CXpPEIlyBaHHS;
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3) y mnomynsmisix, € CHaproBaHHA BiAOyBajiocs BUIAIAKOBO, BUKOPHCTOBYBAJIU
CEJIEKI[II0 JIJIi BUSIBIICHHS TEHETUYHOI MIHJIMBOCTI 3a KUIbKICHOI BapilOIOUOI0
o3Hakoro. [lomysndmis 3a3BMYail BIANOBIA€ HA CEJNEKUIIO 3PYLIEHHSM CEpeaHbOI
BEJIMYMHU O3HAKH, W0 MIAJAEThCA A000pY, B OaxxaHOMy €KCIIEpUMEHTATOpy
HaIpsSMKy 1 3MEHIICHHSM HOro aucrepcii. Y pe3yibTari 3poOJjeHuN 3arajbHHUi
BUCHOBOK: MIHJIMBICTh MTOBE/IIHKH, 5K 1 1HIII CKJIa/I0B1 (DEHOTUITHOI PI3HOMAHITHOCTI,
NPUHANMHI YaCTKOBO BU3HAYAETHCS TCHAMH.

Jlng  aHamizy MOXJIMBHX T'€HETHYHHX MEXaHI3MIB MIHJIHMBOCTI TOBEIIHKH
HEOOXI1JHO MPOCTEKUTH LUIAXU BIJ TE€HIB 10 OyJb-SKMX MNOBEAIHKOBHUX O3HaK. Y
3B'I3Ky 3 LIMM OCOOJIMBOI yBarw 3acilyrOBYIOTh JOCIHIJIKEHHS 3/1aTHOCTI MUIIEH 110
HaBuaHHs. Crnpo0Oa aHamizy mnpoOjieMd B3a€MOJIi TEHETUYHUX 1 CEPEAOBHUIITHUX
(akTOpiB y MIHJIMBOCTI Li€i O3HAKK B CCaBLIB MPOUIIOCTPOBAHO B HACTYIHOMY
EKCIIEpUMEHTI: TBapUH TMOMINIAIOTh Yy KIITKY 3 MIJJOr00, 4Yepe3 Ky MOKHa
IPOIYCKAaTH eNeKTpUYHui cTpyM. Lleli cTpym BUKIMKAae JeTrKui Oijb, YHUKHYTH
SIKOTO MOHA, ePECTPUOHYBIIN B 1HIIUHN BiACIK KIiTKA. Konu TBapuHa 3aCBOITH 1110
peakIio, Mpo BKIIYEHHS CTPYMYy CHUTHANI3YIOTh CIallaxOM CBITJa, 1 TBapuHa
IIBUAKO HABYAETHCS MNMEPECTPUOHYTH B O€3MEUHUU BIACIK, SK TUIBKM MOOAYUTH
cnanax. BUMIpIOIOTh KUIBKICTh cClajaxiB, HEOOXIAHY JUIsi HaBYAHHS L1l YMOBHIM
peaxiiii.

JlocmipKeHHsT IeKIIbKOX 1HOpEIHUX JIIHIA MUIIIEH BUSBWIO BIIMIHHOCTI MK HUMH.
AHaJti3 pe3yJbTaTiB eKCIIEPUMEHTIB 31 CXpellyBaHHSI MUIIICH 3 KpalHIMHM BapiaHTaMU
peaxiiiii mokasaB, 110 B OCHOBI I11€i BIZIMIHHOCTI JIGKUTh MPOCTHH MOHOTE€HHUUN THUII
cnagkyBaHHd. OOMIH HOBOHApO/KEHUMH MDK JBOMA JIIHISIMH BIJIpa3zy > MICI
HApOJHKEHHS HE BIUTMBAB HAa XapaKTEePHY IS JIiHI{ 3JaTHICTh JO HaBYaHHS. XapaKTep
MOBE/IIHKM HE MOXHA OyJI0 3MIHUTH HABITh IMIUTAHTAIIEI0 3aIUTIAHEHOT SIMIIEKITITHHI
OJIHI€] JIIHIT B MaTKy TBapUHU 1HIIOI JdiHIi. /IBa QakTu - mpocTHUil MOHOT€HHUN THII
CHaJKyBaHHA 1 Hee()EKTUBHICTh PAHHBOTO MATEPUHCHKOTO BIUIMBY - TIOKA3yIOTh, IO
BIJIMIHHOCTI B JIiHIM MUIIIEH MPHW HABUYAaHHI peakilii yHUKHEHHs TOBUHHI BU3HAYATUCS
TeHETHYHO.

BuBueHa TakoX poJjb CHAJAKOBOCTI Ta CEpEOBHINA MPU HaBYAHHI B JIAOIPUHTI.
{06 micratucs A0 JpKepena ki, IypiB 3MYyLIYIOTh IPOMTH 10 1a0ipuHTy. Ha ocHOBI
IIBUJIKOCT1 JOCSITHEHHSI OKPEMUMHU OCOOMHAMU I1i€] METU 1 Ha KUIBKOCTI 3pO0JIECHUX
NOMMJIOK, MOXHa BIJOKPEMUTH "po3yMHUX" MalioKiB BiJ "nypHHX". Y T€éHETUYHO
TeTePOreHHOl TMOMYJISIIT CeNeKIis MPOTATOM CEMH TMOKOJIHb MPU3BOAUTH [0
BUJIUICHHS JBOX CYOTMOITYJISAIiM, SKI MPAaKTHYHO HE MEPEKPUBAIOThCS: "HauWmypHim"
MAIIOKU "PO3yMHOI" TPYyIH OMUHSIOTHCS PO3YMHIIUMH, HIXK "po3yMHIII" TBAPUHU 3
rpynu "mypaux". 11 1aH1 BKa3yl0Th Ha TEHETUYHY MIHJIMBICTh BUXITHOT MOIMYJIAIIT 3a
3/IaTHICTIO /10 HABYaHHS B JaO1pUHTI.
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Opna 3 Oarathbox MOAM(DIKAIN EKCIIEPUMEHTY OCOOJMBO BaXXJIWBa IS
dopMyTtOBaHHS TIMOTE3W NPO 3AATHICTH 10 HaB4YaHHS JoauHU. [licns BuBeneHHs
AiHiN "po3yMuux" 1 "nypHuX" maIrokiB 3 AUTUHYAT 000X JiHIN Oy copMoBaHi TpH
rpynu. Ilypar onHiei rpynu BupollyBajdud B 3BUYalHUX yMoBax. [[pyra rpyma 3
MOMEHTY HapO/KEHHS Majia OOMEXKEHI MOMJIMBOCTI JJisi JOCHITHUIBKOI Ta
Mi3HABAIbHOI AiSUIbHOCTI. TBapUHU TPETHhOi TPYNH POCIU B CEHCOPHO 30arayeHOMY
CEpEeNIOBUIIl: CTiHA KIITKH Oylia po3mucaHa siCKpaBO, BCEpeInHI KIITKU OyJM Tparw,
n3epkana, M'sdi, TyHenl. Pe3ynbratu 11bOoro JOCIHIKEHHS Mpe/CTaBlIeHl Ha puc.24.
MixiHIMHI TOBEIIHKOB1 BIIMIHHOCTI B JIAOIPUHTI BUSABIISJIUCS TIIBKU B Tpymax, sKi
pocCiii B CTaHAAPTHOMY (3BMYaiiHOMY) cepenoBuill. /lenpuBoBaHi Ulypu 000X JiHIN
BUSIBWJIM BEJIUKY KIJIBKICTh MOMUJIOK, a IIIypH 000X JIHIM, SIKi BUpOCIH B "po3komii”,
BUPIIIYBAIM 3aBJIaHHS Maike OJHAKOBO A00pe. 3 MOCIHiTy BHUILIMBAE, MIO B IIypiB
JETpUBaIlisi B PaHHBOMY BiIll 3aBJa€ IIKOJIU YCIIIHOMY BHUPIIIEHHIO 3aBIaHb Y
MOJIATIBIIIOMY JKUTTI. 3 1HIIOTO OOKY, CEpPEJOBHINE 3 MOMJIMBOCTSIMH MPHUAOaHHS
PI3HOMAHITHOTO JIOCBIJy MOKE€ MOJINIIUTH 3JaTHOCTI 0 HaBuaHHs. Lleli BUCHOBOK
BIJIIIOBIJA€ AHAJIIOTIYHOMY MPUITYIICHHIO, BUCJIOBIEHOMY Ha IiJICTaBl pe3yJbTaTiB
JOCIIJKEHHS JIFOACH.

KUIBKICTH
IIOMWIOK
(EKCIIepUMEHT)
170
160 - PO3YMHI1
_ I:I po3y
150 - TypHi
140
130 |~

120

110 |-

YMoBuU: morasi HOpPMaJIbHI HalKpani
Puc.24. - Pesynpratu HaBuaHHS B Ja01puHT] "po3yMHUX'" 1 "aypHUX" MaIIOKIB, K1
2
BUPOCJIM B MOTIPIIEHUX, 3BUYAHHUX 1 MOJTINIIEHUX YMOBaX
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Mo30K TBapuH, IO MIAJABAINACSI IIUM EKCIICPUMEHTaM, OyB migmaHui
perenbHOMY MOP(OJIOTTYHOMY JOCIHIIKEHHIO. BUSIBUIIOCS, 1110 BUPOOJICHHS peakilii
YHUKHEHHSI 3aJI€KUTh Bl MPOTSKHOCTI 001acTl 3aKIHYEHHS] MIIMCTUX BOJOKOH, IO
B1IOMBA€E KUIBKICTh CHHAICIB Yy CHUCTEMI 3B'SI3KIB MDXX 3y04acTOI 3BHBUHOIO 1
rinokamrom. TBapuHU 3 TPOTSHKHOIO 30HOIO 3aKIHUYEHHS MIIMCTUX BOJIOKOH 1, OTXKE,
3 BEJIMKOIO KUIBKICTIO CHHAICIB TiplIe HABYAIUCA, HIK TBAPUHH, Y SIKUX IIs1 00JIaCTh
MEHIII po3BHMHEHA. HacTymHi O610XiMIYHI JOCHTIIKEHHS TOKa3ald, M0 THUPOKCHH
BILJIMBAE SIK HA HABYAHHS YHUKHEHHS, TaK 1 HA TIPOEKI[II0 MITUCTUX BOJIOKOH.

BceranoBnenuil 3B'1I30Kk MK O10XIMIYHUMH XapaKTEPUCTUKAMH Ta TOBEIIHKOIO.
BigmiHHOCTI BUSIBIICHI, HaNpUKIaJ, B EHIOKPUHHIN cucteMi "eMouiHux" 1
"HeemotliitHux" 1mypiB. EMOIIITHO peakTUBHI caMIill Majy HaJHUPHUKHU Ta NTUTOBU]IHI
3aJ1031 OUTBII BEJTUKUX po3MipiB. Bigomo, 1110 B JIIOJUHUA €HAOKPUHHA CUCTEMa Ma€
Ha MO30K OJIMH 3 HAMMOTYHIIINX BIUIMBIB.

OcTaHHIM 4YacoM OCOOJIMBUH 1HTEpPEC y BUSBIEHHI B3a€EMUH MK TMOBEIIHKOBUMH
O3HAaKaMM 1 OIOXIMIYHUMH XapaKTePUCTUKAMH POOOTH MO3KY BHUKIIHUKAIOThH
Helpomediamopu - PEYOBUHHU, IO MEpeatoTh 1H(OpMaILIiO BiJl OJHOTO HEHUpPOHA 10
1HIIOro 4epe3 cuHamc. BigzHayeHa iX 3MiHa B yMOBaxX HOPMaJbHOI 1 MCUXOTHUYHOI
MOBE/IIHKY B JItoieH. BibIl paHHi JOCTIIKEHHS MTOKa3aliu, 110 piBEHb XOJIiHECTepa3u
B JICIKMX 00JIacTsIX MO3KY "po3yMHUX" MallOKIiB BuUllle, HIXK y "aypaux". Kpim Toro,
Py BUBYCHHI BIJIMIHHOCTEH B TOBEIHII JBOX CIIOPITHEHUX MK COOOIO CyOJIiHIM
1HOpeaHO1 JiHIT MUIIEH, M0 XapaKTepU3yKThCS arpeCUBHICTIO 1 HE arpeCUBHICTIO
caMIliB, BUSBIICHO, 1[0 B HAJHUPKOBHUX 3aJ103aX arpecuBHOi CyOJiHIi iICTOTHO BUIIE
piIBEHb TPHOX (PEPMEHTIB - TUPO3UHTIAPOKCHIA3H, AopamiH - b - rigpokcunasu 1
denuteranonamid - N - MetwiTpancepasu, BKIIOYEHUX B METa0O0JI3M BaKIUBOI
rpynu  HeWpomeaiaTopiB - kaTexojamiHiB. CXxpellyBaHHA JBOX CYyOJIiHIM
IPOJEMOHCTPYBAJIO BIIMIHHICTh B OAHIN Mapl T'eHIB: HEArpeCUBHICTh JOMIHYBasa
HaJ[ arpECUBHICTIO. AKTUBHICTB BCIX TPhOX (DEPMEHTIB KOpEJoBaia 3 MOBEIIHKOBOIO
O3HAKOIO.

11.4. Ilpeomem eusuennsa ncuxocenemuxu. I'C-xopenauia ma I'C-e3acmo0in

OxpecuTi MEXi HOPMaJbHOI MOBEIIHKH JIFOJUHHA Ba)KKO, OCKUIBKM BOHH CHJIBHO
3aJIeXkKaTh B1Jl MOHATTS «HOPMK» B JAHOMY CYCHIIBCTBI. 3a aHAJIOTIE0 3 TBAPUHAMHU
MOXHA TMPUIYCTUTH, WIO0 PI3KO BHUPAXEHl aHOMalili NOBEAIHKM OOyMOBIIEHI
nedexTaMu OJHOTO T'eHa, TOAl SIK HOpMaJibHA MIHJMBICTh MOBEIIHKH BU3HAYAETHCS
OUTBIN CKJIAJIHOIO B3aEMOJIEI0 JIEKITLKOX T'EHIB 1 HABKOJHUIIHBOTO CEPEIOBHIIA.
Bracniiok 11p0ro BUBYEHHSI T€HETUKHM AHOMAJBHOI TMOBEIIHKH BHUAAETHCS OLIBII
IPOCTUM 3aBAaHHSIM, HI)K aHaIi3 TCHETUYHUX OCHOB HOPMAJIbHO1 TTOBEIIHKH.

Ilcuxocenemuxa BWBYA€ TIUTAHHS HACTIAyBaHHS TIOBEAIHKOBUX O3HAaK 1
NCUXOJIOTTUYHUX (QYHKIH y MOMyNALifsX, NOMYJSIiHY MIHIUBICTH (BapiaTHBHICTD,
JUCIIEPCII0) TOCTIKYBaHOT O3HAKU. [HIIE KaXKy4u, ncuxoeeHemuxka BUBYAE MUTAHHS
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Ipo T, BIUIMBOM SKWX YMHHHKIB - TEHETHUYHUX ab0 CEpeOBUIIHUX - MOKHA
MOSICHUTH MIHJIUBICTH TICUXOJIOTTYHOI O3HAKH, 1110 CIIOCTEPIra€eThCsl.

[Ipy BUBUYEHHI TE€HOTUIy B HOTO CEPEIOBHUIIHOMY KOHTEKCTI JIOCIIJHUKHU
BUJIIJISIOTH JIBAa KJIACH BIUIMBIB: BIUIMB CEPEIOBHIIA 1 TCHOTHUII-CEPEIOBUIIHUIN BILTUB
(B3a€MONOB’ sI3aHUI BILIUB CEPEOBUIIA Ta TEHOTHITY).

TepmiHOM 3acanvhe cepedosuuje (3araliIbHOCIMEHHE CEPEIOBUILE) OMUCYIOTHCS
TUIHA CEPEIOBUIIHUX BIUIMBIB, OJJHAKOBHX JIJIS YICHIB JOCIIKYBAaHUX IMap POJAUYIB
(6arbku - miTH; CHOJIHT — CHOJIHr Ta 1HIN). BuaLmsIioTe ABa Kiacu 3arajlbHUX
CEPENOBUIIHUX BIUIMBIB: 1) 3aeanvHocimeline cepedosuiye, XapaKTEPUCTUKU SKOTO
pI3HI B PI3HUX CIM'SIX, ajie €AUH1 JIJi BCIX YJICHIB OJHIET CiM'T (COLII0-€KOHOMIYHUMN
cTatyc ciM'i, piBeHb OCBIYEHOCTI OaThKIB, JKUTJIOBI YMOBU TOLIO) 1 2) cimetiHe
cepedosuuye, 3arajbHe ISl KOHKPETHUX IMap WICHIB JaHoi ciM'i (OJIM3HIOKOBE
CepeIOBUIIE, CePEe/IOBHINE CUOJIHTIB, 0ATbKIBCHKO-IUTAYE CEPEAOBHIIE 1 T.1.) - 1€
CEpelloBHUIle, 3arajJibHe TUIBKM JJIs WICHIB JaHOi Jiaau (HalpuKiaj, [IKUIbHE
cepenoBuille OJU3HIOKIB, SIKI HAaBYAIOThCS B OJHOMY Kiaci, OyJe CHUIbHUM IS
OJIM3HIOKIB , aJie HE JJ1s1 0aTbKIBChKO-IUTAYUX Tap).

TepmiHOM inougioyanvne cepeoosuwye (CUHOHIMU - BHYTPIIIHbOCIMEWHE,
yHIKaJIbHE, CNEeUU(IYHE) OMUCYIOThCS TUIU CEPEAOBMINA, PI3HI B PI3HUX YJICHIB
onHiei ciM'i. IHauMBIgyanbHE cepeoBUIIE BKIIOYAE IIUPOKUN CIEKTP PpI3HUX
XapaKTePUCTHK, MIOYNHAIOYH Bl PI3HOMAHITHOCTI NMPEHATAIbBHUX YMOB 1 3aKiHUYIOUH
COITIaJIbHO-TICUXOJIOTIYHUMHA  OCOOJIMBOCTSAMH  CEpPEOBHUINA, CIEHUBIUHUMHU IS
naHoro iHAuBima. [IpuknagamMu TakuxX CEpeNOBUITHUX BIUIMBIB MOXYTh CIYKUTH
XapaKTepUCTUKU KoJia APY3iB 1 poO040i 0OCTAHOBKHM, SIKI 3a3BMYAl crienu(iuHl s
KOXXHOT'O 4YJI€Ha CIM'T.

[lin yac onucy eenomun-cepedosuwHux egexmis BUAUISIOTHCS TPU PI3HUX KIacu
SBUILL: eeHomun-cepedosuwti kopenayii (I'C -xoppensitii), abo kosapiayii; cenomun -
cepedosuwyri e3aemooii (I'C - B3aemoii); acopmamusHicmeo.

CeHC eenomun-cepedosuwyHoi Kopensayii TOJSATaE B TOMY, IO CEPEAOBHUIIHI
BIUIMBH, TIEPSKHUTI JIIOJWHOID, YacTO BXKE HE BHIAIKOBI, a KOPEIIOKTh 3
OCOOJIMBOCTSIMU HOTO TEHOTHUITy a00 HaBiTh cnpuuuMHeHi HUMU. [losumuena I'C-
Kopensayisi XapakTEepU3ye CHUTyaIlilo TOJBIMHOI TepeBarw ik HOCIS TEBHOTO
reqoruny. Tak, mitu kommosuropa Morana Cebactbsina baxa, Oyaydd CIagKOBO
MY3UYHO OOJapOBAHMMH, BUPOCIU B MY3MUYHOMY cepepoBuili. CiM's MaTeMaTHKIB
bepnymni  xapaktepu3yBajacsi ~ HE€  TUIbBKM  CHAJKOBOIO  MaT€MaTHYHOIO
00J1TapOBaHICTIO, ajie, K HACIIAOK, «MaTeMaTU30BaHUMY cepeoBullieM. Hecamuena
I'C-xopenayias BimoOpakae CUTyaIlil0 perpecii 10 MOMyJSIIHHOTO CEPEeIHbOTO
3HAYCHHS, TOOTO M0 3HIKEHHA (PEHOTUITHOTO 3HAYCHHS O3HAKH, HANPUKIAI, Yy
HAIlaJKiB B MOPIBHSIHHI 3 OaThbKaMU uYepe3 peakiliio CepeloBUINAa Ha IX TCHETUYHY
IHIIBIAQNBHICTh. ICHYBaHHS MO3UTHMBHOI 1 HEraTUBHOI  KOpEJSLiM  MOXke
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CIIOTBOPIOBATH OIIHKY YCIIQJKOBYBAHOCTI: B pa3i MO3WUTHUBHOI KOpEJsAIii, KOIu 1
TEHOTHII, 1 CEPEIOBULIE AII0Th B OJHOMY HaIpSIMKY, BOHa MOK€ OyTH 3aBHILEHA, B
pasi HeraTuBHOI - 3aHMXkeHa. [le cyTTeBa mepemkoma B JOCTIHKEHHX, TKa TTOBUHHA
KOHTPOJTIOBATHCS.

I'C-63aemo00is onucy€e TEHETUYHUN KOHTPOJb YYTIMBOCTI /0 CEPEIOBUITHUX
BIJIMIHHOCTEH: TOM caMuil TEHOTHUI y PI3HUX CEPEJOBHINAX JAACTh Pi3HI (PeHOTHUIH.
AHanoOriyHO pIi3HI TEHOTUIIM B TOMY K CEPEIOBHINl TEX OTPUMAIOTh pI3HE
dbeHoTUNHE BUPAKEHHA O3HAKHW (IWB. JIOCIDKEHHS 3 IIypaMH TpPU HaBYaHHI B
nabipuHT). Y  JIOJMHU  €KCHepUMEHTaIbHO jaociaiypkyBatn  ['C-B3aemoniro
HEMOXKJIUBO. AJie TPUKIIAIOM MOXKE CIY>KATH TEHETWYHA OMIPHICTH 10 TMEBHOTO
3aXBOPIOBAHHS. 3MIHA CEPENIOBUILA BHECEHHAM y HEl MaToreHa rno-pi3HoMy BILUIMBAE
Ha (EHOTHUIN 1HAMBIAYYMIB, TEHETUYHO CXWJIBHUX 1 CTIMKUX 10 3aXBOPIOBAHHS.

Acopmamisnicmb - HEBUNAJAKOBE YKIIAJICHHS IUIIOOIB Ha OCHOBI IMOJIOHOCTI 3a
Oynp-sskuMu ynHHUKaMu. Lle onuH 13 (hakTopiB, MO0 3MIHIOIOTH YaCTOTH T€HOTHUIIIB Y
nomymsiiax (auB. [lomymsiiHO-CTATUCTUYHUN METO/I TEHETUKH JIFOJIUHN ).

Miporo acopTaTHBHOCTI MNPUHHATO BBAXKATU KOPEJSILII0 MK IMOAPYAOKIM.
Buicoka mo3uTHBHA aCOPTATUBHICTh BUSBIICHA B HACTYIMHHUX O3HAK 000X MOAPYXIKS:
piBeHb OcCBiTH, I1HTeNneKkTy (kopemsawis 3 1Q-0,3-0,4), peniriiiHi Ta MNOTITHYHI
YCTAaHOBKH,  COLIJIbHO-€KOHOMIYHE  cTaHoBuIle. [lomipHa  acopTaTUBHICTH
BCTAaHOBJICHA I (PI3UYHUX MOKA3HUKIB 1 KOTHITUBHUX XapaKTEPUCTHUK, HAMIPUKIAI,
KOTHITUBHUX CTHJILOBUX OCOOJIMBOCTEN 1 cHoemiajpbHuX 3a10HocTei. OcoOucricHl
SAKOCTI Ta OCOOJHMBOCTI TEMIIEPAMEHTY € 3HA4ylUM KpUTEpiEM Mpu Miaoopi
CYMyTHHUKA XUTTS. ACOPTAaTUBHICTh MPOSBISIETHCS YacCTIlIE SIK cepel 001apoBaHUX,
TaK 1 cepe/l pO3yMOBO BIJICTAJIUX JIIOJCH. Y IpyMi 3 HU3bKOIO OCBITOIO Ta 1HTEJIEKTOM
nocmiaauig T.JyMmiTpaiiky oTpuMala ay»e BUCOKY aCOPTAaTHUBHICThH 3a 1HTEJIEKTOM
(r =0,68) Ta BIACYTHICTh KOpEJALIM 3a TEMIEPAMEHTOM, KOTHITUBHUM CTHIIEM,
KPEAaTUBHICTIO. Y MOJIOHUX BUMAJKaX acCOPTATUBHICTH 301IbIITyE HMOBIPHICTH TOTO,
0 BIAOYNETHhCS «IOABOEHHS» YCHAIKOBaHOI TeHHOI 1HQopmarlli i, BiIMOBIIHO,
HAIIaJI0K TaKuX OAaThKIB YCHAJKy€ MOABIAHY J103y TEHiB, 10 (HopMyrOTh (eHOTHT,
HOCISIMU SIKOTO € HOTO OAaThKH.

3a ocTaHHI POKH MICUXOTCHETUKY BUSBIJIM TPU BEJIBMHU HECIIOTIBAHUX SIBUIIIA:

1) y miteil, mo pocTyTh B OJHIN ciM', cepenoBuie GopMye MIBUIIIE BiIMIHHICTb,
HI)K TTOJTIOHICTE;

2) OUIBIIICTh TICUXOJIOTIYHUX 1HCTPYMEHTIB (OMUTYBaJIbHUKH; [aHi, OTPHUMaHI
METOJIOM CIIOCTEPEKEHHS Ta 1H.), II0 BHUKOPHUCTOBYIOTHCS JJII BHUMIPIOBAHHS
XapaKTEPUCTHUK CEPEIOBUIIA, TOKA3yIOTh BUCOKHI PiBEHb TEHETUYHOTO KOHTPOJIIO;
3) npu po3kiIaaHHl PEHOTUITHOT AUCTEPCii MepeBaKHOT OUTBIIOCTI TICUXOJOTTYHUX
O3HaK POJIb 3arajJbHOCIMEHHOTO CEPEIOBHUIIA BUSBISETHCS HE3HAYHOIO.
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[lcuxoreHeTnyHi JOCHIKEHHS NPHUAULSAIN I[EHTPajIbHy yBary 3arajibHOMY
ciMeitHoMy cepenoBully npubnu3Ho 1o cepenunu 80-x pokis. Ilependauanocs, mo
HOTO BHECOK Yy MIHJIMBICTh 3a IHTEIEKTOM CTaHOBUTH Omm3bko 30%. OmHak mpw
OUThII yBaXXHOMY aHali31 EMIIPUYHUX JaHUX 3'ACyBaJIOCsS, IO IS OIlIHKa
CIpaBeIJiiBa TIUIbKU I auTsdoro Biky. I[loumnatounm 3 10-11 pokiB BIUIUB
3arajJbHOTO CEepe/lOBUIA Ha TMOMYJISIIAHY JHUCHEPCi0 1HTEJNEKTY MOHOTOHHO
3MeHIIyeThCsA, 110 18-20 pokiB mpakTU4yHO focsrae Hyst. Bee e 1ae MOXIMBICTD
chopMyIIOBaTH TIMOTE3y MPO TE, IO JIOJU CTBOPIOIOTH a00 3HAXOIATh IIEBHI
CEpEeJOBUIIHI YMOBH, Kl BIJMOBIIAIOTh IX T€HOTUIIAM, a HE € MAaCUBHUMH HOCISIMU
CBOIX I'€HIB 200 CepeloBHUILA, 10 iM «aicTaiocs». [Hakie Kaxy4du, 1HAUBI Y AJIbHUMA
TCHOTHIT BUSBIISETHCS «KOHCTPYKTOPOM» 1HAMBIAyallbHOTO cepemoBuimia. L{i maHi
no3Bowiin - amepukancbkid  pochigauil  C.Ckapp cpopMyinoBaTd KOHUEILIO
«TEHOTHUI-CEPEIOBUIIE», TOOTO IUISAX BiJi T€HOTUIY A0 CEpeIOBHUINA, 3BOPOTHHIA
3BUYHOMY «BIUTMBY CEPEIOBHINA HA 1HIUBIYATbHICTh.

Pe3ynpTaTi NCUXOT€HETUYECKHUX JTOCHIIKEHb OCOOMCTICHUX PHUC TaKOX MOKa3alln
HE3HAYHICTh BHECKY CIMEMHOro cepenoBuiia B (OPMYBAHHS 1HIMBIIYyaJIbHUX
BIJIMIHHOCTEH 3a OCOOMCTICHUMHU OCOOJMBOCTSIMU. B 1iloMy OTpuUMaHi HHU3KOIO
JOCIIIKEHD EKCIEpUMEHTAIbHI  JlaHI  JIO3BOJISIFOTH CTBEPIKYBaTH, 10
3arajbHOCIMENHE CEepelOBMILE BIIrpae BIAHOCHO HEBEJIUKY poJib Yy (OpMyBaHHI
IHIWMBIAYaJIbHUX BIJIMIHHOCTEH 3a TICHXOJIOTIYHUM O3HAKaMU TICHS TiUTITKOBOTO
BIKY.

VY 1mioMy Ha YacTKy CEpPEAOBHUIITHUX KOMIIOHCHTIB (DEHOTHIIOBOI AMCHEpCii
MICUXOJIOTTYHUX O3HaK npunagae He MeHie 50% BiJ X 3arajbHO1 BaplaTUBHOCTI. AJle
cepen umx S50% pgumcmepcii  BITHOCHO HEBENMKA YacTHHA  TOSCHIOETHCS
3arajJbHOCIMEHHUMHU CEPEIOBUIIHUMU YMOBaMHU. [CTOTHa * YacTKa CEepelOBUIIHOI
aUcnepcii  MOSCHIOEThCS  IHAUBINYalbHUM cepenoBuiieM. Ko MOpiBHIOETHCS
noAI0HICTh OJM3HIOKIB 3a TMOKa3HUKAMHU CIMEHHOTO CEpPEIOBHINA, TO 3'SCOBYETHCH,
10 cami Il MOKA3HUKHA BUSBIIAIOTHCS OLIBIN CXOKUMH B mapax M3, Hix B nmapax /13
OJIM3HIOKIB, TOOTO BOHM HIOM YaCTKOBO KOHTPOJIOIOTHCS TeHaMu. J[7isi mo3HadeHHs
ILOTO (PEHOMEHA BUKOPUCTOBYETHCS TOHSTTS «TC€HOTHUIT-CEPEAOBHIINHA KOPEIISIIis»
(I'C-kopensuis). s nmo3HayeHHs TOro (akry, 110 TOM CaMHil T€HOTHI MOXE B
PI3HMX  CEpEeNOBMIIHMX  yMOBaX  peaji3oByBaTHCs B  pi3HI  (DEHOTHUIH,
BUKOPHUCTOBYETHCS TIOHATTS «TC€HOTHUIT-CEPEIOBHIIIHA B3AEMOTIsI.

Pospizustore Tpu tHnu ['C-kopensiiit: nacueny, ska OINUCY€E CUTYyaIlilO, B SKii
JITH YCMAJIKOBYIOTh BiJl CBOIX OAThKIB CEPENIOBHIIE, 110 KOPEIIOE 3 iX T€HOTHUIIOM;
peakmugHy, KOJIH HOCIi MEeBHUX T€HOTHITIB BUKIIMKAIOTH TEBHI PEaKIlii cepenoBUIla
(B TOMY YHMCII peakIlii 1HIIUX JIOJIeH); aKkmuseHy, SKa BUHHUKAE B CUTYaIlisX, KOJU
HOCIA TEHOTUIy BHOHWpae, 3anae, Oylaye CepeloBHUIIE, 0 KOPEIE 3 HOoro
TCHOTHITOM.
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Ilacusena I'C-kopenayis BuMarae B3aeMojii MDK dwieHamu cim'i. Hampukman,
BUCOKOIHTENIEKTyallbH1 0aThKkH (POPMYIOTH CBOE CEPEIOBHUIIE TaK, 1[0 BOHO 30arauye
CEPEOBHUIIE TUTUHU, TEHOTHIT SIKO1 IMOBIPHO YCHAJAKOBAHUW HHUM BiJl «TCHETHYHO)
IHTENEeKTyaIbHUX OaThKiB. |HaKIIe Kaxyuyd, Taka JUTUHA OTPUMYE BiJ OATHKIB 1
XOpOIlly TEHETUYHY OCHOBY, 1 J0Ope CepeloBHILE, [0 B CYKYMHOCTI CKJIaJae€
dbenomen nacuBHoOi ['C-kopensiii.

Peaxmusna ta, ocobnuBo, axkmusna I'C-kopenayis CTalOTh OUTBII 3HAYYIIMMH Ha
OLTBIN MI3HIX eTanax po3BHUTKY; i THIH I'C-Kopemsiii KOOPANHYIOTh MPOoIeC BUOOPY
CEPE/IOBUILL, SIKI HaWOLIbII CIPUAIOTH peali3allii JAHOrO T€HOTHILY.

JloBenieHo, 1110 PI3HOMAHITHICTh CEPEIOBUIIHUX XapaKTEPUCTUK 3HAYHOKO MIPOIO
HOSICHIOETCA ~T€HOTHUITHOIO PI3HOMAHITHICTIO JIIOAEH, SKI JKUBYTh B IUX
cepenoBuliax. Hanpuknaza, monsm, siki BIAPI3HAIOTBCS TUIIEPCEH3UTHUBHICTIO Ta
1103p1TICTIO, BIIACTUBO MPHUITMCYBATH MOBEAIHII 1HIIUX JIIOJIEH HEIPY>KHI MOTHUBH,
X04a 00'€KTMBHO MOBEJIIHKA OCTAaHHIX € a0CONMIOTHO HEeUTpanbHOW. KpiM Toro, aesiki
JIOJIA TOBOJSTH ce0€ TaKUM YMHOM, IO iXHS TOBEIHKA IMOCTIMHO 3ajydae iX -0
JAHIIOKKA KOH(IIIKTIB, SIKI MPU3BOJAUTH O PYHHYBaHHS CiM'i, BTpatu poOOTH abdo
pO3pUBY 13 Apy3saMu. Taka mojis, K po3JIy4eHHs, caMa Mo co0l HE YCMaJAKOBYEThCA,
ajsie MPU3BOJATH A0 PO3JIYYEHHS MEBHI TUMM IMOBEIIHKH, MPUYOMY I1HAMBIIYaJbHI
BIJIMIHHOCTI 32 HUMH MOXYTb OyTH MOSCHEHI T€HOTUIHUMHU BIUIMBaMU. Takum
YUHOM, ICHYIOTh T'€HETHUYHO JEeTepPMIHOBaHI IHAMBIAyaldbHI OCOOJMBOCTI, 5Kl
NPUBOATh JIIOAMHY 10 BHOOpY (HE OOOB'S3KOBO YCBIJOMJIEHOTO) TEBHUX
CEPEOBUIIIHUX YMOB, fIKi, B CBOI Yepry, CTalOTh (paKTOpamMu PO3BUTKY THUX UM
IHIMX ncuxonoriyHux puc. ['C-xopensuis Moxe BigoOpaxkaTH BIUIMB  SIK
cepeZoBUIIA Ha 1HAMBIAYaJIbHICTh, TaK 1 IHAUBIYaIbHOCTI HA CEPEOBUILIE.

I'C-63aemo0iss € MexaHi3aMOM (OpPMYBaHHS THM CaMUM TE€HOTHUIIOM PI3HHUX
dbeHoTuUMIB y pi3HUX cepenoBuinax. OHIEI0 3 HAMBIIOMINIUX UIFOCTpAIlid MeXaH13My
pobotu I'C-B3aeMofii MOXKE CIYXUTH CIIQJKOBE 3aXBOPIOBaHHS (DEHIIKETOHYIS.
[IpucyTHicTh ¢eHUNaNaHIHy B 1K1 IATUHH Ma€ PI3HWHN BIUIUB Ha HWOTO OpraHi3M B
3aJIEKHOCT1 BiJl TOTO, YA € BOHA TOMO- a00 T€TEPO3UTOTHOIO 32 MYTAaHTHUM T'€HOM
Phe (DKVY-anenem). /luTuHa, TOMO3UIOTHA 3a IIUM PEIICCHBHUM aJieJieM, HE 3/1aTHA
3aCBOIOBATH aMIHOKHCIIOTY (DeHisIajJaHiH, TOMY HPOMDKHI MPOAYKTH METadoIi3My
(Hanpukiaja, GeHUTUPOBUHOTPaAHA KUCIOTA) HAKOMMUYYIOTHCSl B OpraHi3Mi JTUTUHH,
IIKIJUIMBO BILTMBAIOYM HA i1 MO3OK, IO pO3BUBAEThCA. BusiBngerbes, mo ko OKY
JIarHOCTOBAHO Jy)XKe€ paHO (116 MOXJIMBO HAaBITh MPEHATAIBHO), TO ITUTHUHI MOXHA
NPU3HAYUTH CYBOPY €Ty, SIKa TOBHICTIO BHKJIIOYae (eHinamaHiH, M0 MICTATH
POJYKTH 3 MOTO PAIlioOHy, TUM CaMHUM 3amo0irTé pO3BUTKY PO3yMOBOI BiJICTAJIOCTI.
OTxe, SKIO HOCIM T€HA MAaTOJOTIYHOI O3HAKU HE OTPUMYE HEOOXIAHOTO MJIsi HbOTO
«cepefoBUIay, TO (OPMY€EThCs IHIINHM, Yy JAaHOMY BHUMNAAKY 3A0POBHH (DEHOTHI.
Onnak deHUIanaHiH HE NPEACTaBiIsi€e COOOK HIAKOI 3arpo3u sl JITEeH-HOCIIB

175



IPUHANMHI OJJHOTO HOPMAJIBHOTO (370pOBOTO) ajenst reHa Phe abo mig gitedl -
FOMO3UTOTHUX JOMIHAHTIB 3a IMM T€HOM. TOMy OJHHMM 13 3aB/laHb T'E€HETHKHU
NOBEJIIHKM € BUSBJICHHS NUISIX1B, IPUYUH 1 HAcH1IKIB oaioHo1 I'C-B3aeMoii.

Ak yxe 3a3Hayanocs, MCUXOJIOTTYHI 03HAKU HajlekaTh J0 KJIacy KiIbKICHUX O3HAK,
3aKOHU YCIaJIKyBaHHS SIKMX ICTOTHO BIJPI3HSIOTHCS Biag MeHIeTiBChbKuX. OnHE 3
HEHTPAJIbHUX  MPUIYUIEHb TE€HETUKH KUIBKICHUX O3HaK, B TOMY YHCII
NICUXOJIOTIYHUX, € MPUNYIICHHS PO MOXKIHUBICTh MIJCYyMOBYBaHHS TE€HETUYHUX
e(deKTIB KOXXHOTO JIOKYCY BCEpEIWHI TEHETUYHOI MYJIbTUIIOKYCHOI CHCTEMH.
I'eneTnuHi eexkTH, M0 BUHHUKAIOTh B paMKax MOJIr€HHOI MoJeni, OyBalTh TPhOX
TumiB: aguTuBHI (A), nominanTHi (), emictatuyi (I), To6to G=A +D + 1.

KinbkicHa reHeTH4YHa MOJIEINb nependayae, Mo MKIHAMBUIyalbHA BapIaTUBHICTh
3a TICBHOIO O3HAKOI B TMIOMYJIAIil BH3HAYAETHCS SK TCHCTHYHUMH, TaK 1
cepenoBuniHuMHU pakropamu. [ammmu cinoBamu, P=G + E + (G x E),
ne P - cnocrepexyBani ((peHOTUITHI) 3HAYEHHS O3HAKU B TOMyJsiii. 3HayeHHs P
MO>KHA po3risaaTh Sk QyHkiito renetnunux (G) 1 cepenoBuinux (E) BigxuneHs Bia
TE€HOTUITHOTO 1 CEpPEeNOBUIHOTO cepeanix 1 1o0yTky G x E, 1mo BinoOpakae BIUIMBH,
SKI BUHUKAIOTh B pe3yJibTaTi B3aemojii reHotuny Ta cepenoBuina (I'C-B3aemonii 1
I'C-kopensiii).

3HaueHHs Oylb-IKOi O3HAKH, 10 BUMIPIOETHCSA, HA3UBAETHCS (DEHOTUIIOM; BIH €
pe3yJbTaTOM  JISJIBHOCTI  BIAMOBIZIHOTO TEHOTHUIY B JIAHOMY  CEPEIOBHIIIL.
[TomynsiiiiHa BapiaTUBHICTh O3HAKM HA3UBAETHCS eromuntoio oucnepcieio (Vp) 1
00UYHCITIOETHCS 32 HOPMYIIOHO:

Vp = y ()(z —AchepedneLZ

N-1
ne Xi — 3HaYeHHs JOCIIKYBAaHOI O3HAKMU B 1—TO WiieHa momyJisiii (iloro ¢penorun);

Xcepenwe — TOMYJISIINHE CEPEIHE 3a I1€I0 O03HAKOI; N — KUIBKICTh 1HAMBIAYYMIB Y
JOCJTDKYBaHIN MOy JISITI.

['eHoTHIIHA BapiaTUBHICTH, IO CIOCTEPITa€TbCs B MOMYJSIIl, € Pe3yJbTaToM
1JICYMOBYBaHHS BapiaTUBHOCTI aIUTUBHOI, TOMIHAHTHOI Ta €MiCTaTUYHOI.

B y3aragpHeHOMY BWIJSi[i 3aBIaHHS TE€HETUKH KITbKICHUX O3HAaK COXHO
c(hOpMyITIOBaTH TaK: BCTAHOBJICHHS TOTO, SIKi KOMIIOHEHTH 1 B SIKiil Mipl BU3HAYAIOTh
BapiaTUBHICTh (PEHOTUITHUX 3HAYEHD JOCIIIJKYBAHOI O3HAKH.

BmuiuB reHOTUIly BUPAXA€ETHCS BIIHOCHOIO BEJIMUMHOIO, 110 B1JIOMBA€ PO3MIPHICTD
BKJIaJly TeHIB B (EHOTUNHY Jucriepcito. Takow BeTWYHHOI € KOeDIIieHT
ycnajkoByBaHOCTI.  JIns  KUIBKICHOI ~ XapaKTepUCTUKH  yCHAJKOBYBAHOCTI
BUKOPUCTOBYETHCSI BEIMYHMHA AMCHEpcii o3HakW. 3aranbHa aucrepcis (Vr) Moxke
OyTH TpelcTaBlieHa SK CyMma JUCIepcii, TMOB'13aHOi 3 BIJIMIHHOCTSAMH B T€HOTHITI
(Vg), Ta npgucnmepcii, mnoB'sizaHoi 13 BIUIMBOM cepenoBuia (Vg). 3a3Buuait
OpUIMAETHCS, O JUCIEPCIEI0, MOB'SI3aHOI0 3 B3aEMO/IIE€I0 TEHOTUITY Ta CEPEAOBHILA
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(Vi) moxHa 3HexTyBaTh. Y pa3i NPUUHATTS BCIX I[UX MPHUIYIICHb, 3arajbHa
aucnepcis Moke OyTH MpecTaBieHa y BUIIISAL
V1=V + VE.

ExcrniepuMeHTanbHl TE€HETUYHI JIOCHIIPKEHHS 3 pOCIMHAMM 1 TBapUHAMH
MOKa3aJiv, 10 KOe(DIIIEHT yCNaJKOBYBAaHOCTI € CYMapHOIO BEJIMYMHOIO Ta BKJIIOYAE
SK aJAUTHBHY, TaK 1 HEAJUTUBHY I'€HETHYHI1 €(EeKTH, 110 BUHHKAIOTh B PE3YJbTATI
B3a€EMOJIII.

Buninarote nBa Tumu Koedilli€eHTa YCMAaJKOBYBAaHOCTI: OAWH 3 HHUX OIIHIOE
YCNaoKo8y8auHicms y WUPOKOMY CceHcl, THIHUN - y By3bkomy. llepmmit (iioro
HA3MBAIOTh TaKOX Koe@iyicHmom eeHemuunoi Oemepminayii) CBIIYUTH TIPO TE,
HAaCKUIbKM  MOMYJISIIiiHA  MIHJMBICTh  (EHOTUIHOI  O3HAKM  BU3HAYAETHCA
F€HETUYHUMHU BIIMIHHOCTSIMU MIX JIFOJBMU Ta PO3PaXOBYETHCS 32 POPMYJIOIO:

H =Vg

Vp
ne Vg — 3aranpHa TEHOTHUITHA AMCIEPCis, IO BKIIOYAE JIOMIHYBaHHS, €micTa3 Ta
aJIUTUBHI CKJIQJIOBI.

Benmuunna xoedilieHTy TEHETHYHOI IeTepMiHallii Moxke BapitoBaTH Bix 0 1o 1; uum
BUIIE 3HAYEHHS UbOro Koe(illieHTa, TUM BHUILIE POJb CHAJAKOBUX (PAKTOPIB Y
dbopmyBaHHI 1HIUBIAYyaIbHUX BigMiHHOCTeH. Chig Opatu 10 yBaru, 1o OJU3bKICTh
3HayeHHs1 H? no wyns abo oauHUIN HE 00OB'SI3KOBO TOBOPHUTH IMPO BIJACYTHICTh YU
HAsBHICTh TEHETUYHOTO KOHTPOJIO JAaHOI 03Haku. Hampukian, B i1HOpeaHUX JIHIAX,
JIe BCl WICHHW T'PYINH OJTHOPINHI T€HETUYHO, MIHJIUBICTh O3HAKH OOOB’SI3KOBO Oyje
KOHTPOJIOBATHCS TUTBKH cepenoBuiieM. | HaBmakw, MpW BUPOIIYBaHHI TPyNmHd B
a0COIOTHO OJTHOPITHUX yMOBaX CEPEJOBHINA BCS MIHJIIMBICTh MOXKE OyTH MOsSCHEHA
TUIbKM BIUIMBOM TeHOTHUNY. BenuunHa ycnaJkoBYBaHOCTI TaKOX 3MIHIOETBCS MIXK
MNOMYJISIIISIMUA Ta B 3aJIEKHOCTI Bl YMOB CEPEIOBHIIIA.

Koeghiyienm ycnaokosysanocmi y 8y3vkomy ceHci OIIHIOE TUIBKH Ty 4YacTKY
MIHJIUBOCTI, SIKa TIOB'S3aHa 3 aJIUTHMBHOIO J110 I'€HIB. 3aBASKH LIbOMY BiH JI03BOJISE
OTpUMATH BIZIOMOCTI HE TPO MPUYHHH TMOMYJSIIAHOT MIHIMBOCTI O3HAKH, a TPO
BJIACTUBOCTI TaMeT 1 TeHIB, OTPUMAHUX HaIaJkaMu Biax cBoiXx OarbkiB. llei
Koe(ILIEHT yCIaJKOBYBaHOCTI BUKOPUCTOBYETHCS B CEJIEKI[1i TBAPUH 1 POCIIHH.
Ycnaoxoeysarnicms y 6y36KkoMy ceHci BUBHAUAETHCA (POPMYIIOIO:

H =Va

Vp
ne Va — 3HaueHHs TEHETUYHO aJWTHBHOI Jucrepcii; Vp — 3HaueHHs 3arajibHOl
JUCIIepCii.

Takum YMHOM, OCHOBHA POJIb Y (POPMYBaHHI MIKIHIIBITyaJIbHOI MIHJIMBOCTI 32
ICUXOJOIrYHUMH  O3HAKAMHM  HAJEXKUTh  IHAMBIAYAJbHOMY  (YHIKQJIBHOMY)
cepenoBuiry. Oco0GaMBO BUCOKA ii poJib I OCOOMCTICHUX 1 TICHXOMATOJIOTIYHUX
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O3HaK. Y mporeci 1HAWBIAYaIbHOTO PO3BUTKY TOCIITOBHO pPEANi3ylOThCS pi3HI
BapianTu ['C-xopensuii: Il paHHIX €TaliB PO3BUTKY THUIIOBA MEPEBaXHO NACUBHA
I'C-xopenduis, moTiM, HiJ 4Yac MPOSIBY 1HAMBIAYaJbHOCTI JWTHHHM, BOHA CTa€ B
OCHOBHOMY PEAaKTHUBHOIO, @ Ha OUIbII MI3HIX €Tamax PO3BUTKY BCE OUIbILIY pOJIb
Bimirpae aktuBHa ['C-xopensiis. ['eHOTUI-cepeloOBUIHA  B3aEMOJIS, IO
XapaKTepU3y€ YYTIUBICTh JIAHOTO T€HOTHUITY 10 KOHKPETHUX CEPEJOBHUIIHUX yMOB,
Mae JIy’e BaXJIMBE 3HAYCHHS B PO3BUTKY 1HIMBIIYATbHOCTI JIFOJIUHHU.

11.5. IIcuxozenemuuni 00CAIONHCEHHA IHMEIEKMLY

JlocmikeHHsl, NPUCBAYEHI MDKIHJIMBIAyaJdbHIA BaplaTUBHOCTI IHTEJEKTY,
3aiimatoTh  Onu3bko  80% BChOrO  MacuBy  ICUXOT€HETUYHUX — IyOJiKarliil.
[TepeBaxkanHs MaHOT TEMATUKH IOSCHIOETHCS MPATHCHHSIM 3PO3YyMITH TOXOKCHHSI
COIlaJIbHO HAMOUIBII 3HAYYIIOi TICUXOJIOTIYHOI TEepeMiHHOI: caMe 3 OIlIHKaMHu
1HTEJEKTY KOPENIOIOTh MIKUIhHA Ta MpodeciiiHa yCHIIIHICTh, collialbHa MOOUIBHICTD,
1HII TPOSBH COLIAILHOTO Oyaromonyduss abo HeOmaromomy4ds. Ajsie K 00'€KT
FEHETUYHOIO JOCHII/PKEHHSI 1HTEJIeKT BKpail "He3pyuHwuil", mepmr 3a Bce uepe3
BIJICYTHICTh YITKOIO, MPUHHATOrO OUIBIIICTIO JOCHIJHUKIB BHU3HAYEHHS LIBOIO
TOHSATTS.

IcHytoTh pi3HI BHU3HAYEHHS IHTENEKTY: 1) 3arajibHa 3JaTHICTh JI0 MI3HAHHA 1
BUPIIICHHS MPOOJIeM, [0 BU3HAYA€ YCIIIIHICTh OYIb-IKO1 ISUIBHOCTI Ta JICKHUTH B
OCHOBI 1HIIMX 3I0HOCTEH; 2) cHucTeMa BCIX Mi3HABaJbHUX 3A10HOCTEW 1HIWBIAA:
BITYYTTS, CIIPUUHATTS, NaM'sITi, ySIBJICHHS, MUCJICHHS; 3) 3/IaTHICTb O BUPIIMICHHS
npobiem 6e3 npoO 1 momuiok "B ymi". Ilepire BU3HAaYeHHS 3arajbHOI PO3YyMOBOI
3110HOCTI 33aCTOCOBYETHCSI B SKOCTI Yy3arajJlbHEHHsI MOBEJIHKOBUX XapaKTEPUCTUK,
NOB'SI3aHUX 3 YCIIIIHOK aJanTalll€lo 10 HOBUX )KUTTEBUX 3aBAaHb".

BiacyTHicTh Oylib-KOi T€OPil IHTEJIEKTY 3a3Hayanacs HeoHOpa30Bo. ToMy 1HOI
JTOCIITHUKHA CIeiaIbHO OOYMOBIIIOIOTH, III0 caMe€ OyJie PO3YMITHUCS Tl CIOBOM
"IHTeNeKT" y KOHKpeTHIH pobori. Ha ix mymKky, HeoOximHO B3arami "po3pi3HATH
(EHOTHII, MO0 MMJIAra€ BUBYCHHIO, 1 JICSIKUM OKPEMHUU 1HACKC ITLOTO (PEHOTHITY.
[HTEeNneKT K TCUXOJOTIYHUN KOHCTPYKT 1 IQ sK cTammapTh3oBaHa OIIHKA JaHOTO
MEHTAJILHOTO TECTY - 1€ MPUKIaAN (PEHOTHUITY Ta HOTO 1HACKCY».

VY cBoiii knacuuHiil crarti «CnaakoBicTh TanmaHTa 1 xapakrepy» (1865) 1 B
noxaneuii MoHorpagdii «CnagkoBa renianbHIiCTh» (1869) ®. TanbToH BHEpie
OMKCAB JIIOJCH, YUl JAOCATHEHHS 3a CTaHJIAapTaMU iX CYCIIJIbCTBA PO3TJISIAIMCS SK
BUjaTHI. ['anbTOH MoKa3aB, 110 JIOIU, IKUX B OPUTAHCHKOMY CYCHUIHCTBI BBaXaJH
BUJIATHUMU, MaJIM CepeJl ONMM3bKUX POAUYIB YOJIOBIUOI cTaTl y OaraTo pasiB OuIbIIe
3HAMEHUTOCTEH, HI’K MOKHA OyJI0 O O4iKyBaTH MPHU BUIAIKOBOMY PO3MOJILII BUCOKOT
00/1apOBaHOCTI.
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Bigromi Oynum cipoOu miATBEpAUTH CHAAKyBaHHS T'€HIAIBHOCTI 200 0COOIMBHUX
TananTiB. Hanpuknaza, sk Aoka3 CraJkoBOi 00J1apOBaHOCTI HABOJWJIUCS POJIOBOJIU
3HAMEHUTUX MYy3UKaHTIB 1 BueHUX - baxa, J[apsina, ['anibTrona abo bepnysii. Onnak
y BCIX MOJIOHMX BUMNAJKAaX TICHO MEPEIUIETEH1 CMaJKOBICTh 1 BIUIMB CEPEOBUIIA,
TOMY HE MO>KHa 3pOOMTH NIEBHUX BUCHOBKIB 100 POJIi TCHETUYHUX (PAKTOPIB.

[TonarTs «po3ymMOBO BijcTali» 1 «BUAATHI 3A10HOCTI» OyJIW BH3HAYCHI 3
BUKOPHCTAHHSAM COILIJIBHUX KPHUTEPIiB: BIACTATICTh - T, IO POOHUTH 1HIAWBIMIIB
HE3JaTHUMH JI0 HE3aJIC)KHOI COLllaIbHOI ajanTallii; BUJgaTHI 3110HOCTI - Ti, K1 Jal0Th
MO>KJIMBICTB 1X BIIACHUKOBI BBa)KAaTHUCS cepel Kouser mo mpodecii migepom. Kurresi
ycmixu, Oe3CyMHIBHO, 3ajeXaTh Bil HM3KM (PAKTOPiB, AKI MOXXHA PO3IUIMTH HA
IHTENeKTyallbHI Ta ocoOucTicHl. BimoMo, 1m0 Koe)illeHT 1HTEeIeKTyabHOTO
po3BUTKY abo po3ymoBuil Bik OyB BBemeHuit bine 1 Cumonom (1907) 1
BUKOPUCTOBYBABCS CIIOYATKY SIK 3aci0 JJig PO3MOJAUTY YUHIB IO Kiacax mkoid. [Tpu
MOPIBHSHHI PO3YMOBOTO BIKY 3 XPOHOJOTIYHUM BiJipa3y MOYHMHAENI PO3YMITH,
NPOCYHYTa 4YM 3aTpUMaHa JIMTHHA B CBOEMY PO3BUTKY. Hampukian, sikmo qutusi 12
POKIB, @ BUKOHAHHS TECTIB BIJINOBIAAIO CEPEIHHOMY 3HAUYCHHIO, OTPUMAHOMY JJis 9-
piunux, ioro 1Q mopiBuioBaB 9/12 = 75. Jlns oci6 crapiie 14-16 pokiB 15 ¢popmyiia
He MaJlo ceHcy. Ix 1Q BU3HAUYANIM IUISIXOM MOPIBHSHHS 31 CTAHAAPTHUM ITOKA3HUKOM
JUIsl OJHOMITKIB. [laHy OLIHKY CIiJi BBaKaTH NPHUOJIU3HOK, OCKUIBKH PO3YMOBI
3010HOCTI 0C10 31 3HIDKEHWM I1HTEJIEKTOM SKICHO BIAMIHHI Bl 3a10HOCTEH
HOopManbHUX Jtojel. Cam bine OyB HE3a/10BOJICHUI TUM HAMPSIMKOM, B SIKOMY CTaJIH
PO3BUBATHCS 3TOJ0OM JOCHipKeHHs 3 [Q: akmeHT 3MicTHBCS A0 Kiacudikarii
HOPMaJIbHUX 0C10 B1AMOBIIHO A0 ix 1Q.

JIns ycmilHOi isUIbHOCTI B MEBHUX cdepax, TaKuX, SIK apXiTeKTypa, 1HXKEHepHa
cIpaBa, HayKa, MeAuIMHa, MiHIManbHUI 1Q noBuHEH OyTH BHILE CEPEAHBOTO PiBHS.
Hesznatnicte nocartu 1Q Bulle cepeIHbOr0 piBHSA O3HAYAE, 110 Taki 0cOOU, MaOyTh,
HE BCTUTaTUMYTh B CEPEJIHIX 1 BUIIMX HAaBYAIBHUX 3aKJIaJlax, skl TOTYIOTh (paxiBIliB
1ux mpodeciid. OHaK Mi3HABAIBbHI 3/1I0HOCTI, K1 OIIHIOIOTHCS 10 TecTax 1Q, MoxHa
BBAXKATU €JMHUM KpUTEPIEM MPOPECIHHOTO yCIiXY.

CydacHa cuctemMa BHUNPOOYBaHb PO3YMOBHX 3J10HOCTEH BKIIOYAE TECTH, SKi
OLIIHIOIOTh 3JaTHICTh OINEpPyBaTH CJIOBaMH 1 BepOaJbHUMHU KOHCTPYKLISIMH,
aOCTpaKTHUMHU TOHATTSAMH, BHUKOHYBATH MaTeMaTHYHI 3aBIaHHS Ta JOCIIIKYIOThH
IPOCTOPOBY VysABY 1 maM'aTb. TWM dYacoM TIpOOJEMH TOBCSAKICHHOTO JKHTTS
BHUMAararoTh "po3yMHOT MOBEIHKK B IPUPOAHIN cUTyalli", IKy MOKHa BU3HAUUTHU SIK
"y3ropkeHe 3 BIAJAJICHUMH 1 OMM3bKUMHM IUISAMH 1HAWBIJA pearyBaHHS Ha MOTOYHI
nozii 1 cutyarii". 3110HOCTI TaKOTO POy TIpIe OIIHIOIOTHCA CYYaCHOI CHCTEMOIO
tectiB 1Q.

Konu 3'ssBunucs MeToau BUMIPIOBaHHS IHTENEKTY, NMEpIl JOCIIAHUKY B L1 00J1acTI
cripoOyBaJIi BU3HAYUTHU, SIKOK MIPOIO CEPEIOBMINE Ta CHAJKOBICTh BIUIMBAIOTH Ha
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HopManbHy MiHIuBICTh. Komu Cimenc B 1924 pori mepmmm mokaszaB, sIK MOKHA
aerko BimpizauTH M3 OnusHIOKiB Bix JI3, Onu3HIOKOBHIT MeTOon OyB MIBHIKO
OCBOEHHU 1 CTaB YIHOOJIEHUM 3aCO00M ISl TAKOTO POAY JOCIIIKEHb.

VY pe3ynbTaTi y3araJbHEHHS OTPUMAHUX B PI3HI POKU PI3HUMH METOAaMH
€KCIIEpUMEHTAJIbHUX JaHUX 1 TeHETHMKO-MAaTeMaTHYHOI0 aHaji3y LIbOro marepiany,
3MIMCHEHOr0 METOJOM MiAOOpy Mojene, 3'iCOBaHO, WII0 TEeHETHYHl BIUIMBU
BU3HA4Yal0Th 45% BapiaTUBHOCTI 3a 1HTEJICKTOM, a BIUIMBH 3arajlbHOTO CEpeOBHIIA
MalOTh PI3HY Bary B PI3HUX Tpynax: HAWOUIbIIMIA HOTO BHECOK - y BHOIipI
omsHIOKIB (37%), moTim cubmiariB (24%), OatbkiB 1 mitedr (20%), aBOIOPITHUX
pomuuiB (11%). Ilpu BukopuctanHi meromy posnydeHux OnusHiOKiB (Texacbkuit
IPOEKT) MOKa3aHo, [0 TeHETUYH1 poaudl (piaH1 OaThKH Ta iX BiAJaHI1 B 1HII POJUHU
JITH, a TAKOX PO3JIYUEHI CHOJIIHTHM) HaBITh 3a BIJCYTHOCTI 3arajlbHOTO CEpe0BHUIIA
MaroTh KopeJsiii 3a 6anamu 1Q, pisai 0,22 1 0,24 BianosiaHo . Kpim Toro, BiJj3Ha4eHI
HE JTy’K€ BHCOKI, ajie HaJliHI KOPeAIii IHTeNeKTy MpuioMHuX fited 3 1Q ix pigHux
matepiB. Kopensmii 3a IHTENIEKTOM YCHHOBJICHUX [ITeH € 3HAYHO BHUIUMHU 3
O10JIOTIYHUMH MaTrepsMU, HIK 13 OPUMOMHMMM OaTbKaMu, NPUYOMY LS CXOXKICTb
30epiraeTbCcsi poKkaMu, KOJM JITH BUPOCTAIOTh, XO4a LI MaTepl Majdd KOHTAaKTH 31
CBOIMU JITbMU TUIBKM B TEpIIl JIHI CBOro >KUTTA. CXOXICTh 3a I1HTEJIEKTOM
OPUHOMHMX JITEH MK COOOI0 1 3 PIAHMMU JITbMHU CBOiX YCHHOBIIOBaYiB najaae jio 0,
B TOH dYac SK KOPEJSIi PIIHUX CHOMIHTIB 3aJMIIAIOTHCS MPUOJIM3HO TAKHUMHU K.
JloBeneHo, 1m0 1 MDKBIKOBI KOPEJSIi 3a 1HTEIEKTOM (3arajibHUM, BEpOAbHUM,
IPOCTOPOBHUM) BHUIIE B TPyl O10JIOTIYHUX CHOMIHTIB, HIK mpuiloMHuX. Lle roBoputsb
opo Te, IO 1 MepexiJ BiJ OAHOTO BIKOBOTO €Taly A0 I1HIIOIO0 KOHTPOJIIOETHCS
MIBUIIE TEHETUIHUMHE, HIJK CEPEIOBUIITHUMHE (PaKTOPAMH.

VY pob6ori JI.BiiepMaHn MmokazaHo, IO 1HTENEKT NPUMOMHHUX JITEH, K1 MOTPANUIN
B CIM'T 3 OJHAKOBO XOPOLIMMHU YMOBaMH, ICTOTHO 3aJIeKUThb BiJ I1HTEJEKTY IX
Oilosioriyaux MarepiB. Skmio octanHi Manu [1Q> 120 6aniB, TO OJU3BKO MOJOBUHH iX
pPIIHUX, aje yCHHOBJIEHUX IHIIMMH OaThbKaMH JITEH MaloTh HACTUIBKH ) BHCOKI
ominku IQ 1 HIXTO HE Mae OLIHOK HWXx4Ye 95 OamiB. Akmo x Oionoriuni marepi,
HaBMaKW, MaJIM 3HIKCHUH, aie B Mexkax HopMu, [Q (95 GaiiB 1 HIKYE), TO IXHI JiTH,
NOTPAIKBILIN B TAKOX XOPOLIl YMOBH BHXOBaHHS, AAlOTh 1HIIMI po3noAun 6ams 1Q:
15% ix maroTh TeX HU3bKI OI[IHKH; IHII - CEPEIIHI, aje, TOJIOBHE, HIXTO HE Mae€
BUCOKUX. TakuM YMHOM, MIKIHAUBITyallbHa BaplaTUBHICTh OLIHOK 3arajJbHOrO
IHTENIeKTY B 3Ha4YHIM Mipl BU3HAYAEThCA T'E€HETUYHOI BapiaTuBHICTIO. [Ipuuomy
peamizallisg 1HAWBIIYyadbHOI HOPMHU peakilii Oyje pi3HOK B PI3HOMY CEpEeIOBHIIIL.
[TepenbauaeTnes, MO B MIHJIMBOCTI IHTENIEKTY BEJIMKY POJIb BIIrpae iHIWBIAyalIbHE,
a He CYCIUTbHE CEePEIOBHIIIC.

Jlo ¢akTopiB 1HAMBIIYaJbHOIO CEPEOBUILA, 3HAYMMOTO ISl 1HIWBIAYaJIbHOTO
PO3BUTKY 1 TAKOT'0, 10 BIUIMBAE HA PE3yJibTaTH BUMIpIoBaHHs 1Q, BiAHOCATHCS:
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1) mopsimkoBUiA HOMEP HAPOHKCHHS TUTUHU. Y 0araToNITHIM POJWHI € TCHACHIIIS 10
3HIDKCHHSI 1HTEJIEKTY 3 MiJBUICHHAM HOMEPY HApOUKEHHS JTUTHUHU, IPUYOMY BOHA
OlpII BUpaXEHA MPU MaUX MPOMIKKAX MIX HApOPKEHHSAM MAITeH; OCKUIbKH BCI
cUONIHTH MaloTh B cepeHnboMy 30% 3araibHUX T€HIB, LSl TCHACHIlS HE MOXEe OyTH
HACIAKOM TeHeTHuHux npuyuH. Cepen 6ararbox rinoTe3, U0 BUCYBAIMCS IS ii
MOSICHCHHS, HAaWO1IbII WMOBIPHUMH € TICUXOJIOTIYHI, K1 TepeadavyaroTh 3HWKCHHS
SKOCTI Ta KUIBKOCTI CIUIKYBaHHS AUTHHH 3 JOPOCIUMHU 1, OCOOJIMBO TIPH MAaJIUX
1HTEepBaJIaX MI>K HApOHKECHHSMH, TIOTIPIIIEHHS MOBJICHHEBOT'O CEPEIOBUINA IUTHHM;
2) po3Mmip ciM'i. 31 30UTBIIEHHSAM pPO3MIPY CIM'T IHTENEKTyaJbHUN pIBEHb AITEH
3a3BUYal I1aJ1a€;

3) y HemoBHHUX CIM'AX crocTepiraerbcs 3HWKeHHS 1Q autuHu. Beranoieno, 1o
BIIMIHHOCTI B 1HTEJIEKTYyaJIbHOMY PO3BUTKY JIITEH, Y KMX B POJMHI HeMae OaTbKa, 1
nited 3 "moBHUX" ciMel Oyiau THM Oiblle, HIXK paHime moMep adbo MIIIOB 3 JIOMY
0aThbKO 1 YMM MEHIIOI0 3a BIKOM y TOoW 4dac Oyna nutuHa. PosmydeHHs cropusie
CTBOPEHHIO Yy JUTHHU E€MOILIMHOTO CTpecy, SKHM HETaTUBHO TO3HAYA€THCS Ha
IHTENEeKTyaIbHOMY ii po3BUTKY. HaBmaku, mosiBa B poAuHI HOBOTrO OaTbka (MaTepi)
7A€ MO3UTUBHUMN €(EKT;

4) crath autuHH. JloBeneHo OUIbIN BUCOKHH 1Q I XJIOMYMKIB, HIXK JJIS IBYATOK
(TecTh BUMIPIOIOTH MOBJICHHEBI Ta OOYMCIIOBaJNbHI 3A10HOCTI, 3AAaTHICTH [0
JIOTIYHOT'O MHUCJICHHS, ajJle HE BU3HAYAIOTh 1HII 3110HOCTI);

5) 6nu3HIOKM TOKa3yroTh HIk4Yy 1Q (TpiitHi me Huxkuy). [IpuunHa - Mana Bara npu
HApO/DKCHHI Ta TOB'S3aHl 3 UM YCKIIaJHECHHS. biausHiok, 6paTt (abo cectpa) SKOro
Hapoauiacs MepTBUM a00 IMomep B Mepull YOTHPU THIKHI MICIA HapOKEHHS,
JIOCSITAIOTh Maike Takoro x 1Q, sk 1 1HmI A1TH;

6) IQ nmiTeil, HAPOIKEHUX MATEPSIMU CTAPILOTo BiKY (25-35 pokiB), Oye BUILOIO, HIK
[Q miTelt, HAPOKEHUX MOJIOAIIUMHU MaTEPSIMH.

JIOKyMEHTQJIbHO TMIATBEPPKCHO JBAa BUIMAJAKHA BIAMIHHOCTI MIXK ETHIYHUMH
rpynamu 3a [Q: BuIIl 3HAUYEHHS y €BpPEiB alllkeHa3l B MOPIBHSHHI 3 HEEBPEHCHKUM
OiM HaceneHHs M €Bponu Ta [liBHIYHOT AMepuKkH, cepell AKUX BOHH KHUBYTH (Ha 5-
10 omguHuIe BHIE, OCOOMWMBO y BepOanbHi dacTuHi cuctemu [Q), 1 HUKUMIA
cepenHid [QQ HErpuUTAHCBKOTO HaceleHHS AMEpPUKM B TMOPIBHAHHI 3 TpyINaMH
HACEeJICHHsI CX1AHOTO MoXo KeHHs Ta Oimumu xutensimu CIHIA. Tlependavaersces, 1o
II€ TIOB's3aHO 3 OUIBII HU3BKUM  COLIAJIHLHO-EKOHOMIYHHM  CTAHOBHILIEM
HETPUTAHCHKOTO  HAcCeJeHHs, OUIbI  YacTow  OE3JOrJISAHICTIO,  MOTaHUM
XapuyyBaHHSM, HAsSBHICTIO 3HAYHOI KIJBKOCTI 0OaraTOMITHUX CIMEH, MaJMMHu
IHTEepBaJIaMH MK HAPODKCHHSAM JITEH 1 T.I.

®.Dorenp 1 A.Motynbeki (1990) mocTtaBuiam mif CyMHIB JOCTOBIPHICTH Ta
ICTUHHICTh OTPUMAHUX PE3YJbTATIB BHUBYEHHS OI[IHKM TE€HETHYHOIO BHECKY B
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IHTEJEKT MPU BUKOPUCTAHHI OJIM3HIOKOBOTO METOJy T'€HETHKH. BOHM BiJ3HAYAIOTH,
110 ICHY€ HU3Ka OOME)KCHB:
1) 6musaioku (ocobmmBo M3) y Garatbox BHMAAKax HE € BUMAJAKOBOI BHOIPKOIO 3
MOy JISIIIIT;
2) YCHHOBJICHHS PO3JIy4EeHUX OJIM3HIOKIB HIKOJW HE BIIOYyBa€ThbCS BHUIAIKOBHUM
YUHOM: BOHO 3a3BHMYail MPOBOAMTHCS COLIAIBHUMH CIyX0aMHU 3 ypaxXyBaHHAM
€KOHOMIYHOTO CTaTyCy 1 MOBEIIHKOBUX XapakTepucTuk. [lapu, sKi BCHHOBIIOIOTH
TITEH, HE € TUTIOBUMH MPEJCTABHUKAMU BCIX CIMEHHUX map. Y OyIuHKaX MPUHOMHUX
0aTbKIB YMOBHU XKHUTTS MOKYTh BIIXWISTHCS BlJ HOpMaJIbHUX;
3) A0 ONM3HIOKIB BIIHOCATHCS SIK A0 O€3I0raHHOi y BCIX BIJHOCHMHAX BHOIpHI 3
MOMYJISIIii, TPOTE BariTHICTh JIBIHEI0, TOOTO MOXJIMBICTb NMPEHATAIBHUX BIUIUBIB,
3MCHIIYIOTh BHYTPHITAPHY CXOXicTh M3 Ta 3aHMKYIOTh OIIHKY YCIIaIKOBYBAaHOCTI.
M3 6au3HIOKM MarTh OUIBIN MOAIOHE MOCTHATajdbHE cepenoBwuine, HiX I3, oTxe,
"po3BecTu" 10 TEHETUYHUX 1 CEPEIOBUIIHUX BIUIUBIB HA (JOPMYBaHHS O3HAKHU CTA€
HEMOJKIIUBHM,;
5) ONM3HIOKM MarOTh OLIbII HU3BKI TMOKAa3HMKM B TecTtax [Q, HDK IOOAMHOKO
HAPOJIKEH1 JITU. Y OCHIJKEHHAX BUSIBJIICHA HECIIOJ[IBAHO BUCOKA YacTKa OJIM3HIOKIB
cepel AiTeH, Kl BIIBIAYIOTh CIEialbHI IKOJIU ISl PO3YMOBO BijcTanux.YacTkoBo
€ BUKJIMKAHO O10JOTITYHUMHU BIUIMBAMHU, TOJOBHUM YHMHOM BHYTPIIIHBOYTPOOHHUM
"rpancy3iiauM cuHapomMoM" M3 OIM3HIOKIB, IO BUSBISETHCS B paszl CMEpTI
OJIHOTO 3 OJIM3HIOKIB. [HIIIA MOXJIMBA TPUYHMHA - O1IBIIT HU3bKUN COIIOEKOHOMIYHUI
CTaTyC KIHOK, SIK1 HapOJIWIu OJM3HIOKIB. [HAMBIAM 3 OUIBII HU3BKOTO COIIAJIBHOTO
MPOIIAPKY CYCHUIbCTBA 3a3BUYAM TipIlle CIPABISIOTHCS 3 KOTHITUBHUMH TECTaMHU.
['pyHTyrOUMCh Ha LI KPUTHULI, I€AKl JOCIAHUKNA JOHUHI 3alepeyyroTh OyIb-sKy
ycnagkoBaHicTh [Q. OnmHak 4YHCIEHHI JOCHIKEHHS, MPOBEJCHI HE3aJICKHO 3
BUKOpPHUCTaHHSAM Osin3HIOKOBOro metony B Jlanii, BenukoOpuranii, CIIA Ta 1Hmmx
KpaiHax BKa3yloTh Ha Te, L0 JAesKi AeTepMiHaHTH [Q MalOTh T€HETUYHY OCHOBY,
NPUYOMY BIJ3HAYAETHCSA BEJIMKA YCMAJKOBYBAHICTh BEpOAJIBHOIO 1HTENEKTY B
MOPIBHSHHI 3 HeBepOadbHUM. BiNbII YITKO TEHETWYHI BIUIMBU BiAMIYeHI 1 B
IIPOCTOPOBHUX 3/110HOCTSIX.

Ha »xanp, mOKM 10 HEMa€e MOKIMBOCTI TOYHO OLIHUTH, SIKOIO MipOIO
PI3HOMAHITHICTh  IHTEJIEKTyaJdbHUX 3110HOCTEHl B MOMYJALIl  BU3HAYAETHCS
TCHCTUYHUMH BIUIUBAMH, a B SKil - HETEHETUYHUMHU. 3aBXKIAW 3aTUIIAETHCS OJIHMH
apryMeHT MpPOTH Yy3arajbHEHHS pe3yJbTaTIB JOCTIKEHb Ha OJIM3HIOKAX, SKHUM
MOJISITa€ B TOMY, 110 OJTM3HIOKH HE € BUIAJAKOBOIO BUOIPKOIO 3 MOMyJislii. ['eHeTnyHi
1 CepeloOBUIIHI BIUIMBU B CIM'AX TIOB'SI3aHI MK C0000, CIIpoOM PO3ALTATH OOUBA
YUHHUKA [UBIXOM  JOCTI/DKCHHS  MNPUMOMHUX  JITeH  HAIITOBXYIOThCS  Ha
HEBUIIAJIKOBICTh YCHHOBIICHHA. KuByun pazoM, M3 OIM3HIOKHM BIUTUBAIOTH OJIMH HA
OJIHOTO HemependadyyBaHUMM IIUIIXaMH, SIKi 3MIHIOIOTBCS B 3aJIEKHOCTI  BIJ
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KyJIbTYpHOTO OTOuYeHHsA. JKuByuu HapizHO, M3 ONHM3HIOKM YacCTO BUXOBYIOTHCS B
noa10HUX MO cyTl OyauHKax. M3 OJIM3HIOKM MOXYTh IEMOHCTPYBATH BIAXUJIEHHS B
PO3BUTKY, 3yMOBIICHI OCOOIMBOCTAMM BariTHOCTI JBIMHSATAMH.

VYei mi qoBOAM 3MYIIYIOTH IIYKATH 1HII MIAXOAW B PIIIEHHI JaHOI MPoOJeMH.
I'eneTnyna MiHIMBICTH O10JIOTTYHUX (DAKTOPIB, IO BIUIMBAIOTH HA 1HTEJIEKT Ta 1HIIII
aCIEeKTH TMOBEIIHKH JIIOJMHU, HACTUIBKU X TOILIMPEHa, sIK 1 HOpMalibHA Te€HETHYHA
MIHJIUBICTh, SKa BH3HAYa€ CTaH 370pOB'S 1HAWBIIAa B YMOBaX MIHJIMBOTO
HABKOJIUIITHLOTO OTO4YeHHs. OnHak (eHOTHUIHE ii BUPAXKEHHS MOXKE OyTH OLIbII
CKJIaJIHUM, HIK JJIsl COMAaTUYHUX O3HAK. HeBU3HAUEHICTh PE3yJbTATIB JOCHIIKECHb,
CIPSIMOBAaHUX Ha BUSBIIEHHS TaKOl T€HETUYHOI MIHJIUBOCTI, MOXe OyTH BHKJIMKaHA
HEJIOCTAaTHICTIO METOJIB JOCIIKEHHS, a HE CIa0KUMU T'€HETUYHUMHU BIUIUBAMU Ha
IHTEJIEKT.

Hoegi nioxoou, 3anpononosani 0is 00CHiOHCEHHs 2eHeMUKU NOBEOIHKU IIOOUHU.

['eHeTHYHUI aHAJI3 BBAKAETHCS YCIIIITHUM, SKIO YCIaAKOBAaHY BiAMIHHICTh MOHA
IPOCTSKUTH JIO BIIMIHHOCTI B CTaHl TeHa. PO3BHTOK MOBEAIHKH JIIOJAWUHU TPHUBAE
OPOTSTOM BCI€l 11 ®KUTTA. BKIIIOYEH1 B HBOI'O MEXaH13MU 3BOPOTHOIO 3B'SI3KY O1IBIIT
CKJIaJIHI, HDK MEXaHI3MHu, W0 [II0Th IMiJi 4Yac eMOpIOHAJbHOIO COMATHYHOTO
PO3BUTKY. MOXJIMBO, JJIsl AESKUX MCUXIYHUX (PYHKINIM B XOZ1 €BOIIOLII 3'SBUIUCS
HOBI TpPUHUMNM [ii TreHiB. ToMy cydacHi T€HETH4YHI METOAM JIOCTIKEHb, SKi
ONMUHWINCS TUIIHUMHU B 1HIIKUX OOJACTSX, MPU aHATI31 TEHETUIl TOBEAIHKU MOXYTh
He mpuHecTH ycmixy. OfHak Bce X iX HEOOXiIHO BUKOPUCTOBYBATH, OCKIJIBKH II€
€IVMHUN Croci0 BUSBUTH OOMEXeHHS 1ux MeTohiB. OcHOBHUMH (akTOpamu
TF€HETUYHOI MIHJIMBOCTI, SIKAa CIpUSE 3'ICYBAaHHIO T€HETHUYHUX ACIHEKTIB MOBEIIHKH
JFOJTUHY, SIBISIIOTHCS:

1) epybi nopywennus memabonizmy, 1Mo MTPU3BOAATE 0 MOPYIIEHHS CBIIOMOCTI Ta J10
3YMUHKH MCUXIYHUX MPOLECiB. SIK NpUKIa] TeHEeTUYHOT 3MIHU MOJIEKYJIH (pepMeHTy,
0  3ayimae po3BUTOK 1  (PyHKIIT MO3Ky, MOXHA HABECTH  HEHOJIK
dbeHUTanaHIHTIpOKCHWIIa3n  Tpu  (EHUIKETOHYpii,  SKUH  TPU3BOJUTH [0
«HAKOTIMYEHHS» MO3KOM (PeHUTallaHiHy Ta 1HIIMX TOKCHMYHUX MeTa0oiTiB. [HIImMiA
MPUKJIA] - CTAaH XPOHIYHOT aMiauyHO1 IHTOKCHKaIlii, 00yMOBJICHHI (hepMEHTATUBHUMHU
MOPYIICHHSIMH B IIMKJII YTBOPECHHS CEYOBHHH. |HTOKCHKAIISI MOXE 3MIHIOBATH
¢GyHKUIT MO3Ky HE TUIBKM KOJM TOKCHYHA PEYOBUHA YTBOPIOETHCA B MPOLECI
MeTaboJi3My B OpraHi3mi, ajge ¥ TO/Al, KOJIM BOHA HAAXOAUTh 330BHI, HANPUKIA],
micis MPUHOMY 1K, 110 MICTUTh MPUPOJHI OTPYTH. BIIBIIICTh BPOKEHUX TTOMHUIIOK
MeTa0oMI3My  CIPUYMHIOIOTH  PO3YMOBY  BUICTANIICTh.  MOXIIMBO,  aHaji3
cnenudivHOTO TOMIKOKEHHS, BUKIIMKAHOTO HEJOJIIKOM (DEpMEHTIB B MO3KY, MIT OH
JaTH BIJIOMOCTI IMPO MEXaHi3MHU IMITYJIbCUBHOI TTOBEIIHKU;

2) minaugicmes 20pmoHig. BUIBIIICTh KIIBKICHUX Ta SKICHUX T'€HETHUYHUX JE(PEKTIB
FOPMOHAJIBHUX (DYHKIIA 3adinae CcaMomouyTTs JIOAUHU 1 11 moBeAiHky. CrareBi
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TOPMOHHM CWJIBHO BIUIMBAIOTh HAa €MOpPIOHANBHUN 1 MOCTHATAJIBHUI PO3BUTOK, Ha
NOBEAIHKY Ta ICUXIYHUI CTaH JOPOCIMX JItojiel. IcHye rimoresa, 3a SKOK reHETHYHA
MIHJIMBICTb TOPMOHAJIBHUX PELENTOPIB MO3KY MO’KE BIUIMBAaTH Ha (PYHKIII MO3KY 1
CIY>KUTH TPUYMHOI TEHETHMYHOI MIHJMBOCTI MOBEAIHKU. Bimomo, 1m0 ropmoHu
3a3BUYail JII0Th Ha CIELiabHI KIITHUHH, 10 MAaIOTh PELENTOPH, SKi iX 3B'SI3YIOTh.
Ieit mporuec 3amyckae B KIITHHAX CHHTE3 CHeNU(PIYHUX OUIKIB. Y JIIOJUHM OIMKCaH1
JesKl  «PEUeNTOpHI  po3jiaaW», HaWBIAOMINIUMU 3  SKUX €  CiMeiHa
rinepxoyiecTepuHeMisi Ta TECTUKYJsipHa ¢eMiHizamis. B ocTaHHROMY BHMAAKY
HEYYTJIUBICTh PELENTOPIB JO aHJIPOreHIB MNPU3BOAMUTH JIO PO3BUTKY KIHOYOIO
dbenoTuny B IHAMBIAIB, 1m0 MawTh Kapiotun 46,XY, ormke, cim’sauku. CraTesi
TOPMOHHU TIPSIMO BIUTMBAIOTH HA PO3BUTOK MO3KY. Lleli BIUIMB MOYMHAETHCS BIKE B
eMOpiOHAILHOMY MEpioJil, MPO IO CBIAYUTH HAABHICTH XJIOM'SYMX 3BUYOK Y
JTIBYATOK, SKI TMIAJaBaducs Jii MACKyJIIHI3YIOUHUX PEYOBHUH (CHHTETHUYHHX
IIPOTECTUHIB - CTEPOiJliB, CIOPITHEHUX 32 XIMIYHOIO CTPYKTYPOIO aHIpOreHaM; Tij
gac 30€epe’KEeHHS BariTHOCTI BOHW MOXYTh 3aMIIIaTH MPOTECTEPOH) B MPEHATAIbHHIMA
nepion;

3) pieenv ceuoeoi Kucromu 6 Kpoei. JlaBHO omucaHa 1 HEOJHOPA30BO
HiATBEPAXKYBajacs MO3UTUBHA KOPEJALIsl MIXK PIBHEM CEYOBOI KUCIOTH B KpPOBI Ta
piBHeM [Q. baraTo icTopuyHuX 0coOUCTOCTEN CTpaxkaanu nojaarporo. [lpumyckaroTs,
10 C€YOBa KUCIIOTA 301IbITy€e 30y UTMBICTh HEUPOHIB, 11 HecneudiuHa CTUMYJISIISA
MO3UTUBHO BILJIMBAE HA 1HTEJIEKT;

4) eemepo3ucomuicms 3a peyecUBHUMU 3aX80PHOBAHHAMU. AKTUBHICTh ()EPMEHTIB B
0ci0, TeTepO3UrOTHUX 32 BPOKEHUMHU pO3JIaJjaMu MeTabosi3My, 3a3BH4Yail BIBIYI
MEHIIIa, HIK HOpMajbHAa, 10 BIUIMBA€ Ha iXHIM ncuxiyHui crad. HaloOinein
I'PYHTOBHI JIOCIHIJI)KEHHS, BUKOHaH1 Ha XBopux ¢eHunkeronypieo (OKVY), nokazanm,
mo: a) rerepo3urotd 3a ®KVY wmarore OuIbIl HU3bKI MOKAa3HUKHU 3a BEpPOAIbHUM
TECTOM TOPIBHSHO 3 KOHTPOJBHOIO Tpymnoto; 0) rereposurotu 3a OKY mawoTh
MIIBUINCHUN PU3HK IMCUXOTUYHUX PO3JAJIB 1 MCUXO031B, 10 MAKOTh IMi3HIM MOYATOK,
3MOSIKICHUM Tepelir 1 BKIIIOYAIOTh CUMIITOMH JETPECii; B) y NEIKUX T€TEPO3UTOT 3a
nanumu  enektpoennedanorpamu  (EEI')  BusBneHwii  miABUINEHWA  PIBEHb
30yJTMBOCTI KOPU BEJIMKUX TMIBKYJb; T) Yy T€TEPO3UTOT BIA3HAUYECHO 30UIbIICHHS
PIBHIB BHYTPIIIHBOKIITUHHOTO (DEHLIANaHIHy Ta TUPOKCHUHY, OCKUIbKM BUSBICHUUN
30UIBIICHUH 1X 3MICT Y JiM@oruTax (sIKi € OLIbII JOCTYITHUMU JJIsI CHOCTEPEIKEHB );
5) vy eemeposucom 3a aymocomuumu peyecusnumu posiaoamu (xBopoba Himana -
ITika, miogucTpodis Ta 1HIIMX) HEBEIUKI BIAXUJICHHS BUSIBJICHI TOJIOBHUM YUHOM B
tectax 1Q, mMOB'A3aHMX 13 BHUKOHAHHSAM Jil, OCOOJMBO B TeCTaX Ha IPOCTOPOBE
cupuitHaTTs. Kpim Toro, Oynu cyTT€BO 30UIbIIEHI MOKAa3HUKUA 32 OCOOMCTICHUMH
ONPOCHUKAMH, HIO0 TECTYIOTh ICUXOCOMATHYHI pO3JaiH, IEHPECI0 Ta E€MOLIHY
nabuibHOCTh. Ilig Yac JoCHiKEHHS ayTOCOMHHUX PELECMBHUX MiKpoledaiii
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BUSIBJICHO, 110 OJIN3bKO 1/3 rerepo3uror 3 HOPMaJIbHUM MO3KOM MAalOTh 3HM)KEHUN
1HTeNneKT. ToMy reTepo3uroTd MOXyTh CTAaHOBUTHM BIJUYTHY 4YacTKy BCIX 0cCiO, 110
CTPAXKJIAIOTh PO3YMOBOIO BIJICTATICTIO «HEBLAOMOI MHPUPOAM». 3a po3paxyHKamw,
TOMO3HUIOTH 3yCTpidaroThesi 3 yacTtoToro 1/40 000, a reTepo3urotud - MpuOIH3HO
1/100. Ilommumpenictb pozymoBoi Biactamocti B CIIA Ta BenukoOpuranii mnpu
BUKOPHUCTAHHI B SIKOCTI nopora Benuuunu [Q = 69 cknanae npubnuzno 3%. Otxke, 1
3 9 po3yMOBO BIACTAIMX IHAMBIAIB 13 3arajgbHOl TOMyJAIli MOXe OyTH
reTepO3UTrOTHUM 32 TeHOM Mikpouedaiii. Ko ogHa TpeTHHA TaKUX TETEPO3UTOT
CTpaXkJla€ Ha PO3YMOBY BIJICTQJIICTh, TO IHIII JIBI TPETUHU MaTUMYTh [Q OIU3bKO
HWKHBO1 MeX1 HopMH. Kpim Toro, npubau3zHo oauH 3 50-TH 4i€HIB HAIIO1 NOMYJIsALIi
rerepo3urotHuit 3a renoMm OKVY (mpuiimMaroun yactoty romMmo3uroT npudyauzuo 1: 10
000). Hesenuke 3HmwkeHHs [Q omucaHo 1 JUIsI TETEPO3UTOT 32 IHIIUMHU
3aXBOPIOBAHHAMU. binbiiicte ¢opM po3ymMOBOI BIACTANIOCTI, IO KOHTPOKIOTHCS
ayTOCOMHO-pEIEeCUBHIMHU a00 X-34ETUICHUMH Te€HaMHU, TOKA HE OXapaKTepU30BaHi
B MOBHOMY 00cs3i. SIKIIO0 BpaxyBaTd, MO JOCHTH MOMIMPEHI (HOPMH PO3yMOBOI
BIJICTAJIOCTI, 34YEIUIEHI 3 X-XpOMOCOMOIO, MOKYTh BHpa)XaTUCS HE B BIJCTAJOCTI B
OBHOMY PO3yMIHHI, a B 3HM>KEHHI [Q, TO MOKHa CTBEpKYBaTH, 110 3HAYHA YaCTUHA
«HOPMAJIBHOT» T€HETUYHO1 MIHJIMBOCTI 1Q B 001aCTI HU3BKUX 3HAYEHb MOXE OyTH
00yMOBJIEHa T€TEPO3UTOTHICTIO 32 AyTOCOMHUMH Ta 3YEIJIEHUMHU 3 X-XPOMOCOMOIO
PELECUBHUMHU 3aXBOPIOBAHHSIMU.

6) enaus cnaoxkosux eapiayii EEI" na ocobucmicms. OCOOUCTICHI BIACTHUBOCTI Ta
BUMHKH 1HIWBIJIA 3QJIEKATh BiJ] TOTO, K CIPABISETHCS HOT0 MO30K 3 iH(MOpMaIIi€ro 1
HACKUJILKHA OCTaHHIA CIOHTAHHO AaKTUBHUHU. [HAMBIAyanbHI BIAMIHHOCTI B
HEHpO(DI3100rIYHUX MapaMeTpax Takoro poAy T[OBHHHI HPU3BOAUTH 10O
NICUXOJIOTIYHUX BiAMIHHOCTEW. Pe3ynbTaTH, oTpumaHi mnpu oOcTexeHHl 289
npoOanaiB 3 pizHuMu Bapiantamu EEI, [IKOM y3roKyrOThCs 3 TaKUMH
NPUIYIIEHHSIMU: a) 0COOU 3 MOHOMOP(GHUMHU O-XBUJISIMU B CEPEHbOMY BUSIBISIOTH
ceOe aKTUBHMMH, CTaOLIbHUMHM 1 HamiiHUMU JoapMu. [IpobGaHau 3 BHCOKOIO
UMOBIPHICTIO  BUSABISIOTh  O3HAaKM  BHUCOKOI  CIIOHTAHHOT  aKTUBHOCTI  Ta
HAITOJICTJIMBOCTI; TOYHICTh B POOOTI, OCOOJMBO B YMOBaX CTpPeCy, 1 KOPOTKOYAacHa
nam'siTh - HaAUCHIIBHINI X AKOCTI. 3 1HIIOro OOKy, mepepoOka iHdopmMalii TpuBae B
HUX HE JyKe MBUIKO; 0) Kareropis oci0 3 Hu3bkoamiuuTyaHowo EEIDT nemoHcTpye
HU3bKY CIIOHTaHHY aKTHBHICTh, MNPOOAHIM CXWJbHI OYyTH e€KCTpaBepTaMu Ta
OpieHTyBaTucCid Ha oTouylouux. OcoOiuBO A00pe pO3BHHEHA B HHUX MPOCTOPOBA
OpI€EHTAIlis; B) B TECTax, IO OILIHIOIOTH KOHIIEHTPAIIII0 YBaru Ta akKypaTHiCTh, 0COOU
3 TUQy3HUMU B-XBIISIMU TPHUITYCKAIOTh BEJIMKY KUTBKICTh TOMUJIOK, HE3BAKAIOUM HA
HU3bKY MIBUIKICTH poO0oTH. CTIHKICTh JO CTpeCy TaKOX HHU3bKa;, B) MpoOaHmu i3
MIBUAKAM BapiaHTOM HNOTHIMYHOTrO anbda-purmy (16-19 c), nepeBepiyroTh 1HIIKX B
aBCTPAaKTHOMY MECJIEHHI i B CIIPHTHOCTI pyXy. VIMOBIpHO, BOHM 3JaTHi IIBHJIKO
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nepepobnatu iHdopmariito. B mitepatypi o EEI" € moBimomieHHs: mpo MO3UTUBHY
KOPETSIiI0 MK anb(a-yacTOTOI0 Ta PO3YMOBOIO MAISUTbHICTIO. Y TeCcTax, IO
BHMAararTh 30pOBOr0 OPIEHTYBAaHHS B IPOCTOP1, CEPEAHI MOKA3HUKH B KIHOK TipIIe,
HIK y 4OJOBIKIB. Bylo BHSIBI€HO, IO Il 3/1aTHICTb OCOOJIMBO HE PO3BHHEHA Y
xBopux 3 cunapomom lllepemescbkoro-Tepuepa. OCKiIbKH B 30pOBOMY CIPUMHSTTI
OepyTh y4yacTh TIM'SHO-TIOTHJIMYHA 00JIACTh KOPH, IIIJIKOM MOXJIMBUU 3B'S30K MiXK
anb(a-aKTUBHICTIO B TOTUIWYHIN 00JacTi Ta BUKOHAHHSM 3aBlaHb y TeCTaxX Ha
IIPOCTOPOBI CIIPUAHSTTS.
7) eenemuuyna MiHIUBICMb Helipomediamopis (Pizionocisa Mo3Ky).

11.6. I'enemuuni acnekmu po3ymoeoi eiocmanocmi. I'enemukxa onuzoghpeniii

PosymoBo BijcTana jgroiMHA - «IHAMBII, HE3JAaTHUN O HE3aJIEKHOI COLIAIbHOI
apantauii» (British Wood Report, 1929). V Tabnuiii HaBeieHa 3arajJbHONPUMHSTA
TEPMIHOJIOT1S Ta KUIbKICHI XapaKTEPUCTUKH PO3YMOBOI BIJICTAJIOCTI.

Tabnuysa 8
TpanuiiitHa HOMEHKJIaTypa po3yMoBoi BifcTanocTi (3a @orenem ., MoTymnscki 1.)
Cryniab bpuranceka | AMepukanc | @pannys | [Ipubnu3zuuii piBEHb
nedexTy Ha3Ba bKa Ha3Ba bKa pPO3YMOBOTO  PO3BUTKY
Ha3Ba (3a bine)
IQ PO3YMOBUIA
(miTH) BIK, POKiB

CnaOkui Feebbe-minded | Moron Debil 50-69 7-10
(BUCOKOpaHTOBHUiA) | (pO3yMOBO (me6im) c1abko

HETIOBHOIIHHHI pO3yMHUI

)
Baxxkuil (cepennno- | Imbecil Imbecil Imbecil 20-49 3-6
abo ci1abKo ciabko ciabko
HU3bKOPAHTOBUI) pO3yMHUI pO3yMHUI pO3yMHUI
BaKKHH Idiot Idiot Idiot 0-19 0-2
(am3pKkopanroBuit) | (imior) (imior) (imioT)
HaiimenyBanns ans | Mentally Feeble- Oligophse | 0-70 0-10
BCIX CTYIECHIB subnormal minded nie

(medexTHuiA, Mentally BlJicTaINi

BiJICTAJINIA) retaraded ,

(po3ymoBO oxniropen
BiJICTAJINIA)

Hudpu, mo BigoOpa)karoTh MOMMUPEHICTH PO3YMOBOI BIICTAJIOCTI, BapilOIOTHCS B

3QJIEKHOCTI BiJl iX BHU3HAYEHHA. SIKIIO0 HIKHBOIO MEXE HOpMHU BBaxkaTu 1Q = 69
a00 piBEHb PO3YMOBOTO pPO3BUTKY 7-10-piuyHOI OUTUHHM, TO YACTOTa PO3YMOBOI
BIJICTAJIOCTI CTaHOBUTH 2-3% Bchoro HaceneHHs. [lepeBakHy OIIBIIICTh BUITAJKIB
MOKHA BITHECTH JI0 JIETKUX, TUTbKU OJn3bKO 0,25% HaceleHHs CTPaKIar0Th BaKKOIO
po3ymoBoro Biactamictio (IQ<5). Cepen HHX KUIBKICHO MEPEBAXKAIOTH XJIOMYHKH.
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[IpuurHamMu mepeBakaHHS YOJIOBIKIB Cepell XBOpHUX Ha oiirodpeHito €: 1) BUCOKa
4acTOTa 3YEIUICHHX 31 CTATTIO MyTalllil I'eHiB, JIOKAJi30BaHUX y X-XpoMocomi; 2)
CXWIBHICTh IUIOIB YOJIOBIYOi CTaTli A0 ILIKIJIMBUX BIUIMBIB B aHTEHATaJIbHOMY
nepioJil pO3BUTKY; 3) ICHYBaHHS OUIbII HU3BKOTO MOPOTY MPOSBIEHHS PO3YMOBOI 1
¢1310JI0T19YHOT HETTOBHOIIIHHOCTI ISl YOJIOBIKIB; 4) BIK OaThbKa € TOJJOBHUM YHMHHUKOM
y BUHMKHEHHI CBDKMX MYyTalllil P HU3ILI1 JTJOMIHAHTHO YCIaJKOBAaHUX XBOPOO.
YacTtoTa BUABICHHS PO3yMOBOi BIJICTAJIOCTI MOMITHO 3pOCTa€ Micis 6-7-piaHOTO
BiKy (MakCHMMaJIbHO B BiKOBii Tpyni 7-10 pokiB - 49,6%) y 3B'sI3Ky 31 BCTYIIOM JI0
IIKOJIU, JI€ 3aTPUMKH PO3YMOBOTO PO3BUTKY BUSIBISIOTHCS 3 OUIBIIOI HMOBIPHICTIO
yepe3 TPyAHOLIl B HaB4YaHHI. BusiBiieHa yacTtoTa B MOIYJSALIi 3HOBY 3HUKYETHCS
micisl 3aKiHYeHHS IIKUTBHOTO TMEpioJy, OCKUIBKM OUIBIIICTh 0Ci0, HE3JaTHUX
BUUTHUCS, MOKYTb BCE 5K TaKU JIOCSATTH 33/I0BUILHOTO PiBHS COLIAILHOT afanTallii.
Toune MOHATTS oJyirodpeHii TOHUHI HE YyHi(iKoBaHO. 3apyOikHI TEHETUKH 10
oyniropeHii BITHOCATh HE TUIBKH BUIIAJIKU 3arajJlbHOTO IICUXIYHOTO HEJOPO3BUHCHHS,
a W TOTOYHI OpraHiyHi MPOIECH: PpO3MOoYaTi B JUTIYOMY BIIll JEMEHIIIl
NOCTTPAaBMATHYHOI'O IIOXOJDKEHHS; MOPYIIEHHS PO3BUTKY IICUXIKH, OOYMOBIIEHI
COLIAJIBHOIO JIEPUBALIIEI0; COMATOI€HHI Ta IICUXOT€HHI 3aTPUMKH PO3YyMOBOIO
PO3BUTKY, TOOTO BC1 (popMH PO3yMOBOI BIACTANOCTI, 110 BUHUKIH 10 15-20-piuHOro
BIKYy. AJle Ha IyMKY BITYM3HSHHMX BYEHHX, OJirodpenii - ocodiauBa ¢popma XBopod
PO3BUTKY, 110 BUHUKAE MPHU BIUIMBI MATOTEHHOTO areHTa Ha MO30K TIJIbKU B MEPioj
roro wmopdosoriudoi (GyHKIIOHATBEHOT He3piaocTi. [Ipu 1bOMY BpaxoOBYETHCS
YpaK€HHS MO3KY TpH OJIroppeHii B mepiii TPU POKH KATTS AUTUHH. OCHOBHOIO
[ATOJIOTTYHOIO CYTHICTIO XBOPOOHU € BUSIBJIEHE MOPYLIEHHS (DOPMYBaHHS Ta PO3BUTKY
MO3KY. [3 rpynu osiropeHiii BUKIOYAIOThCS MPOrpeAieHTHI GpopMu ciiaboyMcCTBa,
NOCTIPOLECYaIbHI IEMEHIII1, TAMYACOBI1 1 BTOPUHHI 3aTPUMKH MICUXIYHOTO PO3BUTKY,
a TaKOXX pO3yMOBa BIJCTaNICTh, 00YMOBJIEHA COI[IOKYJIbTYPHUMU (aKTOpaMHu.

[Tatonoriuna Trpyna BkIOYae ¢GOPMHU  BIACTAIOCTI, 3YMOBJICHI PI3HHUMHU
FeHETUYHUMH Ta HETeHeTUYHUMHU MpuyruHamMu. OCHOBHUMHU KpUTEPISIMU IS
BiIMEXKyBaHHs oiropeHii Bijl IHIUX GOpM HEJJOYMCTBA €:

1) ypaxkeHHS MO3Ky Ha pI3HHX eTamax MHOro OHTOTEHETUYHOTO PO3BUTKY (B
aHTEHATAJIbHOMY NEPIO0JI1, 1] Yac MOJIOTIB 200 B MEpLIl TPU POKH KUTTS IUTHHH);

2) TOTajJbHE HEIOPO3BMHEHHS MCHUXIKM XBOPOrO MHpPH MPOBIIHOMY HEIOPO3BUTKY
BULIMX (OPM Mi3HABAIBHOI ISUIBHOCTI (CTPYKTYpa MCUXIYHOTO AEPEKTY).

Xoya pgaHa Tpyna 1 BHUKIIOYAE 3axXBOPIOBAHHS, BHUKIWKAHI EHJIOT€HHUMHU
YIIKO/DKEHHAMH MO3KY a00 1H(MEKIISIMU TUITy MEHIHTITY a0o eHiedaniTy, OUIBIIICTh
BUIAJKIB OOyMOBJICHI TeHeTHYHMMH TpudynHamu. Cunapom JlayHa TpuBamuii dac
OyB HAWMOIIMPEHIIMM JIarHO30M Yy JaHiil TaTONOTIuHIA Trpymi. Y 1el Kiac
BKJIFOYEHO TaKOX OUIbIICT (OPM PpPO3YMOBOI  BIJACTANOCTI, CHPUYMHEHHUX
BPO/DKEHUMH TMOMMJIKAMH MeTafoJli3My Ta YCHAJAKOBAaHHUX 3a ayTOCOMHO-
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periecuBHUM TUmoM. CIOJM MOKHA BITHECTH 1 JIesiKi ayTOCOMHO-JIOMIHAHTHI Ta X-
34erieHi perecuBH1 ctaHu. CerperamiiiHuid aHaai3 J03BOJUB MPUITYCTUTH, 1110 CEpell
BUIMAJIKIB I[OI'O KJacy, JIarHOCTOBaHUX B TeMNEpilIHIA yac sK HecneuudiyHa
pO3yMOBa BIJCTANICTh, MOXYTh OYTH MPUXOBaHI 1HUII MOHOTE€HHI ayTOCOMHO-
PELECUBHI CTaHU.

Bpomxene abo pano mpuabaHe ci1abOyMCTBO € HaMOUIbII 4YacTor (OpMOIO BCIX
NICUXIYHUX 3aXBOPIOBaHb. Y CEPEIHBROMY Cepell 3arajibHOi KITBKOCTI JiTed 13
HEPBOBO-TICUXIYHOO MaTooriero 20% XapakTepu3yOThCA MOPYIICHHSIM PO3YMOBOTO
pPO3BUTKY, 8,8% HasBHI cepel] BCIX MCHUXIYHO XBOPUX JOPOCIHUX, SIKI IepeOyBarOTh
Ha 00JIiKy B TICHXOHEBPOJIOTIUHUX AHMCIaHcepax. Y Hamlii KpaiHi cepes oniropeHis
80,3% cknagaoTh Je01IM - XBOpI 3 JIETKUM CTYNEHEM 1HTEJIEKTYyaJbHOI'O
Henopo3BuHeHHs (B CHIA - 75%), 15,9% - im6eminu (B8 CIIA - 20,0%), xBopi 3
iioriero - 3,8 % (B CIIA - 5%).

Hebinu - oniroppeHu, 31aTHI HABYATUCSA 3a CIEIIaTLHOI0 IPOrPAMOI0 Ta 3aCBOITH
B1JIHOBJIIOBAJIbHUX 3aXO/1B y AUTSYOMY Billl BAAETHCS HAJIalll JIOMOI'TUCS 3a0BIIBHOT
coliajpHOiI pealunitaiii. IMOeyuny - HEe 3/1aTHI JO HABYAHHS B CHEIlajbHIN IIKOJI,
aje iM MOJKHAa NPUILENUTH HECKIaAHI TPYyAOBI HABUYKHU. [diomu - TIUOOKO
HEJOYMKYBATi, HE 3/1aTHI 10 HABYaHHS Ta MPUCTOCYBaHHS B MOOYTI.

VY 3apyOikHUX KpaiHax JiarHo3 oJiro@peHii cTaBUTHCS TUIBKW Ha IMiACTaBl JaHUX
NICUX1YHOTO TecTyBaHHs, Ko 1Q Hwkue 70. o 1mi€ei kaTeropii MOTPaIuIsSiOTh JITH 3
MOPYIICHHSIM CIYyXy, 30pY, MOBJICHHS, PyXOBOi c(pepH, MOBEIIHKH, PAIe3JaTHOCTI.
KinpkicHa oOIliHKa 1HTENEKTYadbHUX MOXJIMBOCTEH 3MIMCHIOETHCS B OJMHUILX
koedimienta iHTenektyanbHocTl (IQ): Bix 0 mo 20 - imioTis, 20-40 - iIMOEUUIBHICTD,
41-50 - nerka iMOenmiIbHICTB, 51-70 - ae6inbHICTD, 71-90 - MpUKOpPIOHHA PO3yMOBa
BIJICTAJIICTh, BUIllE 90 - HOpMaJIbHI PO3yMOBI 3110HOCTI.

11.7. Emionocia ma knacugikayia oauzogppenii. Xapakmepucmuxka cmikux

¢hopm nopywienna ncuxiunHo2o po3eumxy

1. Posymosa eiocmanicms, 3ueniena 3i cmammio. [Ipyannaa GibII BUCOKOT YaCTOTH
XJIOMYUKIB CEpPeJ PO3YMOBO BIACTAIMX CTajJia 3pO3yMUTINION, KOIM OyIo
BCTAHOBJICHO, 110 B HU3I BHUMOAAKIB I O3HaKa 34elieHa 3 X-XpOMOCOMOIO.
[TommpeHicTh BCIX THIIB PO3yMOBOi BIJICTAJOCTI, IO JE€TEPMIHYIOTbCA X-
XpoMocoMoto, omiHeHa npubausHo B 1,8:1 000 gomoikiB. OTxe, 34eruieHl 3 X-
XPOMOCOMOIO 3aTPUMKH PO3YMOBOTO PO3BUTKY IMOIIMPEHI B HOJIOBIYiM MOMyJIAIIi Tak
camo IIKUPOKO, AK 1 cuHapom JlayHa.

HaiiGinem Bimomuil 1 mommpenuid cepen; 4osoBikiB (1 wa 2 000 — 4 000) Tun
PO3yMOBOi BIAICTANIOCTI - cuHOpom Mapmina-benna. Y XBOpUX 3 UM CHHAPOMOM
BUsIBNIeHa crienrdivyHa aHoMmantiss X-xpoMocoMmu: npubmmu3Ho B 2-35% BuMajkiB Ha
KiHIIl jgoBroro reya (Xg28) BUSBIAETHCS JIaMKa JUIsHKA. Takuii caMuii Mapkep
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MOXHA BHSBHTH B JEIKUX HOCIiB >kiHOWOi crati. KpiM MapkepHOi XpomMocoMH
OUTBLIICT XBOPHUX YOJIOBIKIB MAlOTh JAESKl XapakTepHi (Pi3W4Hi O3HAaKH, Taki, 5K
BEJIMKI ByXa, ONYKJIUHU 100, BUcTynatoul menend. [Q moxe Oytu 3HmxeHuil g0 30,
ajsie B OUIBIIOCTI BUMAJKIB nepedyBae B Mexax 50-60. MoBiIeHHsI XapaKTepu3yeThCs
NOCTIMHUMHU TOBTOpPAMH, IIMPOKO TMOMIMpPeHO 3aikaHHsa. Cyasuud 3 pPOJOBO/IIB,
MYTaHTHHM F€H MOKEe 1HOJ1 MepeaaBaTUCs HEypaXEHUMHU YoJoBikamu: juiie y 80%
TeTePO3UTOTHUX HYOJIOBIKIB-HOCIIB TPOSBISIETHCS po3yMoBa Bijcramicts. Cepen
TeTePO3UTOTHUX 32 II€I0 O03HAKOK KIHOK (peHoTurHa MiHmBICTh Taka: 30% ix 3
SABHUM NOPYIICHHAM Ncuxiku, 70% - 3 [Q HuxK4e cepeaHboro piBHs.

[Ipu crpoOi OMIHWUTH YacTOTy BIAMOBIMHUX MYyTAIlid TMOMYJSIIIAHI TEHETUKH
OPUITYCTUJIU, IO BTpATa I'eHiB, 00yMOBJIEHA 3HMKEHOI (EPTUIIbHICTIO iX HOCIIB, 5K
CTpaXIar0Th MOMIPHOIO a00 BaXXKOIO BIJICTaNICTIO, MOKE YaCTKOBO KOMIIEHCYBATHUCS
M1JBUIICHOI (EPTUIIBHICTIO HOCIIB TeHIB (0COOJMBO KIHOK), IO 3HAXOISATHCS 3a
PO3yMOBHUMHU 3/II0HOCTSIMU Ha MEX1 PO3YMOBOI BIICTAJIOCTI 200 TPOXU HUKYE HOPMHU.
IcHye GaraTo MOBiOMIIEHB, SIKI TOBOPSTH MPO MIJABUIIECHY PENPOAYKTUBHY 3/1aTHICTD
oci0, skl nepeOyBaroTh B IJIaHI PO3yMOBOI'0 PO3BUTKY Ha MEK1 HOPMHU ab00 HUXKYE ii.
Kpim cunnpomy Maprina-bemna icHye He MeHme 17 ¢popm po3ymMoBOi BiACTANIOCTI,
34eIUIeHUX 3 X-XpoMocoMoro. Okpemi GopMHu HACTUIBKH PiAKiCHI a00 MajoBigoMmi,
10 J1oc1 omyOJIIKOBaHI JIaHi JIUIIE 32 OJTHUM a00 JEKIILKOM POJAOBOJIaM.

[Hma curyamis crnocTepiraeThCs B TPYyIl 3 JIETKUM CTYIIEHEM pPO3yMOBOI
BIJICTAIOCTI. SIK paBmIio, TyT Habarato MeHIle BUIAKIB €HJOT€HHOTIO MOXO0IKEHHS
Ta CIIOCTEPITAETHCS BUPA3HUM MATEPH CIMEMHOTO OOTSHKEHHS: XBOPI Ha BAXKKY (popmy
pPO3yMOBOi BIACTAJIOCTI 3a3BUYail MarThb HOpPMaJbHUX OAaTbKIB 1 JUIIE 3piaka
YPAXKEHUX TIEK ) HEAYror CHOCIB, YacTKa YpaX€HUX POJMYIB B IPyMi 3 JIETKOIO
PO3YMOBOIO BIJICTAJIICTIO BEJIMKA.

2) Abepayii X-xpomocomu.

UucenpHi Ta CTpYKTypHi abeparii X Ta Y-XpoMOCOM 3a3BHUYail NMPU3BOIATH JI0
HabaraTo OUIBII M'SKMX TIOPYIICHh EMOpPIOHAJIBHOTO PO3BUTKY, HIK abeparii
ayTocoM. binbIicTh COMaTUYHUX BiJIXWJICHB, 0 BUSBISIOTHCS MPH IIUX CUHAPOMAX,
MOB'SI3aHI 3 aHOMAaJbHUM CTAaTEBUM PO3BUTKOM. Po3liamy TCUXIKM HE HACTIIBKH
BaXKK1 Ta 1HOJI MOKYTh MaTH OCOOJIMBUI XapakTep.

Cunnpom Knaitnbenbrepa. CranmaptHuil juist cunapomy kapiotun XXY; iHoAl
3ycrpivarothes 1HIN kKapiotunu (XXXY, XXXXY, XYY); BupaxeHuil Takox
Mo3ainu3M. Jlopociii XBopi B cepeAHbOMY € MPUOJIU3HO HA 6 CM BUIIIMMHU 32 3pOCTOM,
HDK 1X HOpMaJibHiI OpaTH, TOJOBHUM YMHOM 32 PaxXyHOK OUIbIIOI JOBXKUHM HIT. [0
AHOMAJIII0 POCTY MOJKHA TOMITUTH BXE B JUTHHCTBI; B MEPIOJI CTATEBOi 3pIIOCTi
CIIOCTEPITAEThCS HENOPO3BMHEHHS CTaTeBUX OpraHiB: s€4YKa MAalOTh HEBEIUKI
poO3MipHu, XBOpi O€3IUIAHI B pe3ysbTari acnepmii. Ajle BOHM 3]1aTHI 301HCHIOBaTH
cTaTeBUU aKT. BUIbIIICTh MATONCHUXOJIOTTYHUX CUMIITOMIB Yy TaKUX XBOPUX MOKHA
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MOSICHUTH 3MEHIIICHOIO MPOAYKIIEI aHAPOTeHIB, HEOOXITHUX HJisi HOPMAJIBHOTO
PO3BUTKY crieM(iTHOT ICUXIKHU B YOIOBIKIB.

XBOp1 AEMOHCTPYIOTh TPOXHU 3HM>KEHHUM 1HTEJIEKT, IPU LIbOMY OCOOJIMBI TPYHOILI Y
HUX TOB'A3aHl 3 HaBYaHHSIM YMTAaHHIO Ta nucbMy. CepenHe 3HaueHHs [Q 3HMKEHO
HIKYe HOpMHU - 88-96. 3rigHO OJHOTO MPOBEICHOrO MOCTIKEHHS, B 7 3 30 Takux
XBOpUX CIIOCTEpirajgacsa TsDKKa JIUCIEKCis, @ B TPbOX IHIIKWX BHSBJICHI 3aJIMILIKOBI
o3Haku nucinekcii. Tumosuii xBopuit 3 curapomom KiaitHpenbTepa mMae macHUBHO-
arpecuBHY, 3aMKHYTY, 1HAHTUIBHY MOBEAIHKY; 115 JIIOJIMHA BAXXKO CIPABIISIETHCS 3
BUMOTAMH KUTTS. 3IaTHICTh XBOPOT0 BCTAHOBIIIOBATH HOPMaJIbHI COLIlaJIbHI 1 CTaTEB1
BIJIHOCUHM 3HMKEH1. [HOJII BIH BUCJIOBIIIOE MPOTECT MPOTH 1€l CUTYAIlll cajaxamu
arpecii. ToMy Taki XBOp1 YacTille BHSBJISIOTHCS CEpel MPaBOMOPYIIHMKIB, HIK B
3aranpHid momynsanii. CTymiHb TSXKKOCTI PO3YMOBOI  BIJACTAJOCTI IPOMOpIiiiHA
30UIBIICHHIO KUTBKOCTI X-xpomocoM. Ilpu Mo3zainu3mi MOMITHHUX BIIMIHHOCTEH B
MOPIBHSHHI 3 HOCISIMHM CTaHJIAPTHOTO KapiOTUITY 32 IUMU O3HAKAMHU HEMAE.

Cunnpom Tepuepa. Crangaptaa ¢opma Mae kapiotunt XO, MpoOTe CIIOCTEPIraeThCs

0arato CTPYKTypHUX Bapiailii 1 mo3ainu3M. JliBuaTka 100pe BCTUTalOTh B IIKOJ1
(BoHM cTapaHHi 1 10Ope MOBOASTHCS), OJHAK MarOTh 3HMWkeHE [Q. B HUX iCHYIOTH
PO301KHOCTI Mk MokazHukamu 1Q, BU3HaueHUMH 3a BepOabHOIO Ta HEBEPOATBbHOIO
YacTMHAMM IIKaIM 1HTENeKTy Bekcenepa mns gopocnux 1 giTed. 3a10HOCTI, 110
BU3HAYAIOTHCS BEpOAJbHOIO YAaCTHUHOIO, MepedyBaiu B MeXaxX HOPMHU, a BUKOHAHHS
nii Oyno moripmieHo. BumnpoOoByBaHI TOBOPWIM, IO iM BaXKO PO3YMITH
MaTeMaTuKy, 0coOMMBO anreOpy. XBOpi TOTaHO CIPABISIOTHCS 13 3aBJIaHHSIMH,
NOB'I3aHUMH 31 COPUMHATTAM MPOCTOPOBOI opraHizamii (CKIagaHHS KOMIIO3MIIHN 3
KyOuKiB, 301pka mpeaMeriB). Moxe OyTH NPHCYTHE TaKOXK IMOPYLIEHHS 34aTHOCTI
paxyBaru. IIpocropoBa ciinora NpU3BOAUTH TAKOXK 10 TPYAHOUIIB Yy pPO3pI3HEHHI
npaBoro Ta JiBoro  HampsmiB. IlepenOauyaeTbcsi  HasBHICTD Yy  XBOPHX
byHKIIIOHATBHOTO JAeeKTy B TIM'SHIM JUISHIN, TOB'A3aHOTO 3 HEIOMIHAHTHOIO
M1BKYJICIO.

[HIIMME YacTHMHU CHMIITOMaMHU € 3arajibHa 3aTpUMKa MCUXIYHOTO PO3BUTKY Ta
1HQAHTUIBHICTh TCHXIKM B JOpOCiuX. I[HTEpecM XBOpPUX HYacTO OOMEXKEHi
0aHaJIbHUMM pEYaMU; B CBOIX COLIAJIBHUX B3a€EMHUHAX BOHM BIAITParOTh MIJJIETIY
poJib. Onucana Takok KOMIIEHCYIOUM AaKTUBHICTb CepeJl OLIbII PO3BUHEHUX XBOPHUX,
gKa OyJjia cupsiMOBaHa Ha CIOPT 1 HaBYaHHS. AHTHCOLIAJbHA MTOBEAIHKA BIACYTHA a00
cnabko BUpakeHa B MPOTHIEXKHICTE XBopuM 3 XXY 1 XYY. CekcyanbHl HOTATH
3a3BUYail HEJOPO3BUHEHI; OJIHAK XBOP1 4aCcTO MepeOyBarOTh y IUTIOO1.

CHHIIpOM TIOTPOEHOI X-XpPOMOCOMH (CHHAPOM TPUILIO-X). BIgbIIICTh KIHOK 13

kapiotunoM XXX HOPMallbHO PO3BUHEHI Ta MalOTh JiTeil. XHiil iHTEJIeKT 3HAUHO
HUXKYEe cepenHboro. He MoXHA TOYHO BHU3HAUMUTH, HACKUIBKM XXX-KaploTUI
MIJBUIIY€ CXWIBHICTh JI0 TICMXO3IB, ajie, 3a OILIHKOI JIeSIKUX aBTOPIB, 4acTOTa
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0JiropeHoOIOIOHNX TICHXO031B MOXKe 30uIbIIyBathcss BTpuyi. HemopaBHO B
Oaratbox KpaiHax OyJu MpOBEAEHI JOCHIIKEHHS XPOMOCOM Yy HOBOHAPOKEHUX, SIKI
NOKa3zajid, 1o 4YacToTra mnosBu XXX-kaploTuily cTtaHoBUTh npubauzno 1: 1 000
Hapo/ukeHb. Och 4YOMy JOCHIKEHHs 1HAMBIAIB 3 XXX-KapioTMIOM € BKpai
HEOOX1THUM.

Cunapom XYY. Cepenniii pict XxBOpuxX 3 TeHOTHMNOM XYY IIOMITHO BHIIIE

CEPEeNHbOr0 B MOIMYJIAIi, 3 SKOT BOHU MOXOAATh. barato 3 HUX MarOTh HOPMAJIbHHMA
CTaTeBUU PO3BUTOK 1 31aTHI Matu AiTeil. Posmoain 1Q 3pymenunii 10 61111 HU3bKUX
3HAYEHb; JESK1 XBOPI MOKA3yIOTh CEPE/IHIN PIBEHb 1HTEJIEKTY, aJle CEPEIHE 3HAUCHHS
IQ 3HaxoauThcest B Mexax 80-88.

Cunznpom XYY HaOyB MIMPOKOI MOMYJSPHOCTI micist Toro, sk Jlxelikooc B 1965
poli MpOBIB AOCHIIKEHHS 0Ci0 31 3HM)KEHHUM IHTEJIEKTOM, fKI MepeOyBaroTh MiJ
HarJSIIOM B CHELIaJIbHIA YCTaHOBI BHACHIAOK iX «HEOE3MEYHOi CXHJIBHOCTI 10
HAaCHUJIbCTBA Ta 3JI0YMHIBY. BusBunocs, mo 12 3 196 npobanaiB manm kapiotumn XYY,
TOOTO yacToTa HabaraTo MepeBuIlyBaia ouikyBany. Hezabapom 111 pe3ynbTaTu Oynu
OiATBEp/DKEHI HHU3KOK0 1HIIMX aBTOPIB MHpH OOCTEXEHHI o0ci0 31 3HIKEHUM
IHTEJIEKTOM 1 arpeCUBHOIO IOBEJIIHKOIO (TOJIOBHMM YMHOM YOJIOBIKIB, OCOOJIMBO 3
BHUCOKUM 3pocToM). Ha mijicTaBi oTpuMaHux JaHux OyB 3p00eHU BUCHOBOK PO T€,
0 AaHTHUCOIllaJbHA TMOBEAIHKA YOJOBIKIB 3 reHoTurnoM XYY 00yMmoBieHa
MPUCYTHICTIO T0AATKOBOT Y -XpOMOCOMH.

[TosicHeHHS 1ILOTO BUSBHUJIOCS MPOCTUM. Bigomo, 1110 40JI0BIKM O1IBII arpecuBHI,
HIX JKIHKH, NP IIbOMY B YOJIOBIKIB € OJHA Y-XpOMOCOMa, a B KIHOK I HEMae.
MoxHa NpUITYCTUTH, WO SKIIO B TEHOTHUI JBI Y-XpPOMOCOMH, TAKUH «CyIep-
YOJIOBIK» Oy/e BJBIUl AarpecUBHINIE HOPMAJIBHOTO Ta 3MOXKE 3AIMCHUTH aKT
HAaCWJIbCTBA. XapakTep 3JI0YMHIB OyB TakMM CaMUM, K 1 B IPABOMOPYIIHHUKIB 3
AQHAJIOTIYHUM CTYNEHEM HEJOCTATHOCTI 1HTENIEKTY 1, 30KpeMa, y 4YOJIOBIKIB 3
cunapomamu Knalindenprepa. Tak 3BaHi IHTENEKTyalbHI 3JI0YMHM OYJW BIACYTHI,
HMOBIpHO, BHACIIIJIOK HU3BKOT'O CEPEAHBOTO PIBHS 1HTENEKTY MpobaHaiB. BiamnosiaHi
JOCITIKEHHSI BUSBWIM CEpeJl HOBOHAPO/DKEHUX YOJIOBIYOI CTaTli MOMyNSAIIAHY
gactory Omms3pko 1:1 100, anamoriuny 4dactori cunapomy KialHpenbrepa.
HocnimkeHHsiMu, mpoBeaeHuMu Ha BuOipmi 4139  yonosikiB  (D.Dorens),
BCTAHOBJIEHO, IO JEsSKa YacTKa BIJIMIHHOCTEH B 3JIOYMHHOCTI MK TIpynamu 3
kapiotunamMu XYY 1 XY NOSICHIOETHCS 3HUKEHUMH THTEJIEKTOM 1 COI[IOEKOHOMIYHUM
cratrycoM OarbkiB. OpHakK HaBITh IICIA BHUPIBHIOBaHHS LHMX (PAKTOPIB PIBECHb
3JIOYMHHOCTI cepea HOcliB XYY 3alMmuBcs migBUIeHUM. [Ipudomy BiIIMIHHOCTI €
JOCTOBIpHUMH 3 piBHeM 3HauyuMocTi 5%. OTKe, IHTEIIGKT MOXKHA BBa)KaTH
BXJIMBOIO TIEPEMIHHOIO, IO BHU3HAYA€ B3aEMOJII0 MDK aOEpaHTHUM KapiOTHIIOM
XYY Ta niBUIICHOI CXWIBHICTIO 10 KpUMIHANBHOT noBeAiHKU. [IpunyiieHHs npo
Te, 1O 3picT 30uIbHIye 4yosioBiKaM XYY HMOBIPHICTE OyTH 3aCyKEHHMH, HE
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BJIAJIOCS MiATBepAuTH. BusBuiocs, mo npobanau 3 XYY 0e3 KpUMIHAJIBHOTO
MUHYJIOTO HaBITh TPOXH BHIIE, HI’K TPABOIMIOPYITHUKH.

[le mocmiKeHHs] B CYKYITHOCTI 3 Oararbma iHIIMMU poOOTaMu J103BOJISIE CKJIACTH
HACTYNHI BUCHOBKHU: 1) yosoBiku 3 XY Y-HaA0OpOM CTaTeBUX XPOMOCOM BIJHOCHO
yacTime, Hixk HopMaibHi (XY) 1HAUBIIN, TPOSBISIOTh aHTUCOIIATBHY TTOBEIIHKY; 2)
YacTUHA I[bOTO PHU3UKY BH3HAYAETHCS MOPYHICHHSM IHTENEKTyalbHUX (QYHKIIH; 3)
OUTBINICT, YOJOBIKIB 3 TeHOTHIOM XYY CTpPaXJarOTh JOJATKOBUMH, O1LIBII
crenu@iuHUMHA TOPYIICHHSMUA OCOOMCTICHUX XapaKTEPUCTHUK, SKI 3aBaXKaloTh iM
IPUCTOCOBYBATHUCS JI0 COIIATLHOTO OTOYCHHSI.

Jlexuis 12
I'eHeTH4YHI OCHOBM ICUXIYHOI'O TU30HTOI€HE3Y

CyuacHa cTaTHUCTHKa, 310paHa BCECBITHBOIO OpraHizaifi€lo OXOPOHH 3J0pOB'S
(BOO3), cBigunth mpo Te, mo KokHa 10-a TUTHHA, IO MPOXKUBAE B PO3BUHEHHUX
KpaiHax, CXWIbHA JO0 PU3UKY JIEBIAHTHOT'O MOJYJS PO3BUTKY NMPUHAWNMHI B OJHIN 3
oro ¢opm (KpuMiHalbHA TOBEMIHKA, €Mi30au JAenpecii abdo TPUBOKHOCTI,
HEaJeKBATHICTh PO3YMOBOr0, IHTEJIEKTYaJbHOTO ab0 €eMOLIHHOTO PpPO3BUTKY).
Po3yMiHHS eTionorii X BIAXWIEHb BiJ HOPMAJIbHOI JIHII PO3BUTKY € OJIHIEIO 3
HAWBaXJIMBIIINX HAYKOBHUX 3aBJaHb, 110 MAIOTh BEJIUKE MPAKTUYHE 3HAYCHHS.

3a ocranHi 10-15 poxkiB BiAOyBCS CHpaBXKHIA TPOPHUB y BHUBYEHHI T'C€HETHUKH
pi3HUX (GopM BIAXWJICHb BiJ HOPMAJBLHOIO PO3BUTKY B JIUTS4YOMY Bimi. Bin
MOSICHIOETHCS HACTYMHUMH OOCTaBMHAMHU: TO-TIEpIIE, MO IBOTO Yacy HAKOMUYEHO
BEJIMKY KUIBKICTh 1H(pOpMALIil PO Te, M0 TeHETUYH1 (pakTopu (B Til 4K 1HUIN MIpi)
BIUTUBAIOTh HA PO3BUTOK IICUXIYHMX 3aXBOPIOBaHb SIK B JOPOCIOMY, TakK 1 B
OUTSYOMY BIlll; MO-Apyre,  po3poOieHl METOAM OMHUCY Ta OI[IHKH JUTAYUX
(eHOTUMIB, 110 pPO3BUBAIOTHCS B pe3yJbTaTi pPI3HUX (GOPM JTU3OHTOTEHE3Y
(«1M30HTOTEHE3» - 30ipHE IMOHATTS, 110 O3HAYa€ BCl THMH JCBIAHTHUX (TaKuX, IO
BIIXUJISIFOTHCS BiJl HOpMH) (POPM JUTSYOTO PO3BUTKY); MO-TPETE, HOBITHI BIIKPHUTTS
MOJICKYJIIPHOT TEHETHUKH JO3BOJMJIA BUKOPHUCTOBYBAaTH TEHETUYHI MapKepH,
JTOCTYMHICTh 1 IMPOCTOTAa B IMOBO/DKEHHI 3 SIKUMH Jalld JOCIITHUKAM MOJKJIHBICTh
JETAIBPHO BHUBYATH MEXaHI3MH TEHETHUYHUX BIUIMBIB Ha PO3BUTOK IICUXIYHUX
B1JIXUJICHb.

OxapakTepu3yeMo pi3HI BaplaHTHU BIJIXUJIEHbB, SKi, MPOTE, MAIOTh 3arajlbHUM TOU
dakT, 10 B €TIONOTii KOXKHOTO 3 HHUX ICTOTHA POJb HAJIEKUTh TE€HOTHIY, IO
€KCIIEpUMEHTAJILHO JIOBEJIEHO OaraThbMa MCUXOTEHETUYHUMHU AOCTIDKEHHSAMU. 3a
IHIITMMU O3HAaKaMu (CKIAAHICTh KIIHIYHUX OMKCIB, MOMMUPEHICTh TOIIO) 11 PEHOTUITH
pi3HI.
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12.1. Aymuszm

Ayt3am (cuHAPOM 1H(AHTUIBLHOTO ayTHU3MYy, NWTAYE 3aXBOPIOBAHHS AayTHU3MY,
cunapoM KanHepa, paHHIM AUTSYMA ayTU3M) SK KIIHIYHMA cTaH OyB BIEpIe
onucanuii JI. Kannepom B 1943poiti Ha npukiaai 11 giTei, mo BiApi3HIKCS, 32 HOTo
XapaKTEPUCTUKOIO, BPOJKEHOIO BaJIOI0 IHTEPECY 10 JIFOACH 1 MIBUIIEHUM 1HTEPECOM
0 He3BUYAMHMX HexuBux npeameriB. Ilpu omwmei uux mgiter  Kanuep
BUKOPHUCTOBYBAaB TEPMIH «ayTU3M», SIKHA BXKHUBAaBCS TPU OMHUCI KpaHBOI
€rOLIEHTPUYHOCTI Ta BITUYKEHOCTI MUCIeHHS mu3odpenikiB. e dhakt nmpussis 10
(dopMyBaHHS TOMUIKOBUX YSBJIECHB MPO 3B’SI30K MIM30(PEHIi 1 ayTU3MY: BBa)KajIoCs,
IO HACHIAKaMH AUTSIYOTO ayTU3My € BaXKl (OpPMH TNCHUXIYHUX 3aXBOPIOBAHb Y
JOpOCTIOMY BIlIl, YacTiiie 3a Bce - mu3odpeHisa. OnHaK 3a OCTaHHI JiBa JE€CATUIITTS
NEPEKOHJIMBO JOBEJICHA ETIOJNOTIYHAa CAMOCTIHHICTh AUTSYOTIO ayTHU3MY, B PO3BUTKY
SKOTO 3Hauylla pojb HAICKHUTh HehpoOiojoriunuMm dakTopaMm. BigmoBigHo 10
cydacHux Hozosoriyanx knacudikamit (MKbB -10 1 DSM - 1V), aytusm HanexuTh 10
CTIMKHX CHHIPOMIB MOPYIICHHS IICUXIYHOTO PO3BUTKY.

YacToTa HapOo/KEeHHS ayTU3My CcTaHOBUTH npubau3zHo 0,02%. Cepen 4o0yOBIKIB
el CUMIOTOM 3ycTplyaeTbcsi B 4-5 pa3iB yacrimie, HDK cepel >kKiHOK. Yacrimie
XBOPIIOTHh NEPBICTKU. CHOCTEPIraeThCsi 30UIBIICHHSI YaCTOTH ayTU3MY CEPEll €BPEIB.
[TommMpeHicTh CUHAPOMY HE 3aJIEKUTh BiJl KyJIbTYpPH, COLIAIBHOIO CTaTyCy Ta PiBHS
IQ #ioro HociiB. biusbko 2% nopociux XBOPUX Ha ayTU3M 37aTHI JO HE3aJIEKHOIO
icnyBanHs, 33% - 37aTHi A0 enemeHTapHHX (opm camooOciayroByBaHHsA, 65% -
noTpeOyIOTh MOCTIHHOT JOTIOMOTH Ta MiATpUMKH. biam3pko 80% XBopux Ha ayTU3M
BUSBIISIIOTh TAaKOK PO3YMOBY BIJCTANICTh PI3HOrO cryrneHd. Kopekuis cuHapomy
MO>KJIMBA, aje JJii COPUATINBOTO MPOTHO3Y BUPIMIATHHUMHE € PaHHS J1arHOCTHKA Ta
CUCTEeMAaTHU4He, iJECTPIMOBAaHE BTPYIaHHS.

Ha Biaminy Bif mm3o@peHii, nepiii NposiBU ayTU3My CIOCTEPIraloThCsi HEBOB3I
mic/is HApOKeHHs a60 MPOTArOM NEpIINX I'STH POKiB XKHUTTA. VOro OCHOBHHMH
CUMIITOMaMH €:

- NOpYUIeHHs COYianbHo20 po3sumky (BIICYTHICTh IHTEPECY A0 COIllaTbHUX KOHTAKTIB
3 OaTbkamMu a00 IHIMUMHU JOPOCIHMMH, BIJACYTHICTh 200 HETOPO3BUHEHHS KOMILIEKCY
[OKBAaBJEHHS, MEPIIMX MOCMIMIOK, €MOLIMHOI NPHUXUIBHOCTI; ITHOPYBAaHHS
OTOYYIOUYHMX, HE YCBIJOMITIOBAHHS iX SIK OCOOMCTOCTEH; HAINOJETIUBE MParHeHHs 10
CaMOTHOCTI Ta yCaMITHEHHIO);

- giocymHicmb ab0 HeOopo38uUHeHHsT MogleHHs (HE3MAaTHICTh JTUTUHH BXKUBATH
MOBJICHHS $IK 3aci0 CIJIKYBaHHS, HEBUpA3HE TMOIyramno/i0He MOBJIEHHS, PO3BUTOK
exoJiajii, HeeMOIIHICTh MOBJICHHS);

- He30amHuicms 00 MUCTeHHS HA OCHOBI CUMBOB, AHANL02Il, ADCMPaKyill;
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- He38uuHi peakyii Ha cepedosuwje (BUpaKEHE TMPArHEHHS JO CaMOTHOCTI,
0€3LIBHICTh MOBEAIHKH, NOBTOPIOBAHUI XapaKTep PyXiB, HE3JATHICTh A0 POJIbOBUX
1rop, (ikcaiisi Ha OJHOMY acCIeKT1 IPeaIMeTa);

- cmepeomunuicms y nogedinyi (MparHeHHs 30eperTy MOCTiHHI, 3BUYHI YMOBH KUTTS
Ta OMip HAWMEHIIIMM 3MiHaM y CEPEJIOBHII 200 B )KUTTEBOMY TOPSIJIKY ).

Jly’)ke HeBellMKa KUIBKICTh XBOPUX Ha ayTU3M 3JlaTHA JO TMPOSIBY OKPEMUX
BUHATKOBUX 3/1I0HOCTEH (HAIPHUKIIAA, 10 MAIIOBAHHS Ta MaTEMAaTUYHUX OOUYMCIICHB),
OJIHAK CIEKTP TAaKUX 3/1I0HOCTEH HE KOMIIEHCY€E 3araJIbHI HU3bKUI PIBEHb PO3BUTKY
IHTEJEKTy Ta ajanTtauii 10 cepeJoBUIIA.

ETionoris aytusmy HeBizioma. Y JiTeparypl € HOBIAOMIIEHHS, IO L€l CHHIPOM
MoO>ke OyTH HACHiJIKOM 3aXBOPIOBAHHS KPACHYXO0, a TaK0X O3HAKOI OPraHigHOTO
3aXBOpIOBaHHs. PaHHI Teopii maTorene3y XBOpoOM MOCHUJIAIMCS HAa MOKJIUBI BIUIMBU
dakTopiB cepeoBuIla (HANMPUKIAA, HECIPHUATIUBI OAThbKIBCHKO-IAUTSIY1 BIJIHOCHHH,
nuc(yHKITIOHANIbHI CiM'T), aje CydyacHi JIOHTITIOJHI JOCHTIIKCHHS HE BBaXKAIOTh
MPaBWIBHUMHU II1 TIMOTE3H, a BKa3ylOTh Ha YacTi mopymieHHs ¢pyHkiionyBanus [[THC
(CTIMKICTh MNPUMITUBHUX pe(deKciB, 3aTpuMKa B BCTAHOBJEHHI MOJyLIAPHOI
JTOMIHAHTHOCTI , BiaxuiieHHs B EEI" 1 komn'toTepHUX OlliHKaX MO3KOBO1 aKTUBHOCT1).
Opnak cneundiuni gedeKTH, O aCOUIIOTLCA 3 ayTU3MOM, IlI€ HE BUJILIEHI. XBOpi
BIJIPI3HSIOTHCS BUCOKMM PIBHEM CEPOTOHIHY (HEWpOTpacMiTTepa) B nepudepuyHux
BIIJIIJIaX MO3KY. ['€HeTHMYH1 JOCHIUKEHHS ayTU3My CBi4aTh IPO BHUCOKY
KOHKOPJIAHTHICTh CHOJIIHTIB, OCOOJMBO OJIU3HIOKIB, IO BKa3y€ Ha CHAJIKOBHI
XapaKkTep JaHOTO 3aXBOPIOBAHHSI.

BuBYeHHS TeHETHYHMX MEXaHI3MiB, IO BIUTMBAIOTh Ha (POPMyBaHHS ayTHU3MY, €
OJTHI€IO 3 HAWUCKIIAIHIMINUX 3aBJAaHb ICUXOTEHETUKH TUTSIOTO JIEBIaHTHOTO PO3BUTKY.
TpyaHolll BUBYEHHSI 00YMOBJIEHI, MO-NEpIe, TUM (PAKTOM, L0 ayTU3M — PIIKICHE
3aXBOPIOBAHHS 1, MO-Jpyre, cepen OaThbKiB ayTUYHUX [ITEH CHOCTEPIraeThes
TEHJICHIIISl CB1JIOMOTO OOMEXXEHHS JITOHAPO/KCHHS IICIS MOSIBU B CIM'T TUTUHM 3
aytusmMoM. IloMiueHo, 1m0 B AiTel - ayTUCTIB ypaxeHl SK pa3 Ti IHTErpalliiHi
MO>KJIMBOCTI, $IK1 SICKpaBO BHpa)K€HI B iXHIX 0aThKiB. 3a3BUYail OaThbKU TaKUX MITEH
MaloTh HAJ3BUYAWHO BHUCOKHM OCBITHIH 1 IHTENEKTyadbHUW pPIBEHb, EMOIIIHO
XOJIO/IH1, HAYNTaHI, IHTPOBEPTH IIHM301HOIO THUITY; JUJISl HUX XapaKTepHAa BIACYTHICTb
NOYyTTS TyMOpYy Ta TparHeHHs JO0 CaMOTHOCTI, PO3AyMiIB, HEEMOLIiHA
o0'ekTHBHICTh. Taki OaTbKM BXOIATh B €NITY 3a IHTEJIEKTYaJbHUM pIBHEM, WIO
cknagae 1% wHaceneHHs 1uiaHeTH. [l OaThKiB  IITEH-ayTHCTIB XapaKTepHA
BUOIPKOBICTH IUIOO1B. SIKIO MOJIS Ali IOMIHAHTHUX T'e€HIB OaThKa 1 MaTepi 4aCTKOBO
30iraroThbcst 400 B3a€MOJIII0Th, BUHUKAE CXUIBHICTD JI0 JUTSYOTO ayTU3MY.

JlocnmimKeHHsT MOHO3UTOTHUX 1 IM3UTOTHUX OJHOCTATEBUX OJIM3HSAT, HE CTAPIIUX
25 poKiB, XBOPUX Ha ayTU3M, 3apeectpoBanux y anii, @innsauaii, Icnanaii, Hopserii
ta [lIBeliuapii, M03BOIWIM BUABUTH MapHYy KOHKOpPAAHTHICTH 91% g M3
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omusHIoKIB 1 0% nmna A3 (amamizyBamacs 11 map M3 1 10 map /I3 Onu3HIOKIB).
Bi13HIOKOB1 AOCIIIKEHHSI, TAKUM YHHOM, MIATBEPKYIOTh TIIOTE3Y NMPO FreHETUYHUN
BIUTUB HA TPOSBIICHHS Ta PO3BUTOK ayTm3my. OpHaK HI B OJHOMY 3 JOCHIIKCHb
KOHKOpJIaHTHOCTh M3 Onu3HiokiB He ckjana 100%. s mosSiCHEHHS 1bOTo
dbeHoMena Oyyu 3amporioHOBaHI ABI rimore3u. llepia cTocyBamacss €TiOJOTTYHOT
BXJIMBOCTI CEPEJIOBUINHMX BIUIMBIB. 3T1IHO 3 JPYrol0 TiNMOTE3010, OJIM3HIOKOBA
KOHKOPJAHTHICTh 32 ayTU3MOM MOK€ OyTH pe3yJIbTaToOM TOro, 0 1eil (peHorum €
KpaiHbOI0 (OPMOIO BHUPAKEHHSA SIKOTOCh 1HIIOTO TIICUXIYHOTO 3aXBOPIOBAHHS.
MoxIuBO, JeKiibka B3a€MOAIIOYMX (AKTOPIB CHOPUUYUHIOIOTH  (POPMYBAHHS
dbeHoTHy ayTH3My, SKHHA HAHOUIBII BIIXWISETHCS BiJA HOPMH, a TCHETHYHA
CXWIBHICTD ICHYE 1 JIJI1 MEHIII BUPAXKEHUX, MEHIIT BAXKUX (HOPM ayTU3My MOA10HOTO
JTN30HTOTCHE3A.

Jeski cnenudivyal TeHeTUYHI TinoTe3u OyJu mpoTecToBaHi. B nesakux HayKoBUX
poboTtax Oynu BigKMHYTI OaraTodakTOopHa IMOJIT€HHA TimoTe3a 1 TimoTe3a Mpo
nepenayy ayTHU3My SK JIOMIHAHTHOI O3HAKH, TEpPEeBIpeHa 3a JIOTIOMOTOK) METOIY
KJIJACUYHOT'O CEerperamiiHoro aHamizy. Ajse rinores3a nepenadi ayTu3My B CHAJOK SIK
PEIECUBHOI O3HAKM CTAaTHCTUYHO Ma€ MPaBO Ha iCHyBaHHS. /€Ki IMCHXOTCHETHKHU
CTBEP/KYIOThb, II0 TUI YCHAJKyBaHHS ayTU3My HaNOUIBIIOI MIPOIO BiANOBIAAE
3MIIIaHI TEHEeTHYHIM MOJCHI, SKa BKIIOYAE SK BIUIMB TOJJOBHOIO TI'€Ha, TakK 1
HasSIBHICTb MOJITEHHOTO (POHY.

Takum 4MHOM, TOCHIKYIOYH T€HETUKY ayTHU3MY, BaKJIMBO MaTH Ha yBasl, 11O 1€
reTeporeHHe 3axpoproBaHHs. [lepenbavaerbes, M0 ayTH3M Ma€ MHOXKHWHHI €T10JIOT1I.
VY HU3L1 JoCHiKEHb OyB MOMIYEHUN 3B'SI30K MK PO3BUTKOM ayTU3MY Ta CUHAPOMY
Typerra, ayTusMy Ta CHHAPOMY JaMKOl X-XpOMOCOMH. € IPUIYIIEHHS, 0 MOXYTb
ICHYBaTH 1 HEr€HETUYHI BIUIMBH, [0 MPU3BOJATH 10 PO3BUTKY ayTHU3My. XBOpoOa
MOKE€ PO3BUBATHCS TICIS TEPEHECEHUX B PAHHBOMY JTUTHHCTBI 3aXBOPIOBaHb
(KpacHyXH, PETHHOOJACTOMH, XBOpPOO NIUTOBUIHOI 3amo3u). Ha OCHOBI muX
pe3yabTatTiB 1 HOPMYETHCS TIIOTE3a MPO €TIOJOTIUHY T€TEPOTeHHICTh ayTU3MY.

[lpyurHM ayTU3My TICHO TOB'S3aHI 3 T€HaMH, [0 BIUIMBAIOTH HA JIO3PIBaHHS
CUHANTUYHUX 3B'A3KIB y TOJIOBHOMY MO3KY, IIPOTE T€HETHUKA 3aXBOPIOBAHHSI CKJIaIHA,
1 B JaHUW MOMEHT HE SCHO, IO OUIbIIE BIJIMBAE HA BUHUKHEHHS PO3JaJliB
ayTHUCTHUYHOIO CHEKTPY: B3aeMOJlig Oe3ii4l reHiB abo piIKo BUHUKAO4l MyTamii. Y
PIAKICHMX BHIIaJIKaX BHSBJISETHCSA CTIMKa acouiailiss XBOpoOU 3 BIUIMBOM PEUYOBHH,
0 BUKJIMKAIOTh BpOJKeH1 aedekTu. [Hmi mnependavyBaHi TPUYMHU CITIPHI -
30KpeMa, HE OTPUMAHO KOIHUX HAyKOBUX JIOKa31B TIMOTE3H, IO 3B'SI3yE ayTU3M 3
BakiuHamiero aiteid. 3a maaumu 3 CIIA, B 2011-2012 pokax ayTtm3Mm 1 po3jagu
AyTHCTUYHOTO CIEKTpy odimiitHo miarHocToBaHO y 2% WIKOJSIpiB, IO HabaraTo
Outbiie B mopiBHAHHI 3 1,2% B 2007 poui. KinbkicTe nrofei, B AKUX BHSBIEHO
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aytu3M, pidko 3pocia 3 1980-x pokiB, 4YaCTKOBO depe3 3MIHY IMIJIXOJIB 0
JarHOCTUKH; TTIOKU HESICHO, YU M1IBUIIMIACS PeaibHA MOMIUPEHICTh PO3TaTy.

BinbuiicTe HeAaBHIX OMJISAIB CXOIATHCS HAa TOMY, LIO PIBEHb 3aXBOPHOBAHOCTI
ctaHoBUTh 1-2 moauau Ha 1000 mis aytusmy 1 6m3bko 6 4dosoBik Ha 1000 mis
pO37a/iB AyTUCTUYHOTO CIEKTPY, XO4Ya Yepe3 HEJOCTATHICTh JIaHUX B OCTAHHbOMY
BUIIAJIKy peajbHa KUIbKICTh MOKe OyTu BHIIOK0. HeyTouHeHe rimbOoke mopylieHHs
pPO3BUTKY Bij3HavaeThes y 3,7 yonoik 3 1000, cunapom Acneprepa - NpuOIU3HO Y
0,6, nuTstamii ne3inTerpatuBHui posnaz - y 0,02 nva 1000. YV 1990-x 1 mouatky 2000-
X KUIBKICTh MOBIAOMJIEHB PO HOBI BUIAAKU ayTHU3My 3Ha4yHO 3pocna. Y 2011-2012
pPOKax po3ylaiy ayTHCTUYHOIO CIEKTPY Oysu B KoskHOro 50-ro mkossipa B CIIA Ta B
koxHOro 38-ro mkonspa B IliBmennit Kopei. Lle 3poctanns Oaratro B yomy
0o0yMOBJIEHE 3MIHaMM B JIarHOCTUYHUX MPOLEAYypax, MpaBuiax BHlayl HAIPABIICHbD,
JOCTYMHOCT1 BIAMOBITHUX CIYyX0, BIKOM JIarHOCTYBaHHS Ta pIBHEM OO013HAHOCTI
HACEJICHHS TPO MpoOJieMy ayTHU3My, XO4a HE MOXHA BHUKIIOYATH TOSIBU JESIKUX
JOJIaTKOBHUX (PaKTOPiB 30BHINMIHBOTO cepepoBuIa. HasBHI CB1IOITBA HE BUKIIOYAIOTh
3pOCTaHHSl pPEAJbHOI MNOIIMPEHOCTI po3Jady; B TAaKOMY BHNAAKy ciif Oyino O
OPUAUIATA OLIbIIE yBark MIHJIMBUM 30BHIIIHIM (pakTOopaM, HE 3alMKIIOIOYUCH HA
TCHETUYHUX MEXaHi3Max.

Poznagu ayTHMCTMYHOTO CHEKTpPY 3yCTPIiYalOThCS YACTIlIE Yy XJIOMYMKIB, HIK Yy
niBuyatok. KiIbKicTh HOBUX BHUIAJKIB CTAaHOBUTH 4,3:1 Ha KOPHUCThH YOJIOBIYOI CTaTi,
IPUYOMY BOHO 3HAYHO KOJMBAETHCS MPHU OOJIIKY KOTHITUBHMX MOKA3HMKIB: TakK, 3a
NpUOTU3HUMH JTAaHUMH OJHOTO JOCIHIKEHHS, ayTU3M B TMO€JHAHHI 3 PO3YMOBOIO
BIJICTAIICTIO B XJIOMYMKIB 3yCTpPIYA€ThCS JIMIIE B JABa pa3u yactime (2:1), a 6e3
PO3YMOBOI BIACTAJOCTI - B I'SATh 3 MOJIOBUHOIO pa3iB yacTimie (5,5:1), HIX y A1BYATOK.
Po3BuTOK ayTu3My acouiioBaHMM TakoX 3 AEKIIbKOMa IMpe- 1 NepuHaTAIbHUMHU
dakTopamu pusuky. B ormsai 2007 poky BKa3yrOThCsl Takl YNHHUKH, SIK MT1ABUIICHUM
BIK MaTepl abo OarTbka, MiClie TOJIOTIB 3a MexaMu kpaiH €pporu 1 IliBHIYHOT
AMepUKHY, HU3bKa Bara mpu Hapo)KeHH1, KOPOTKA BariTHICTh, TITOKCIS MPHU MOJIOTax.
binbmiicte mpodecioHaniB JOTPUMYIOTBCS TyMKH MPO Te, 10 pacoBa ab0 eTHIYHA
IPUHAJICIKHICTD 1 COIIIOEKOHOMIYHI YMOBHU HE BIUTUBAIOTH HA PO3BUTOK ayTU3MY.
Busnena acouiaiist ayTu3my 3 I€KUIbKOMa CTaHAMMU:

1) eenemuuni 3axeoprosanns. lpubmuzno B 10-15% BuUNagkiB MOXXHA BUSBUTH
CTaH, MOB'SA3aHUM 3 OJHUM T€HOM Ta YCIaJKOBaHICTh O3HAKU 3a MeHjeneM,
a00 XpOMOCOMHY alOepallif0 YW 1HIIUKA TeHeTMYHHH cuHapoMm. Huzka
reHEeTUYHHUX 3aXBOPIOBAHb ACOLIMOBaHA 3 pO3JaaMu ayTUCTUYHOTO CIIEKTPY;

2) posymosa eiocmanicms. YacTka ayTHUCTIB, YWi CHUMITOMH BIAMOBIIAIOTH
KPUTEPISIM PO3yMOBOI BIJICTATIOCTI, CTAHOBUTD, 32 PI3HUMH OIIHKaMH, Bia 25%
1o 70%, 1 Takud PO3KHUJI CBIAYWTH MPO TPYAHOIIl OLIHKK IHTEIEKTY MpH
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aytu3Mmi. [ ¢opmu po3nagiB ayTUCTUYHOTO CHEKTPY CYMPOBOKYIOTHCS
BIJICTAJIICTIO HA0AraTo pijlie;

3) mpusosxcHi po3nadu TMOIIMPEHI cepei AITEH ayTUCTUYHOIO CIEKTPY, OJIHAK
HEB1JIOMO TOYHO, HACKUIbKU. Y PI3HUX JOCIIJKEHHSIX BKa3YHOThCS 3HAUCHHS
Bin 11% no 84%. Ilpu mpomy mnposiBU, BIACTHBI OaraTbOM TPUBOKHUM
po3i1aaaM, 4acoM BaXKKO BIJPI3HUTH BiJl Ay TUCTUUHUX CUMIITOMIB;

4) eninencis, IpUUOMY PU3HUK EMIJEICIi BapilO€ 3aJIEKHO BiJ] BIKY, KOTHITUBHOTO
PIBHS 1 XapakTepy MOBJIEHHEBUX TIOPYIIICHb;

5) memaboniuni 3axeoprosamHs, Taki, SK (DEHUTKETOHYpIs, acomiiioBaHa 3
CUMIITOMaMH ayTH3MY;

6) neexi @izuuni amomanii 3yCTpiHalOThCA y ayTUCTIB 3HAYHO YaCTIIIE, HDK Yy
3arajgbHINA MOMYJISLI].

12.2. Cunopom oepivumy yeacu ma 2inepakmueHocmi
(2inepKkunemuyHUl CUHOPOM)

Cunapom nedinuty yBaru Ta rinepaktuBHocTl (CHYT') - HO3050TIYHA KaTeropis,
[0 ONUCYE XPOHIYHUU PO3JIaa MOBEAIHKM B JUTAYOMY Bill. XapakTepHl pHCH
CHUHJIDOMY - PYXOBE 3aHEMOKOEHHS, HEMOXJIMBICTb BCHAITH Ha OJHOMY MIiCII,
M1JBUIIIEHA AKTUBHICTh 1 CXWJIBHICTh BIJBOJIKATUCS, IMITYJIbCUBHICTh MOBEIIHKHU 1
JTYMKH, HE3JaTHICTh BUMTHCS Ha JIOCBIJI Ta Ha 3pOOJIEHUX MOMMIIKAaX, Opak yBarw,
JIeTKe MEePEeKIIIOUEHHS 3 OJTHOTO 3aBJaHHS Ha 1HIIE 0e3 JAOBEIECHHS PO3MO0YaToro [0
KiHIIS, OaJIaKy4icTh, HEYBaXKHICTh, Opak mouyTTs Hebesneku 1 T.1. CHAYI - BigHOCHO
HOBUU TEpPMIH, SKUHA BHUKOPUCTOBYETHCSI NPHU ONKCI HA3BaHUX IOBEIIHKOBUX
ocoOnuBocTe. Y OUIbII paHHIX KiIacu@IKamisx JUIsl IMO3HAYEHHS THX CaMuX
KJIIHIYHUX TPOSBIB BUKOPUCTOBYBAJIMCS TEPMIHU «TIIEPAKTUBHUN CUHAPOMY,
«TIMEPKUHETUYHUN CHUHAPOM», «MIHIMaJdbHa MO3KoBa auchyHKIis». Bnepiie
onucanuit aikapsamu Himequnau nonazg 100 pokiB Tomy.

Kuminignai nposisu CIAYIT noaiissroThesl Ha TpU BEIWKI TPYNH: CUMITOMH Ie(iuTy
yBarv; CUMIITOMHU IMITYJLCUBHOCTI; CAMITOMH TiMEepakTUBHOCTI. LleHTpanbHuM is
nmiarHo3y CH YT BBaxaeThcsi posnajn yBaru; cepen cynyTHix mposiBiB CHYI uacro
Ha3UBAIOTh HE3JIaTHICTh [JI0 HAaBYaHHSA, TPUBOXKHICTh. Y OUIBIIOCTI BUMAJKIB
BcTaHoBJeHHs aiarHozy CHAYI moxnuBo no 7-8 pokiB, IpOTE B AEIKUX BHUMAAKaX
cumnromu CAYT dhopmytoThbest 3Ha4HO paHiiiie (B AUTUHCTB1) a00 3HAYHO Mi3HilIe (B
nigmitkopomy Bitll CIAYI yacTo cCynpoBOKYETBCS CUMITOMAMHU aCOLIAIBHOCTI).
NnepkuHETHYHUN CUHAPOM - HAWMOMIMPEHIMHUK cepesl HEUPOITOBEIIHKOBUX
pO37aaiB  IUTAYOro BiKy. Bim3HayaeTbes, M0 XJOMYUKH CTPAXKIAIOTh ITUM
MOpYIICHHSM TpUOIM3HO B 4 pa3u dyacTimie, HiX naiBdyarka (dacrora 4:1 - 9:1).
[IpuuoMy TpermHa abo MojgoBMHA OAThKIB TAKUX JITEH CTPaXIArOTh NCUXIYHUMH
XBOpOOaMH (QJIKOTOJI13M, TICUXOTHYHI PO3JIaJid, 1CTEPIs).
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3a maHuMH PI3HUX TOCHIKEHb, TpubdauzHo 50% miteit, ski crpaxmarots CHAYT,
MaroTh CUMIITOMHU LIbOI'O 3aXBOPIOBAHHS 1 B A0pOCIoMy Bill. Jlopocia cuMnromaTuka
3a3BUYail HE BKJIIOYAE TINEPAKTUBHICTh, A€ TPYAHOLIl KOHIIEHTpaLli yBaru, J1yMKH
Ta IMIYJIbCUBHICTD 1 HaIaJTl 3aTUIIAIOTHCS CKJIAJIOBUMU PO3JIAlYy.

Cepen eTiONOTTYHUX MPUYHMH B SIKOCTI OCHOBHOT HAa3WUBA€ETHCS PO3J1a] JisSIILHOCTI
HHC, saxuii, B cBOIO 4Yepry, Moxke OyTH pe3yJbTaTOM BIUIMBY T€HETHMYHUX a0o
cepenoBUITHUX (aKTOpiB (MO3KOBHX 1H(DEKIIINA, TpaBM, NMEPUHATAIBLHOI MATOJIOTII,
HENpaBWIbHOI JieTH mpu (HOpMyBaHHI Ta PO3BUTKY MO3KY, OTPYEHHS BAKKUMHU
MeTanamu). Pesynbrati ONMM3HIOKOBHUX pPOOIT MOKa3aldH, 10 HOPMAJbHHUI PIBEHb
AKTUBHOCTI TUTUHU KOHTPOJOETHCS TeHETUYHO. BUBYaNKCs 1 TeHeTUYHI BIUTMBU HA
CHAYI. VYV Onu3HIOKOBOMY JOCHIUKEHHI, B sKoMy Opamu yuacth 91 mapa
MOHO3UTOTHUX 1 105 map AU3MroTHUX  OJM3HIOKIB, OTpUMaHa  OI[IHKA
ycnagakopyBaHnocTi CIIVT, ska nopisaioe 0,76.

INmoTesy mpo Tte, mo CHAYI mepemaerbcss B CIHANOK, IMiATBEPIKYIOTh CIMEHHI
TOCITIKEHHS. B 11i710My MOMUPEHICTh TNEePaKTUBHOCTI 3HAYHO BUIIE CEPEell PIIHUX
1 gaBotopigHuUX poauyiB xBopux Ha CIUYI. B iHImIOMYy penpe3eHTaTUBHOMY
JOCJIIIKEHH1 perpeciiuuil anani3 nokaszas, 1o CHAVYT € ciMeiiHUM 3aXBOPIOBaHHSAM 1
nepenaeTbesa B crnagok. Pogudi mpoOaHAiB, y MOPIBHSAHHI 3 POJUYAMU KOHTPOJIBHOI
rpynu, yvactime wmatote CIHVYI, nenpecii, acouiajibHy MOBEIIHKY, TPUBOXKHICTb,
YacTillie BXXUBAIOTh HAPKOTHYHI peuoBHHU. Ha mijcTaBi UX AOCTIKEHb BUCIOBIICHI
npunymeHHs npo te, mo, no-nepme, CAYID 1 nmempecii MOXyTh MaTH 3arajibHi
TeHEeTHYHI KOpeHi, mo-apyre, nposB CAYID B cykymHOCTI 3 po3nagamMu MOBEIIHKH
MOJKE SIBJISITH COOOI0 CHHIPOM, KU TIEPENAEThCA Y CMAJOK y IMHUX CIM'SX K €IHHE
1ijie.

CAYDIT wmoxe OyTH TEHETHYHO TOB'sI3aHuil 3 jauciekciero.  Koiniko-
HeHpo(di3i0NoriyHe  JOCHIJKEHHS JBOX €TIONOTYHO pI3HUX (GOpM  AUTSYOI
TIepakTUBHOCTI - cUHApoMY JlamKoi X-xpomocomu (CJIX) 1 CAYT noxkazano, mo 11
JIBa 3aXBOPIOBAHHSA TMEPEKPUBAIOTHCS (PEHOTHIHO - B CIHEKTp 000X CHHIPOMIB
BXOJIUTH JIUTSAYA TIEPAKTUBHICTD, aJie B pa3l JIAMKOT X-XpPOMOCOMH CIIOCTEPITa€ThCs
1 3HWKEHHS 1HTeNeKTy. JlocmiKeHHsI MPOAEMOHCTPYBAIO JOCTOBIPHI BiJAMIHHOCTI
cnexktpainbHux xapakrepuctuk EEI" mix CHAYT 1 CJIX, no3Bossitoun chopmyBatu
rinoTe3y npo BiAMIHHOCTI B MO3KOBHX M€XaHI3MaxX LUX JABOX 3aXBOPIOBAHb.

Cnoco6u mikyBanHst CYI Bu3HauaroThbCsl BIKOM JUTHHM 1 CTyNEHEM PO3Jaiy.
Hitam 13 cnabkoBupaxkenuMm CJIYI HamaeTbcs TICHXOJOTiYHA Ta TMeAaroriyHa
JOTIOMOT'a; MPU CUJILHO BUPAKEHOMY pO371aJi HeOOX1JHE MEIUKAaMEHTO3HE J1KyBaHHS
B ITO€HAHHI 31 CIIEIIAII30BAHMMHU TI€JIarOTIYHUMH Ta TICUXOJIOTTYHUMH MPUHOMaMH.

12.3. He30amnicms 00 naguanusa ma ii popmu

He3gaTHicTIO 10 HaBYaHHS MO3HAYAEThCA KJAc cHeuu(iyHuX O0coOJIUBOCTEH

PO3BHUTKY, KOJU B yMOBaX HOPMaJIBHOTO IIKUIPHOTO HABYAHHS JUTHHA HE MOXE
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OMaHyBaTH MEBHUMH HABMYKAMHU Ta BMIHHSIMH (YUTaHHS, MPABOMUCY, MAaTEMATHKH,
crniuikyBaHHs). lle NOHSATTS HE NOBUHHO OTOTOXKHIOBATHCS aHl 3 TMOHSATTIM
HEYCHIIIHOCTI, aHl 3 OUIbLI 3arajbHUM MOHATTSAM CHHIPOMY pPO3JIaJIB HABYAHHS.
Binbmricte niTedl He BCTUrarOTh B IIKOJI 3 MPUYMH, HE MOB'S3aHUX 3 CHUHAPOMOM
po3naniB HaBuaHHA. llIkinbHA HEyCHINIHICTE MOXKE OyTH JIMIIE TEPIIO O3HAKOIO
CHUHJIpOMY pO3JI1aJliB HAaBYaHHsI B TIEBHIH Horo (hopmi.

CuHzpoM po3NajiB HaBYaHHS BKJIIOYAE Hecrenu(iuHy HE3AATHICTh 1O HABYAHHS
ab6o cnenu(iuyHy HE3AATHICTH JUTUHUA JO HaBYaHHSA. Y TIEPIIOMY BHIAJKY
OPUYUHAMM PO3Ja/1iB MOXKYTh OYTH:

1. IMomkomkeHHsa, TpaBMU MO3Ky a00 po3maau ioro (yHKIIOHAIBHUX 3A10HOCTEN
P HAPOKEHHI TUTUHU Yepe3 HecTauy KUCHIO a00 B pe3yJibTaTi KPOBOTEYI.

2. IlomkomKeHHs IEBHUX AUIIHOK MO3KY B IIEP10]] BHYTPIILIHBOYTPOOHOTO PO3BUTKY,
10 BUKJIMKAE HE3JATHICTh O PO3BUTKY MOBJICHHS, CIIyXY, aHOPMAJIbHUM PyX Tija.

3. CnaakoBui BIUIMB, IO TEPEMIKOXKAE PO3BUTKY 3IaTHOCTI 1O CIPUUAHATTS, a
TAKOX TaKWi, KU MOXE PO3BUBATHCS B PE3YNbTATI MCUXIYHOTO 3aXBOPIOBAHHS,
HaMpUKIIA, ayTHU3MY.

KinbkicTh 1iTel, K1 3 pI3HUX NPUYUH (HE paxyloyd MOTHUBALIMHHUX a0O MOraHOi
AKOCT1 BHKJIQJAaHHS) 3a3HAIOTh TPYJHOIIIB B HaBYaHHI a00 HaBITh BUSBISAIOTH
HE3JIaTHICTh J0 3aCBO€HHS HIKIJIBHOI MPOTpaMU, KOJMBAETHCS, 3@ OLIHKAMHU PI3HUX
nocmiaaukiB, Big 20 go 30%. YacTota HapomKeHHs MITEH 3 HE3JATHICTIO 10
HaBYaHHSA y BHOIpKax cepea MAiTeH, $KI CTPaXJalTh pPO3JaJAOM YyBaru Ta
TiIepakTUBHICTIO 200 €MOIIMHUMH PO3JIaJlaMH, 3HAYHO BUIIE, HDK B HOPMAaJbHHUX
NOMYJISALISX.

YacToTa cUHApOMY pO3JIaJiiB HaBUYaHHS HUHI ckianae 1:10 gopocnux nrojew,
T00TO 15% HaceneHHs 3aXiIHUX KpaiH.

Cnenu@iuHy HE3aTHICTh JO HABUYAHHS MAalOTh JIITH, SIKI BUSBIISIOTH aKaJeMIdHy
BIJICTAJIICTh Yy TMIEBHIN cepi, He3BaKar0UM Ha 30epekeHui 1HTenekT. L{g cnenudiuna
HEYCHIIIHICTh HE MOXK€ OyTH MOSICHEHA YIIKOHKEHHSIMHU CIIyXOBOTI'O, 30pOBOro abo
MOTOPHOT'O arapary, pPO3yMOBOIO BiJCTaNICTIO, €MOIIIMHHM pO3JaaoM, a TaKOX
KyJIbTYPHOIO YH COIIAJILHOIO JETIPHUBAITIETO.

Pannst giarHocTHKa HE3AATHOCTI 10 HaBUAHHS Ta 3aCTOCYBaHHS CIIEIialli30BaHO1
NeAaroriyHoi JOMOMOTH, SIK 1 IPYU CUHJPOMI ayTU3MY, € BUPIILIAILHUMU JUIsI KOPEKIIi
1 crpusTiauBoro mnporHo3y. CrneuumdiuHa HE3JaTHICTh [0 HaBYaHHS 4YacTo
CYNpPOBOKYETHCS O3HAKaMHU IIKUIBHOI J€3ajamnTailii, pPO3BUTKOM BTOPUHHUX
EeMOIIIMHUX 1 MOBEAIHKOBUX IpoOJieM. 3TIIHO 3 aMEpPUKAHCHKOK CTaTHUCTHKOIO,
crienndigyHa HE3MAaTHICTh A0 HABYAHHS - OCHOBHHUH MPHBIJ JJIS TOTO, 100 KUHYTH
IIKOJTY, 1, KPIM TOTO, 9acTOTa ii 3yCTPIHaIbHOCTI Jy»€ BHCOKA Cepe]] HETIOBHOMITHIX
IPaBONOPYILIHHUKIB.

bintbuiicte eMmipuyHUX 1 TEOPETUYHHX POOIT 13 HE3AATHOCTI JO HaBYAHHS
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KOHIIEHTPYEThCSA HABKOJO 1i JABOX OCHOBHUX BHUIIB - @epOanvhoi (crienu(piaHoq
HE3JTaTHOCTI JI0 YUTaHHS - TUCIEKCiT) 1 HesepOanbroi (crienndiaHOi HE3MaTHOCTI 10
MaTeMaTUKH - TUCKaIbKYJIii, 0 MUChMa Ta MPABOIHKCY - AUcrpadii).

OcoOnuBHUM MpeaMETOM YyBaru mNpodecioHaliB, sSKI MPaliolTh 3 AITbMH, IO
CTpaXJAalOTh IIUM PO3JAO0M, € YacTi CYIMYTHI €MOILMHI Ta IMOBEIIHKOBI PO3Jaju.
[TormupenicTh BTOpUHHUX PO3JIAJIB cepell JITel, sKi CTpaKJaroTh HE3AaTHICTIO JI0
HaBYaHHS, CTAaHOBUTH NpuOIu3HO 50%. OIHUM 3 YacTUX BTOPUHHHUX CHUMIITOMIB
cepen AiTed 13 HE3JATHICTIO J0 HAaBYaHHSA € CHHAPOM acoOIaJbHOI TOBEIIHKH.
[Ipruomy OUIBIIICTH AITEH 13 UM PO3JIAJOM MPOSBISIIOTh MOBEJIHKOBI Ta €MOIIiIHI
po3iaaM M0 MOYATKy MIKUTPHOTO HaBYaHHs. [IMTaHHS MpPO MPUYMHU BUHUKHCHHS
pO37ay Ta MOro 3B'SI3KY 3 aCOIIAIbHOIO TTOBEIHKOIO 3JIMIIIAETHCS BIAKPUTHUM.

OcHoBHUMHU crioco0aMu JIIKYBaHHS crenugiuyHOi HE3MaTHOCTI JO HABYAaHHS €
criemiaiizoBani  GopMH  HaBYaHHSA, CIMEHHE KOHCYJIbTYBaHHS, TOBEIIHKOBI
MoaudiKaltii.

OmgauM 3 HAWOUIBII YACTUX PO3JAMIB 3 TMOPYIICHHSAM 3JaTHOCTI BYUTHUCS €
oucnexcia - cneuudpiuyHa He3gatHicTh A0 uutaHHsa (CHY). JliarHo3 muciekcii
CTaBUTHCS TOJIl, KOJIM JUTHHA HE HABYAETHCS YUTATH NPU 30€PEKEHOMY IHTEJEKTI,
BIJICYTHOCTI Oylb-KUX ICHUXIYHUX 3aXBOPIOBaHb, AKI MOIJIM O TMOSICHUTH LieH
nedeKT; 3a BIACYTHOCTI B aHaMHe31 MmajJiHb abo yaapiB, sIKi MOTJIM O MPU3BECTH 10
(1HAMBITyaTbHOTO) HABYaHHS.

3a3BUuail HasABHICThH JUCIEKCIi CTa€ OYEBUAHOIO B MOJIOJIIOMY IIKUIBHOMY BIIIL,
KOJM JiTe HaBYAlOTh YWTAHHIO Ta TUCHhMY. L[i HaBMYKM BHMAararTh 3aCBOECHHS
CHeHlaJbHOr0 (POHEMATUYHOIO KOy, IO MOEJHYE HAMMCAHI CIOBA Ta iX PO3MOBHI
aHajiorii. /luTuHa Big4yBa€ TPYIHOIII NpHU AEKOAYBAHHI HAlHMCAHMX CIIIB 1 HpPH
MOIIIYKY X PO3MOBHHX aHAJIOTIB.

TepMmiH «auCHEKCisH» MMOXOAWTh BIJ JIATUHCHKOTO ciioBa dys - «BaXkKui» i
rperbKoro lexis - «MoBay. OCKUIBKH AUCIICKCIS MPOSBISIETHCSA B TIPOLIEC] HABUAHHS, 11
BBAXKAIOTH crenudiuHoo ¢GopMOI0 HE3JaTHOCTI J0 HaBuaHHs. [lpu mpomy myxe
BXXJIMBO PO3PI3ZHATH JHMCIEKCII0 Ta MPOCTE BIJACTaBaHHS B YWTaHHI, TMOB'A3aHE 3
HETIO00B'I0 /10 YWTAHHS, BIJCYTHICTIO MOTHBAIli 10 HBOTO a00 HEIOCTATHHOIO
MaNCTEpHICTIO Mearora.

Jlucnekcis - po3naj, 10 TPOSBISETHCS MPOTATOM yChOTO KHUTT. OJHAK YATAHHS
JICTIEKCUKIB MOXKE€ OyTH IMOKpAIIEHO B Pe3ysbTaTl KPOMITKOI IMeaarorivHoi poOoTH,
CIpPsIMOBAaHOI HAa PO3BUTOK 1 TPEHYBaHHS KOTHITUBHUX TMPOIECIB, BKIIOYEHUX B
poIeC YUTaHHS.

3aragpHOMPUIHIATOTO BH3HAYEHHS IIi€l XBOpOOW HE ICHY€. 3TiAHO ICHYIOUUM
TEOpIsIM, B OCHOBI JHCIEKCII 3HaXOATbCA JABa cHeHUPIYHUX JedIUuTH -
doHemMaTHUHUIM (HE3JATHICTh PO3UYICHOBYBAaTH CJIOBO Ha (QoHeMH) Ta Je(ilHuT,
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MOB'I3aHUM 3 HE3JATHICTIO MIBUIKO MepepoOsaTh 1H(OpMaIlito, M0 HAIXOIUTh Y
BI3yaJlbHIM (Qopmi (Hampukiaja, I[MBHAKO Ha3WBaTH HaMajabOBaHI Ha Hamnepi
npenMetn). Y MICIEKCHKIB oOmBa ACQIIIUTH YaCTO CIOCTEPIraloThCsl OAHOYACHO,
OpUYOMYy B LOMY BHUINAAKY AMCIEKCIS MIAJAETbCS KOPEKLIi Bakue, HDK IHII ii
BapiaHTH. BijoM1 okpemi BUIAIKU PO3BUTKY TUIBKH (POHEMATUUHOTO Je(PIIUTY.

YacToTa HapO/DKEHHS ITEH 13 JMCICKCIEID TOYHO HE BCTAHOBJICHA; i1 OIlIHKH
BapitoroTh Big 5-10 1o 20-30% B 3a1€KHOCTI BiJ] TOTO, HACKUIBKUA CYBOP1 KpHUTEpIi
BCTAaHOBJICHHS niarHo3y. L{ikaBuM € To#l (pakT, 1m0 yactora HAPOIHKEHHS TUCIEKCIT
BapilO€ B PI3HUX KyJIbTypax: il OL[IHKM HalOLIbII BHCOKI B aHIJIOMOBHHMX KpaiHax,
HaOUbII HU3bKl B Anonii. IlpuumHa 1UX BIAMIHHOCTEH HE BCTAaHOBJICHA.
[lepenbayaeThcs, 110 BOHU MOXKYTh OyTH TMOSICHEH1 SIK CHENU(PIYHOI CTPYKTYPOIO
MOB, TaK 1 CBOEPIJHICTIO COULIAJbHUX «IOPOTIB» MpPU BCTAHOBJIEHHI JiarHO3y
nuciekcii (te, mo Oyne HaszBaHo auciekciero B CIIA, B Snonii Oyne BBakaTucs
BIJICYTHICTIO MOTHBAIIIi 0 HABYaHHS a00 pe3yJbTaTOM MOTAaHO1 NEAaroriku).
lcuxocenemuuni Ooocnioncennss CHY. YUucneHHUMH CIMEHHHMH 1 OJU3HIOKOBUMH
TOCITIKEHHSIMA TIEPEKOHJIMBO JIOBEJCHA TimoTe3a IMpPO TEHETHYHUW XapakTep
TpaHCMICIi Li€i 03HaKu. Bke Ha mo4yarky HUHIIIHBOTO CTOJITTS OyJinM OomyOJiKOBaHI
JOCJIDKEHHS, B SIKUX OyJIO MOKa3aHo, 10 JITU-TUCIEKCUKH YacTO MaJd POJUYIB 13
TPYJHOIIIAMM B HaBYaHHI 4yuTaHHIO. Tpoxu mi3Hime OyJiM NpUBEAEHI JOJIAaTKOBI
JIOKa3u KOHIEHTpaIlli nuciekcii y cim'ax. Y 99% y niTe-IucieKCuKiB B POIOBO/II
3yCcTpiyaBcsi OJIHa JIoauHa abo KuUIbKa JIIOJEW, IO 3a3HaBaly TPYAHOIIl MpH
HAaBYaHHI YHWTAHHIO. BUABWIOCA TakoX, IO MITH-TUCICKCUKH  3a3BUYAM
XapaKTEPHU3YIOThCI HOPMAJIBHUM PIBHEM 1HTENEKTy. Byna 3ampomnoHoBaHa rinoresa
ayTOCOMHO-JIOMIHAHTHOTO  THUIly CHAaJKyBaHHS 1€ O3HAaKM 31 CTaTeBOIO
MoAU]IKALI€I0 CTYNEeHs BUpakeHocTi. JJoBeeHo icHyBaHHS 1HIIO1 (OpMH TUCTIEKCIT,
nepeaaHoi uepe3 X-XpoMocoMy Matepi.

JlonaTtkoBe MIATBEPIKEHHS TIMOTE3M TMpPO TEHETUYHUW XapakTep Iepeaadl
JOCIIKYBaHOI ~O3HAKM OTPUMAHO B paMKaX OJM3HIOKOBUX  JOCIHIKEHb.
Koedimientn koukopaanTHocTi M3 1 JI3 Gnu3HIOKIB ckianu BianoBinHo 84 1 29%.
[Ipubnu3HO Taki X caMi TOKa3HUKU KOHKOpjaaHTHOCTI M3 1 /I3 Onu3HIOKIB
(BiamoBimHO 67% 1 30%) oTprMaHi B IHIIUX HEJIABHIX OMU3HIOKOBUX JOCIIIKCHHSX.
HaiiBumii mokasHuku ycmaakoByBaHocTi (>70%) oTpumaHi i MpaBOMUCY Ta
31aTHOCTI po3pizHATH poHemu. Kpim Toro, BUsIBIICHO, 1110 (DOHOJIOTIUHA HE3IATHICTD,
TOOTO HE3AaTHICTh PO3PIZHATH (POHEMH 032 KOHTEKCTOM CIIiB, € TE€HETHYHO
HaWOIIBII He3aJIC)KHUHN BiJl IHTEJIEKTY KOMITIOHEHT JIUCIIEKCIi.

OpnHa 13 cepio3HUX MPOOJIEM, SKI BUHUKIM Ha MUIAXY JOCTIIKECHHS TCHETHUKH
NCUXIYHUX TOPYIIEHb, MOJSITa€ caMe B TETEPOTEHHOCT! OCIHIKYBAaHUX O3HAK.
JloCHIKYIOUM LI0 TeTEpOreHHICTh, BUEHI BHCYHYJH TINOTE3y, 3a AKOK B PI3HUX
CIM'SIX YCHAIKOBYIOTBCS PpI3HI THUIU JUCJIEKCIi. 3ampornoHOBAHO PO3AUIUTH
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JUCJIEKCUKIB 3a TMOMWJIKAMH BHUMOBJISIHHA Ta TMPABONKCY HA TPU TPyHu: a)
JMCIEKCUKIB MPEAOMIHAHTHO ayJUTOPHHX, SKIIO PE3yJbTaTH TECTYBAaHHS CBLIYMIH
npo GOHETUYHI TOMUIIKH, TIOMUJIKH MPABOMHCY, CEPbHO3H1 MyHKTYallIiHI TOMUIIKH;
0) JUCIEKCUKIB MPEAOMIHAHTHO Bi3yaJIbHMX, SIKILO aHaMi3 1 Pe3yJbTaTH T€CTYBaHHS
BUSBIISUIA TOMUJIKA TPABOMUCY TPHU BIACYTHOCTI MyHKTyallliHUX TIOMIJIOK Ta
MIJBUINECHY CKJIAIHICTh B 3aCBOEHHI MaTepiajiy MpPH BHKOPUCTAHHI MUCHMOBOTO a0o
BI3yaJIbHOTO CITOCOOIB 11 MOJaHHS;
B) JIUCIIEKCHUKIB 3MIIIAHOTO THUITY, SKIIO YWICHHW CIM'T MiIXOIWIIH 1]l XapaKTePUCTUKH
000X MOMNepeaHIX THUIIIB.
3anpononoBana  kinacudikamiss CHY, 3acHoBana Ha  pe3yibpTaTax

HEUPOTICUXOJIOTIYHOTO TECTYBaHHS: a) MOBHa HE3/IaTHICTh; ©) apTUKYJspHA Ta
rpad)OMOTOpPHA  JUCKOOpJMWHAILIS; B)  BI3yaJbHO-IPOCTOpPOBA  MEpIENTHBHA
HE3/IaTHICTh. [ pyHTYIOUHCh HA CyYaCHUX MOJEJISIX YUTAHHS, PO3POOICHUX B paMKax
KOTHITUBHOI ncuxosorii, E. I'puropeHko Ta KoJierM 3ampoONOHYBajd TaKy
KJacu(ikaIio TUMIB JAUCIEKCIi: a) AUCIEKCis, CIPUYMHEHA HE3/IaTHICTIO PO3IUISITH
cioBa Ha (QoHemH; O) AMCIEKCISA,CIPUYMHEHA HE3/IaTHICTIO JEKOJyBaTH CJOBA; B)
TMCIIEKCIsl, CIPHYMHEHA HE3aTHICTIO aBTOMATH3yBaTH HABUYKH YU TAHHS.

JlocnipkeHHsl, TIPOBEJEHI 3 BHUKOPUCTAHHSM BEJIUKOI KUIBKOCTI  CiMel
JUCJIEKCUKIB JIBOMAa HE3QJICKHUMH TpylaMu, Jajld pe3yJbTaTd, IO J03BOJISIOThH
MPUITYCKATH iICHYBaHHS 3B's13KIB MK peHoTroM CHY 1 reHeTHYHUMH MapKepaMu Ha
xpomocoMi 15. Kpim Toro, Oynm 3HalieHI HOBi, X04 1 HE AYXKE IEPEKOHJIMBI,
cigonTBa 3ueruieHHss CHY 1 mapkepiB Ha xpomocomax 6, 13 i 14. bynu 3naliaeHi i
1HIIl CBIYEHHS TOTO, IO PI3HI TUIH JIUCIEKCII NEpPEeNaroThCs B CHAAOK Yy PI3HUX
ciM'ax. Hampukman cim'i, B SKuUX BIJ3HAUY€HE 3YEIUIEHHS 3 MapKepamu Ha 15-ii
XpOMOCOMI, XapaKTepU3yIOThCsS MOBHO-IIPOLIECYaTbHUM AE€(IIIUTOM, ajie BUSBISAIOTH
XOpOIll Bi3yaJIbHO-IPOCTOPOB1 HaBMUKW. HaBmaku, ciM'i, B SIKUX 3YEIUICHHS 3 LIUM
MapKepOM HE BHSBJICHE, XapaKTEPHU3yBaJIMCS HASBHICTIO Bi3yaJbHO-IIPOCTOPOBUX
poOJIeM.
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