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BCTYII

AKTyaJabHicTh Temu: Bpomkeni Bagu possutky (BBP) y giteit e
CEpPHO3HOI0 MEAMYHOI0 Ta COIaIbHOI MPOOJIEMOI0, OCKUIBKM 3aliMaroTh
OJIHE 3 MEPIIUX MICIb Cepe]l MPUYMH JIUTIYOI 3aXBOPIOBAHOCTI, 1HBAJIITHOCTI
Ta CMEPTHOCTI, CKJIQJal04l CYTTE€BY YaCTHHY TE€HETHYHOro Tsraps [1].
binemricte BBP po3BuBaroThcs Ha (DOHI MOJIOMOK XPOMOCOMHOTO arapary,
eMOpIOHAIBHUX ~ JAWCIUIa3id, IMyHOAC(IIUTHUX CTaHiB, OOYMOBIIEHUX
BHYTPIIIHHOYTPOOHUM BIUIMBOM Ha IUTIA 1H(MEKUINd 1 WKIAIUBUX (AKTOPIB
30BHILIHBOTO cepenoBuia [4]. 3HayHe Miclle MOC1Ia€ CUCTEMAa MOHITOPUHTY
MOIIMPEHOCTI BPOKEHUX Baj, CHOpSIMOBaHA Ha BHUSABIEHHS 3MIH B iX
NOMYJISAIIAHAX YacTOTaX, sSKa MPOBOJAUTHCS HUHI B OLIBIIOCTI KpaiH CBITY Ta
0a3yeTbcs Ha 00Ky XBOPHUX JIITEH 3 BPOPKEHUMH BaJaMH pO3BUTKY [6,8].

Ha choromnimHiid 1eHs y XepCOHCHKIN 001acTl JOHUHI 3aIUIIAI0ThCS
HEBU3HAYCHUMH JUHAMIKA MOMYJSIIHHOI YacTOTH Ta CTPYKTYpa BPOJKEHUX
BaJl PO3BUTKY HEMOBJISIT, OCOOJMBOCTI BIUIMBY 3MIHM TE€HETHKO-
nemorpadiyHUX TapaMeTpiB  MOMYJNAId Ha JUHAMIKY TOIIMPEHOCTI
BPOJKEHUX BaJl. AKTYaIbHICTH I111€1 MPoOJIEeMU 3HAYHO 30UTBITY€EThCs Ha (OH1
3pOCTaHHSI KOMIUJIEKCY €KOJIOTIYHMX 1 T€HETHKO-AeMOorpadiuHux (HakTopis,
3MaTHUX BIUIMBAaTH Ha TEHOMOHJ MOMYJSAIiNA JIOAUHA Ta JISTH Ha IUII,
MOPYLIYIOUM HOro PO3BUTOK 1 MPU3BOJAAYM 10 (opMyBaHHS aHOMAIIN
po3BUTKY. OO’€KTUBHOIO PEAIBHICTIO € ICHYBaHHS MIUKIOMYJISIIIHHUX
BIIMIHHOCTEW Y T'€HETUYHOMY CKJaJl TPyl HACcEJICHHS BHACIIJIOK PI3HUII y
CTaTEBO-BIKOBIM 1 HAIlOHANbHIA CTPYKTypl, UIUIIOOHUX BIAHOCHHAX,
MirpariiHux mporecax [8, 12, 13].

VY 1upoMy 3B’SI3Ky MeTa JOCJiIKEeHHsI — TMPOaHAI3yBaTH IUHAMIKY
MOIUPEHOCTI BPOKEHUX BaJ PO3BUTKY Ta XPOMOCOMHHUX aHOMaJiil cepen
HOBOHApOUKEHUX JiTel y XepcoHChkill momyssmii 3a mepion 2014-2019
POKH; BU3HAYUTU CTPYKTYpY Ta JWHAMIKY momyJsiiiHoi yactotu BBP cepen

HEMOBJIAT 32 AHAJIOTTYHHUM TEPIO/I.



O0’ext i w™meromm gocaigxennsi: [HdopmariitHOIO OCHOBOIO
JOCIIKEHHS € TIepi0IMYHI HAYKOB1 BITUM3HSHI Ta 3aKOPIOHHI BUJIAHHS, JTaH1
MEJIMKO-TEeHETUYHMX IIOPIYHUX 3BITIB, IEPBUHHI JaH1 XEePCOHCHKOT 001acHOT
auTA4oi KIHIYHOL JiikapHi (P-13), OOG’eKTOM IOCHIIKCHHS € TOMYJISIi
MOCTIHOTO HaceJIeHHsI XePCOHCHKOI 00JI1acTi.

Ipeamer npocaigxennsi: IlopiBHSJIBHMI aHaji3 TOMIMPEHOCTI Ta
CTPYKTYpH BaJ pO3BUTKY XPOMOCOMHOI €T10JI0T1i B XepCOHCHKIN MOIMYJISIII].

3aBaaHHA:

1. TlpoanamnizyBaTu HAyKOBY JIITEpaTypy 3 JaHOI TEMH.

2. OgsnaiiomuTHCA 31 CTPYKTYpHHMH TepeOyJoBaMH XpOMOCOM Ta
3aXBOPIOBAHHS, CIIPUYUHEH] HUMHU.

3. IIpoananizyBatu AMHAMIKY MOIIUPEHOCTI BPOHKEHUX BaJ] PO3BUTKY
Ta XpOMOCOMHUX aHoMautii 3a nepiog 2014 -2019 p.

4. OxapakTepu3yBaTu MOMYJSIINHY YaCTOTY XPOMOCOMHHUX XBOPOO Ta
BPOJ/DKCHUX BaJl CEpel HOBOHAPOHKCHHX.

5. OGrpyHTYyBaTH OTpUMAaH1 PE3yJIbTaTH Ta CKJIACTU BUCHOBKHU.

MeToau 10CTiTKEHHS:

1. AHani3 (omyOI1KOBaHOI HAYKOBOT JIITEPATypH 3 IAHOT TEMH);

2. VY3aranpHeHHs (TEOPETHYHHUX BIJOMOCTEH MPO CTPYKTYpy Ta
MOIIMPEHICTh BaJl PO3BUTKY XPOMOCOMHOI €T10JI0TI1 );

3. [TonynsmifHO-CTaTUCTUYHUN  aHai3  (MOPIBHSUIBHUN  aHalIi3
MONIMPEHOCTI Ta CTPYKTypH BajJ PO3BUTKY XPOMOCOMHOI €Tiojorii B
XepCOHCHKIN MOMYJIALIT).

JunjaoMHa podoTa CKJIANAETbCS 3 : BCTYNY, JABOX PO3JUTIB, IO
BKJIFOYAIOTh 7 MIAPO3/ITiB, BHUCHOBKIB, CIUCKY BUKOPHUCTaHUX JKepen, |
J0MAaTOK. Y TEKCTI AUIUIOMHOI pOOOTH MICTUThCA 12 Tabmuib 1 9 pUCYHKIB.
3aransHuit 00cAT PoOOTH 56 JIHUCTKIB.

Anpobauia pe3yjabTaTiB. Pe3ynbratu MOCHIIKEHHS TpEACTaBICHI B

Marepiajiax MDLKHApOJIHOI KOH(PHpPEHIll Ta omy0JIIKOBaHl y CcTarTi (paxoBoro

xypHaiy [9].



PO3/ILI 1

XpoMocoMHi XBOPOOH JIHOAMHM, IX €Ti0JIOrisl Ta MATOreHe3

1.1. Oco6auBocTi  ¢GopMyBaHHSI TeHETHYHOr0 THAraps JIOJACbKHX

MOMYJISLii

Ha cporognimmHiii 4ac MOCTIMHMNA THCK MyTalliil 1 Mirpaii reHis, a
TaKOX eJiMiHaIls BiZOOpOM O10JIOT1YHO MEHII MPUCTOCOBAHUX T'€HOTHIIIB 3a
30aJaHCOBAaHUMHU TMOJIIMOP(PHUMHU JIOKYyCaMH, CTBOPIOIOTH MPOOJIeMy Tak
3BAaHOTO «TEHETUYHOTO TATAps» 1 Mae BaXKJIMBE HAYKOBE 1 TMPaKTUYHE
sHadeHHs [1, 12]. IlpoTsrom TpuBanoi €BOJIOLII MOMYJALIA TMOPST 3
KOPUCHUMHU MYTallisIMHU, SIKI TIIXOIUTIOE BIA0Ip, HAKOMUYYETHCS TEBHUMN
CHEKTpP HEUTpadbHUX 1 IIKJIMBUX MYTaliil. 3 KOXXKHUM HOBHUM IOKOJIHHSAM
BiJIOYBA€THCS YCIAJIKyBaHHS Ta JOMOBHEHHS HOBUMH. | Oulblia yYacTHHA
IIKIJJIMBUX MYyTallid 3HUKAE MPUPOJHUM BIAOOPOM ab0 ENIMIHYETbCS B
nporeci cenmekmii Bumy. Ilepmr 3a Bce, 11e JTOMIHYIOYI T€HHI MYyTalli, sKi
(EeHOTUMOBO TMPOSBISAIOTH ce0€ B TETEPO3UTOTHOMY CTaHi, 1 KUIbKICHHX
3MiHax Habopy xpomocowm [3, 14].

PeniecuBHO fito4i reHH1 MyTaIlii 1 CTpyKTYpHI niepe0y10BH XPOMOCOM, 110
CYTTEBO HE BIUTMBAIOTH HA JKUTTE3JATHICTH 1X HOCIiB, MOXYTh MPOXOIUTH
Kpi3b «CHUTO» CENEKIlii, YTBOPIOIOYM TEHETUYHHA BaHTAX MOMYJIAI.
Buxonsun 3 mnonepegHOr0 TBEPIKEHHS, MiJ TEHETUYHUM BAaHTAXKEM
PO3YMIIOTh CYKYITHICTh HECHPUSITIMBUX JETATBHUX 1 CYOJICTAIBHUX MyTallii
y TeHOopOHII TOMmyJAlli, MO TMpH TMepexoal Yy TOMO3UTOTHUN CTaH
BUKJIMKAIOTh 3HUKEHHS KUTTE3JATHOCTI 0COOMH a0 iX 3arubernn. Y Takomy
BUIAJKY CIJiJI BpPaXxOBYBATH E€KCIPECHUBHICTh T€HY, TOOTO CTYIiHb
(EeHOTUIIOBOTO MPOSIBY MYTAHTHOTO ajiesis, SKMl BU3HAYA€THCS 3a PIBHEM
pPO3BUTKY O3HakU. EKCHpECHBHICTh Te€Ha y pI3HUX BHUAIB MOXE OyTH
OJIHAKOBOIO a00 pI3HOIO, TOCTIHOI abo 3MiHHOKW. Ha excrnpecuBHICTh
0€3yMOBHO BIUIMBalOTh TeHU-MoAU(pikaTopu abo crenudiyHi yMOBH

HABKOJIMIIHLOTO cepenoBuina [18, 22]. 3a BiACOTKOM OCOOMH MOMYJISALIl, Y
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AKUX TPOSIBUBCS TEBHUW T'€H, 3 4YKCJA IHIWMBIAYYMIB, 11O HECYTh HOroO,
BU3HAYAETHCSI WMOBIPHICTh (PEHOTUIIOBOTO MPOSBY O3HAKA 32 HAABHOCTI
BIJITOBITHOTO aJIefisl, 0 BUPAXKAETHCS IEHETPAHTHICTIO.

[Ipy T1OBHIN TIEHETPAHTHOCTI JIOMIHAHTHUM a00 TOMO3WUTOTHO-
PEIECUBHUIN aJielTh MPOSIBISETHCS Y KOXKHOI 0COOWHMU, a TIPY HETIOBHIH JIAIIIE y
nesKid yacTuHi. MyTariii, Kl MarOThb HETaTUBHUM BILUIUB Ha YXKUTTE3IATHICTh
OpraHi3MiB, CHPUYUHSIOTH BUHUKHEHHS HE TUIBKM CYTO PEIECHUBHHX YH
JOMIHAHTHUX aJjieJiel, a 1 IPOMDKHHUX BaplaHTiB. | Takl MyTaHTHI I'€HU 3a
CTYTIEHEM MEHETPAHTHOCTI MOUIAIOTH Ha:

1) neranbHi TeHy, ki BUKINKaOTh 100%-By 3aru0eins opraHizMis;

2) cyOneranbHi (HamiBIeTalbHI) TeHH, SAKi 3YMOBIIOIOTH cMepTh 50-99%
0COOMH;

3) cyOBiTaNbHI TEHW, IO BHUKIUKAIOTH CMEPTHICTH y MeHIm Hik 50%

BHUIIAJIKIB.

Jis WKIJIMBUX TEHIB MOXE MPOSIBIATUCH, Ha OyIb-AKid cTaaii
OHTOTeHe3y. IX JIiI0 yacTille MoHa 3adikcyBaTH B eMOpiOHAILHMII Tepion
9y ojpasy micis HapopkeHHS. OKpiM JIeTalbHOTO €(QeKTy W 3arajJbHOTrO
3HUKEHHS JKUTTE3JaTHOCTI MYTAHTHI aJyielli TakoX MaloTh 3/JaTHICTb
BUKJIMKATH TC€HETUYHI aHOMaJIi — CIIaJKOBO 3YMOBJICHI, HeOakaHl 3 TOYKH
30py 30pPOB’Sl MOMYJISAIIi, BIAXWICHHS BiJ] 3arajJlbHOBCTAHOBJIEHOT HOPMH.
BoHM € Ti€l0 YacCTMHOI TEHETHYHOTO BaHTaXy, SKa BIIHOCHO IPOCTO
imeHTHdiKyeThcsa. ['eHeTHYHMIT BaHTaX MOKHA BUSBUTH Ha BCIX eTarax
OHTOT€HE3Y ILISAXOM OOMIKY:

1) 3aruGeni emOpioHiIB, TOOTO MPEHATATLHOTO TEHETHYHOTO BAHTAXKY;

2) aHoMaJiil y HOBOHapOKEHUX 1 32 CITIBBIIHOIICHHSM CTaTEH;

3) nposiBy aHOMaJTil Y TIOJJAJTBIII TIEPIOAH OHTOTCHESY.

Ha ocHOBI oOTpuMaHUX MaHMX KIIHIYHOTO aHalli3y YacTO BaXXKO
BIJIPI3HUTH CHAJKOBI 1 HE CMaJKOBI aHOMaJli, OCKIIbLKM YTBOPEHHI JedeKrTu

MOXYTh OyTH 3yMOBJICHI 1 T€HaMH, 1 BIUTMBOM DPI3HHUX (DAKTOPIB cepeoBHIIa



Ha mpuIunig Ta ix OarbkiB. ToMmy sl JIoKa3y TeHETHYHOI 3YMOBJICHOCTI
aHOMaJIiii BUKOPHUCTOBYIOTH psif MeTomiB [4, 15, 36].

OCHOBHUM METOJOM IPU BCTAHOBJIEHI TUITY YCHAJKyBaHHS aHOMAaii €
reHeaJorYHUM METOJl, KOTPUN TaKOK BUKOPUCTOBYETHCA K OJIUH 13 CIIOCOO1B
MIATBEPUKCHHST 11 TeHeTUYHOi 3yMOBJeHOCTi. JIg 1bOoro CKIagaroTh
POJIOBOJIM HA BCIX aHOMAJbHHX OCOOMH M0 3-4-x psmax mnpeakis [6,27].
[luToreHeTMUHU METON, B CBOIO UYEpry, JO03BOJISIE BHSIBUTH YHCEIbHI
MOPYILIEHHS KapiOTUITY 1 XpOMOCOMHI NIepeOy/I0BU B aHOMAJIBHUX OCOOUH 1 iX
0aTpkiB. JJIg J1arHOCTUKH CITaJIKOBUX XBOPOO 0OMiIHY pPEedYOBHH 1 XBOPOO 3i
CITAIKOBOIO CXWJILHICTIO BUKOPHUCTOBYIOTh O10XIMIYHUHI METO/I.
IMyHOTE€HEeTHYHMII METOJ Ma€ Miclle B 3aCTOCYBaHHI JJisi BUSIBJICHHS
PI3HOMAaHITHUX IMYHOJAE(IIUTIB 1 aHTUTEHHIA HECYMICHOCTI MaTepi 1 TIOAY.
Metoa 34YeIIeHUX TeHIB BUKOPHUCTOBYETHCS [IJISi BUSBICHHS XBOpPOO, TCHH
AKUX 34YCIUICHHI 3 TeHETHYHUMH Mapkepamu. ['0J0BHOIO yMOBOIO € Te, 1100
O0aTbhKy MpoOaHa MaM pi3H1 MapKEpHi I'eHHU.

['eTepo3uroTHUX HOCIIB MIKIJIMBUX PEIECUBHUX TEHIB BHU3HAYAIOTh
HACTYITHUMU ICHYFOUMMHU METOJIaAMH:

1) cxpellyBaHHsS IUIIJHUKIB, $IKI TEPEBIPSIOTHCA, 3 AHOMAJIbHUMHU
CaMKaMH, SKIIO aHOMAais J03BOJISIE€ JOXKUTH JO PENPOAYKTUBHOTO BIKY
(aHamizyroue cxpeuryBaHHs ),

2) cXpelllyBaHHA IUTIAHUKIB, Kl TEPEBIPSIOTHCA, 3 T€TEPO3ZUTOTHUMHU
caMKaMH;

3) cxpeluryBaHHS IUTIAHUKIB 13 BJIACHUMHU Jouykamu. Ilpu npomy
NPOSIBIISIIOTHCA yC1 HAasABHI Y TUTITHUKA aHOMAJII;

4) cxpelyBaHHS TUTITHUKIB, SIKI TIEPEBIPSIOTHCS, 3 IOHBKAMH LTI THUKIB,
K1 OyJIM reTepO3UTOTHI 3a PELIECUBHUM T'€HOM;

5) cxpenryBaHHS TUTITHHKIB, SIKI TIEPEBIPSIOTHCS, 13 CAMKaMU 3arajibHOi
MO YJISIIII;

6) IHK-niarnoctuka, sIKIo BijioMa CTPYKTypa aHOMaJIbHOTO aJiesl.



8

CenexkiiitHi 3aX01 JO3BOJSIOTh 3HAYHO 3HU3UTU YACTOTY PEILIECUBHUX
HeOakaHUX alieiel 1 KOHTPOTIOBATH X Ha HU3bKOMY piBHI. [IpoTe moBHICTIO
eNIMIHYBaTH iX HEMOXJMBO. lle mMoB’s3aHO 3 MOCTIHHUM BHHHKHEHHSM
MyTalliil, CKJIAaJHICTIO BUSIBJIEHHS T'€TEPO3UTOTHUX HOCIIB, OCOOJMBO KOJHU
yacToTa ajelied yke HU3bKa, a TaKOXK Y BHUIMAJKaX CEJNEKTUBHOI MepeBaru
rerepo3uroT. ToOTO, MOKHA TOBOPHUTH, 10 T€HETUYHHIN BaHTaX 3aBXKIU
OpUCYTHIN y reHoOH/Il MOMmyJslii B pi3sHOMY 00cs31 1, K MU MMOOAYUMO
HIDKYE, MOKE BIJITpaBaTH HE JIMIIE HETATHBHY POJIb B €BOJIOLIT Ta CENEKIil
[2, 17].

[ToHATTS TEHEeTHYHOTO BaHTaXy OyJlIO BBEIEHO AaMEPUKAHCHKHM
redetTrkoM Hermann Joseph Muller (1890-1967) na nouatky 1950-x pokis,
npote mepuri poOOTH, IO BIAKPWIA HACHUYEHICTh MPUPOIHUX TOIMYJISIIiN
HEMPUCTOCOBAHUMH MYTAaHTHUMHU (DEHOTHUIIAMH, 10 BHINCILIIOIOTECS B
KOXXHOMY TMOKOJIIHHI Ha ()OH1 330BH1 HOPMAJILHUX OCOOUH, Oyiu 3po0JIeHi 11e
B 20-30-x pokax XX cromitts H.IL.lyOununsiM, J. Haldane Tomo. ¥V cBoix
pob6orax H.J. Muller mokasaB, 1110 He3HAYHO IIKIIJIMB1 MyTaHTHI T€HU 37aTHI
3aBAATH TMOMYJALIl OUTbIIOl MIKOAW, HIK MYTaHTHI T€HH 3 CHJIBHUM
HEeraTUBHUM  edexkToM. Y KOHTEKCTI IbOro OyJI0O 3amporoOHOBAaHO
CHeLIAIbHUN TEPMIH — JICTAIbHUM CKBIBAJICHT, KUK 3a MPOIO3HIi€0 N.
Morton BIAMOBIJA€ Takiid KIIBKOCTI MYTaHTHUX TE€HIB, $Ki, Oyay4yu
PO3MOIITIEH] Cepe/l BUMAJAKOBO OOpaHUX 1HIWBIAYYMIB, 3/1aTHI BUKJIUKATH B
CepeHbOMY OJIHYy TE€HETHYHY CMEpTh (3arudeinb OCOOWHH, IO HE JIUIIMIIA
KOAHOTO Hamaaka). OJauH JIeTAIBHUN €KBIBAJEHT MOXKE BIJIMOBIIATH
OJTHOMY JIETaJIbHOI'0 I'eHy a00 JBOM HaIliBJIeTaIbHIM ToIIo [5,27].

KoHremninisi reHeTHYHOTrO BaHTAXy € TPUHIIMIOBOID Y KOHTEKCTI
KUIBKICHOT OIIIHKM IHTEHCHUBHOCTI BIJOOpPY 1 SIK HapameTp, MOB’S3aHUM 3
MPUCTOCOBAHICTIO NomyJssinii. He Bci reHoTHNM B MOMYJIALI MatOTh OJTHAKOBO
BUCOKY TMpHUCTOCOBaHICTh. IlosiBa B momynsuii OCOOMH 3 HU3BKOIO
IPUCTOCOBAHICTIO MOKJIMBA 32 PaXyHOK MOCTIMHO BUHUKAIOUUX MYTalliid, Mpu

B1IOOpI HAa KOPHUCTh TETEPO3UTOT, 32 PaXyHOK 1HOpHUIMHTY Tomio. Bce 1ie



OPU3BOJUTE 10 TOTO, 110 CEPEHS MPUCTOCOBAHICTh MOIMYJISALIT BUSABISETHCS
HIKYE MakcUMaibHOI. 3 nux no3uiiil J. Crow xapakTepu3yBaB T'€HETUYHHIA
BAaHTaX SIK BEJIMYMHY, fKa MOKa3ye, HACKIJIbKU CEpeIHS HMPHUCTOCOBAHICTH

HIDKYE ONTUMAIBHOI AT omysisiii [6,9].

1.2. Tlpu4yuHH Ta HACTIAKM BHHMKHEHHS XPOMOCOMHHMX MYyTAaliil Yy
ramMeTax JIIOAUHU

Mymayiiina minaugicms 0OyMOBJIEHA MYTaIlISIMU - CTIHKOIO 3MIHOIO
T€HETUYHOIO0 MaTepially 1 B pe3yJbTaTl yCHaJKoBaHMX O3HakK. llepexigHux
¢bopM MIHJIUBOCTI B MMOPIBHSAHHI 3 BUX1JTHUM CTAHOM HE CITIOCTEPIra€ThCA.

[TpuurHamMu, M0 BUKIMKAIOTh MyTallii (MOPYIIEHHS CTPYKTYpHU TEHIB,
CTPYKTYpPH XPOMOCOM 200 3MiHH iX UHCIa), MOKYTh OYTH pi3Hi YMHHHKH. 1X
XapaKTepU3ye OJMH €IUHUN TEPMIH — MyTarcHu.

3a MOXOJKEHHSIM MyTareHH MOKHa PO3MO/LJIEH] Ha!

- ex30ceHHi, 1X OIIBIIICTb, JO HUX BIJIHOCATHL 0aratro YWHHUKIB
30BHIIIHHOTO CEPEJIOBUIIIA;
- eHOo02eHHI, BOHU YTBOPIOIOTHCSA B MPOLIEC] JKUTTEAISIIBHOCTI OpraHi3My.
3a mOpuUpPONOI0 BUHUKHEHHS PO3PI3HSIOTH: Di3uuHi, XiMmiyHi Ta
0ion1021YHi MyTareHu.

[Tomii, 1m0 TPHU3BOAATHL 10 BUHUKHECHHS MyTallii, Ha3UBaIOTh
MYMayitiHum npoyecom, SIKAA pO3IUISIIOTh Ha CHOHMAHHUL Ta [HOYKOBAHULL
myTareHes. Ilomin MyTamiiiHOro mpoliecy Ha CHOHTAHHUM Ta 1HIYKOBaHMMA
NIEBHOIO MIpoI0 € yMOBHUM [2, 21, 33].

Cnonmanui MyTaIlli BAHUKAIOTh NMPHU 3BUYAHUX (1310JIOTTUHUX CTaHAX
opraHizMy 0€3 BHAMMOTO JOJATKOBOTO BIUIUBY Ha OpPraHi3M 30BHIIIHIX
dakropiB. Taki myrtamii MOXYTh BHUHUKATH, HANPUKIAI, B pe3yibTaTi il
XIMIYHUX CHOJIYK, IO YTBOPIOIOTHCA B TMpoOIeci MeTadoIi3My; BIUIUBY
npupoHoro ¢ony pamiaiii ado Y ®-BUNpoMiHIOBAHHS; TOMUJIOK peTUIIKaIlii i

T.O.



10

Inoykosani mymayii - 1ie MyTaIlii, BUKJIMKaHI CIIPSIMOBaHUM BILTHBOM
pi3HUX  (aKTOpiB  30BHIMIHBOTO ab0  BHYTPIIIHBOTO  CEPEIOBUIIA.
[HayKOBaHMM MyTaIlIHHUM TIPOLIEC MOXKE OYTU KOHmMPOoIbosarHum (HATTPUKIIA],
B €KCIIEPUMEHTI 3 METOI0 BUBYCHHS Jii ME€XaHI3MIB 1/ a00 Horo HacIiAKiIB) i
HeKoumpoaboéaHum (HANPUKIAL, B Pe3yabTaTl ONPOMIHEHHS TMPU BHUKUI
pasioaKTHBHUX €JIEMEHTIB B cepeoBHIe icHyBaHHs) [14, 21].

MyTtamii TpeACTaBISIFOTh MMOYaTKOBY JIAHKY IAaTOT€HE3y CHaIKOBUX
XBOp0O. 3a TUIIOM KIITHH, B SAKUX BIAOYJIMCS 3MIiHM, MyTalli MOKHa
PO3JILIIMTH HA:

- eamemui, ab0O TEHEpaTWBHI, MyTalli B CTaTeBUX KJIiTUHaX. BoHu
YCHAIKOBYIOTBCS 1 BUSBJISIOTBCSA Y BCIX KIITHMHAX HAIAIKIB, SKI CTaIM iX
HOCISIMU;

- comamuyuHi - MyTalli B HECTAaTEBUX KIIITUHAX OpraHiaMy. BusBistorbcs y
TOTO 1HAMBIJA, Y SIKOTO BOHU BUHUKAIOTh.

Takox 3a BIJTUBOM Ha OpraHi3M MOXHa BUIUIUTH:

1) nemanvni  mymauyii - 1e MyTalii, sKi OPHU3BOIATH 1O
BHYTPIIIHbOYTPOOHOT 3arubeni abo cmepTi B AUTAYOMY Bili. ['eHOMHa
MyTallisl, Ha TMPUKIaAl MOHOCOMIi MO ayTocomaM, Yy JIOJUHHU  IPOSIBIISE
HECYMICHICTh 3 HOPMQJIBHUM PO3BUTKOM €MOpIOHA;

2) mHanienemanvui mymayii - MyTalii, SAKi 3HAYHO 3HWXKYIOThH
KUTTE3AATHICTh OpPraHi3My, HACIIAKOM SIKMX € paHHS CMepTh. TpHUBaIiCTh
KUTTS HOCIIB HAMIBJICTAIBHUX MYyTaIlli MOXE 3HAYHO BapilOBaTH, OJHAK B
Oyllb-SIKOMYy BWIIQJIKy BOHU THHYTh JO JOCSATHEHHS CTaTe€BOi 3pIJIOCTI
(HampuKIIaa, TPU MTMEHTHOTO KCEPoAepMa).

3) weumpanvui mymayii - MyTaiii, sSKi HE BIUIMBAIOTh ICTOTHO Ha
MPOLIECH KUTTEAISIBLHOCTI;

4) cnpusmausi mymayii - MyTalii, 110 3a0e3Meuy0Th OpraHi3My HOBI
KOPHCHI BJIACTUBOCTI.

BianoBigHo 10 piBHS Opraxizailii CIMaJKOBUX CTPYKTYP PO3PI3ZHSAIOTH

T'eHHI, XpOMOCOMHI 1 reHOMHI MyTarii [28. 31].
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Hepo3xopkeHHsT XpOMOCOM HalyacTilIe CIOCTEPIraeTbes Mij dYac
Meio3y. XpOMOCOMHM, fKI B HOpPMI TOBMHHI JUIMTHCS TMiJ 4Yac MEHo3y,
3aJIMIIAIOTHCS 3'€THAHUMHU pa3oM 1 B aHadasi BIAXOISATh 0 OJHOTO IMOJI0Cca
KJIITUHU.B pe3ynbrari BUHUKAIOTH JIBI TaMETH, OJHA 3 SKMX MAa€ J0JIaTKOBY
XpOMOCOMY, a iHINAa He Mae Iiiei xpomocomu. [Ipu 3ammigHeHHI rameTd 3
HOPMaJIbHUM HAaOOpPOM XPOMOCOM rameTa 13 3aiiBOI0 XpOMOCOMOIO BUHMKAE
TpucoMis (TOOTO B KIITI HPUCYTHIM TPH TOMOJOTIYHI XPOMOCOMH), IPH
3aIlITHEHHI raMeTu 0e3 OJHI€T XpPOMOCOMH BHUHHUKAE 3UTOTa 3 MOHOCOMIEIO.
Skmo 3urora yTBOPIOETHCS 3 SIKOi-HEOYJb ayTOCOMHOI (HE CTaTeBOil)
XpPOMOCOMH, TO PO3BUTOK OpraHi3My HPUIUHSAETHCA HA PaHHIX CTaAisaX
po3BHUTKY [22].

Xpomocomui mymayii - 11€ CTPYKTYPH1 3MIHHU OKPEMHX XPOMOCOM, SIK
MpaBUJIO, BUAMMI B CBITJIOBOMY MIKPOCKOMI. Y XPOMOCOMHY MYTaIlilo
3alTy4aeTbCs BETUKA KUIBKICTh ( BiJ JAECATKIB O JACKIIBKOX COTEHb ) I'€HIB,
HACJIAKOM SIKMX € 3MIHM HOPMAaJIbHOTO AMILIOIAHOro Habopy. HesBaxarouu
Ha Te, 110 XPOMOCOMHI abeparlii, K MpaBUJIO, HE 3MIHIOIOTh MOCIIJOBHICTh
JIHK B cmenudiyHuX TreHaxX, TO 3MiHAa 4YHClIa KOIMM TeHIB B T'e€HOMI
MPU3BOAUTE JO0 T€HETUYHOr0 AUCOAIAHCY BHACHIAOK HecTaul ad0 HAJJIUIIKY
TeHETUYHOTO Marepiany. XpPOMOCOMHI MyTailii pO3JUISAIOTh Ha JIB1 TPYIIU:
BHYMPIUHbOXPOMOCOMHI 1 MidicxpomocomHi [3, 25].

Buympiwnvoxpocomui mymayii - 1ue alepaiii B MexXax OJIHI€l
xpomocomu [25]. Jlo HEX HaIeXaTh:

- JeJenii - BTpara OJHOTO 3 JIUISHOK XPOMOCOMH, BHYTPIIIHKOTO ab0
TEepMiHAJIbHOTO. B pe3ynbTaTi 3yMOBJIIOE MOPYIICHHS eMmOpioreHe3sy Ta
(dbopMyBaHHSI MHOKWUHHUX aHOMAaJTI PO3BUTKY (HANPUKIIA, ETEIlis B PErioHi
KOPOTKOTO IuIeYa S5-1 XpOMOCOMH, 1110 ITO3HAYAETHCS K Sp-, IPU3BOAUTH 10
HEJOPO3BUHEHHsI TOpTaHl, IOpPOKaM Cepls, BIJCTaBaHHA pPO3YMOBOTO
po3BUTKY). llelt KOMIUIEKC MepemuyeHuX CUMITOMIB BIJOMHUN SK CHHAPOM
«KOTSIYOTO KPUKY», OCKIJIBKM Yy XBOPHUX AITEH yepe3 aHoMajii ropTaHi Iuiay

Haragaye€ KOTsA4C HABKAaHHAA,
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- 1HBepcii - B pe3ynbTaTl JBOX TOYOK PO3PHUBIB XPOMOCOMHU
YTBOPIOETHCST (PparMEeHT, IO 3T0JA0M BOYAOBYETHCS Ha IONEPETHE MICIE
micist moBopoTy Ha 180 rpaaycis (180°). B pe3ynbTaTi HOPYLIYETHCSA MOPSIOK
pO3TallyBaHHS T€HIB;

- Aymmkamii - TOoABOEHHS (MHOXKEHHS) SIKOI-HEOyAb  IJISTHKH
XpOMOCOMH (HAINpUKJIAJ, TPUCOMIS 3a OJHUM 13 KOPOTKUX Iuteued 9-i
XpOMOCOMH 3yMOBJIIOE MHOXHUHHI BaaM, BKIIOYAIOYM Mikporedatiio,
3aTPUMKY (PI3UIHOTO, ICUXIYHOTO Ta IHTEICKTYAIbHOTO PO3BHUTKY).

Misxcxpomocomni mymayii, abo wmyrtanii nepeOyaoBH - 1€ OOMiH
(parMeHTaMH MIK HErOMOJIOTIYHOI Xpomocomu. Taki Mmyramii oTpumanu
Ha3BY TpaHCJIOKaIlil. BUAISI0TE HACTYIIHI TUIM TaKUX MYTalllif:

- peIumpoKHa TPaHCJIOKAIlis, KOJIU JBI XPOMOCOMH OOMIHIOIOTHCS
CBOIMU (pparmMeHTamu;

- HEpelUNpPOKHA TpPAHCIOKallisl, KOJu (parMeHT OJIHIET XPOMOCOMH
TPAHCIIOPTYETHCS HA 1HILY;

- (UEHTPUYHE» 3IUTTS (POOEPTCOHIBCHKA TPAHCIIOKAIlIA) - 3'€IHAHHS
JIBOX aKpOIEHTPUYHUX XPOMOCOM B pailoHI iX IEHTPOMEp 13 BTPATOIO
KOPOTKHX ILICYEN.

[Ipy momepedHOMy  pO3pUBI  XpOMaTHA  4Yepe3  IEHTPOMEPH
«CECTPUHCBHKI» XPOMATHIIA CTAIOTh «I3E€PKATLHUMM» TUICYUMA JABOX PI3HUX
XPOMOCOM, 1110 MICTATh OJHAKOB1 HaOOpH r'eHiB. Taki XpOMOCOMH Ha3UBaIOTh

izoxpomocomamu [30].

1.3. Kuaacudikauis XxpoMoCOMHHX XBOPOO 32 TUIIOM MYyTalii

B ocHoBi knacudikariii XpoMOCOMHOT MaToOT1i JeKaTh TPU MPUHITUTIH.
[X JoTpuMaHHS fJa€ MOKIMBICTH TOYHO OXapaKTepUsyBaTH (GOpMy
XPOMOCOMHOI MaTOJIOT1i y 00CTEeKyBaHOTO 1HAUBIA Ta ii BapiaHTH.

llepwuti npunyun - XapakTepUCTHKA XPOMOCOMHOI a00 TEHOMHOI

MyTamii (TPUILIOiAisA, TpocTa TpUCOMIS 1O XpomMocomi 21, wYacTKoBa
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MOHOCOMIsI 1 Tak Jaji) 3 ypaxyBaHHSAM KOHKpEeTHOiI Xxpomocomu. lleit
MIPUHIIAIT MO’KHA Ha3BaTH eTiojoriyaum [18, 22].

Tunu reHoMHOT a00 XPOMOCOMHOI MyTallli BHU3HAYAIOTHCA (HOpMHU
XPOMOCOMHOI Tatosiorii. Ho3omoriunuili miapo3ait XpoOMOCOMHOI MaTOJIOT i
IPYHTYETHCSI Ha €TIOJOTIYHOMY 1 MAaTOTEHETHYHOMY MPUHIMII, a came: IS
KOXHO1 (POPMHU XPOMOCOMHOI MATOJOTIi BCTAHOBJIIOETHCS, SIKa CTPYKTypa
3allydeHa B TATOJIOTIYHUN MPOIEC (XpOMOCOMa, CETMEHT), 1 B UOMY TOJISTAE
T€HETUYHE MOPYIICHHS (HEA0iK ad0 HaJIUIIIOK XPOMOCOMHOIO MaTepiaiy).
Hudepentiianis XpoOMOCOMHOI MATOJIOTIT HA MiJICTaBl KIIHIYHOI KAPTUHU HE
Ma€ ICTOTHOTO 3HAY€HH$, OCKUIBKUA MPH PI3HUX XPOMOCOMHHUX aHOMAJisX €
BEJIMKA 3araJibHICTh MOPYIIEHb pO3BUTKY [14, 22].

pyeuti npunyun - BU3HAYCHHS TUIY KJIITHH, B IKUX BUHUKIIA MYTaIlis
(y ramerax abo 3uroti). Myramii, 110 BHHHKJIM y TraMeTax, BEIyThb [0
a0COIIOTHUX (OPM XPOMOCOMHHX XBOp0O. Y Takux 1HAUBINIB yCl KIITHHH
HECYTb yCIaJIKOBaHYy 3 TaMETOI0 XPOMOCOMHY aHOMAJIIO.

Skio xpoMocoMHa aHOMaUTisi BHHUKAE B 3UTOT1 a00 Ha paHHIX CTaisgX
JJIeHHS, TOOTO COMAaTUYHI MYTallli, TO PO3BUBAETHCS OPraHi3M 3 KIITHHAMU
PI3HOI XPOMOCOMHOI KOHCTUTYILIl (IBa Tunu 1 Ouibme). Taki ¢gopmu
XPOMOCOMHHX XBOpPOO Ha3MBaIOTHCSI MO3aYHUMU.

Tpemiii npunyun - BUSBIICHHS MOKOJIHHS, B SKOMY BUHMKJIA MyTallld :
Yi BUHMKJIA BOHA 3HOBY B FaMeTax 3[J0pOBUX OaThKIB (CIIOpaJWyHI BUIAIKH)
abo 0aThKM BXKE MaJd TaKy aHoMaliio (ycmaakoBaHi, abo ciMmeitHi, Gopmu)
[24, 31].

Myranis B KIITHHAX 0aTbKiB, y TOMY YMCHIl 1 B TOHaJax, BKa3zye Mpo
yChaJKoBaHI XpoMOCOMHI XxBopoOu. Ile MOoxyTh OyTH 1 BUIAAKKA TPHCOMIi.
Hanpuknan, y iHauBiaiB 3 cuHapomamu JlayHa 1 Tpurio-X yTBOPIOIOTHCS
raMeTH JBOX THIIIB - HOPMajbHI 1 JUCOMHI. Take IMOXOJKEHHS IUCOMHHUX
ramMeT - HacliIOK BTOPUHHOTO HEPO3XOJKEHHS, IHIIMMU CIIOBAaMHU
HEPO3XO/KEHHSI XpOMOCOM Yy 1HAWBiJa 3 TpHUcoMiero. Benuka yactuHa

YCMaJKOBAHUX BHUMAJAKIB XPOMOCOMHHUX XBOpPOO MOB's3aHA 3 HAsBHICTIO Yy
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3I0pOBUX OaThbKiB POOEPTCOHIBCHKUX TPaHCIOKAIIiH, 30aJIaHCOBAHUX
PEIUIIPOKHUX TPaHCIOKAIii MK JBOMa, piamie OuIbIIe, XpOMOCOMaMH 1
iHBepciit. KimHiyHO 3HaYMM1 XpOMOCOMHI aHOMaJTIl B IIUX BUIAJKaX BUHHUKIIU
y 3B'SI3Ky 13 CKJIaJHUMHU mepe0ylIoBaMH XpOMOCOM B TIpoOleCl Meo3y
(koH'foraris, kpocuarosep) [3].

XpOMOCOMHI XBOPOOHM MOJUIAIOTH TaKOX Ha ayTOCOMHI (CHHIpPOM
Hayna, cunapowm Ilaray, cuaapom EnBapaca, CMHAPOM KOIIAYOro KpUKY Ta
1H.) Ta TOHOCOMHI: 3 4OJIOBIYMM TeHoTunoM ( cunapom Knaitndenrepa) ta 3
*1HOouMM reHotunom (cuaapom lllepemescbkoro-Tepuepa).

TakuMm dYHHOM, TSI TOYHOI JIarHOCTUKH XPOMOCOMHOI XBOpOOH
HEOOX1JTHO BU3HAUUTH: 1) TUI MyTalIlii; 2) 3ajqy4eHy B MPOIEC XPOMOCOMY; 3)
dopmy (moBHa ab0 Mo3aiuHa) : 4) BUJ XBOpoOU (CIOpaIudyHUI BUIAJA0K a0
ycnagkoBaHa ¢opma). Taka  JglarHOCTMKAa  MOKJIMBA TUIBKA — TPHU
IIUTOTCHETUYHOMY JOCIIJPKCHHI, III0 TMPOBOJUTHCS Y MAaIli€HTa, a 1HOMI 1 y
Horo 0aTbKiB 1 CUOCIB.

XBopoOu, OOyMOBJICHI MyTallisiMU, HAa3WBAaIOTh TI'e€HHUMHU, abo
MOHOTEHHUMH XBOpOoOamMH, TOOTO 3aXBOPIOBAHHSAMH, PO3BUTOK SKHUX
JCTEPMIHY€ETHCS MYyTaIli€l0 OAHOTO TeHa [1].

BUHHKHEHHS XPOMOCOMHHUX XBOpOO CHPUYMHEHI TEHOMHUMH 1
3MiHa IUJIOIAHOCTI CTPYKTYPHO HE3MIHEHMX XPOMOCOM, IO BUSBIISIETHCS
[IUTOTEHETUYHUMU METOJaMHU.

AHeynnoiois - 3MiHa YHCJIa XPOMOCOM B JUIUIOIAHUN HAaOIp,
HeKpaTHUMHU rarioinnomy (21 + 1, 21 - 1 1 1.1.). 3MEHIIIEHHS - MOHOCOMisl,
3011bIIICHHS — TpHrcoMmis [2, 15].

lloninnoois - 30UIblIEHHA 4Kcia HAOOpIB XPOMOCOM, KpaTHe
rartoigaomy (3, 4m, Sui T, 1.). Y JIOIWHU MOTITUIOIIS, a TAKOX OUIBIIICT
aHCYILIOIIIN IPUBOIATH JI0 JIETAIbHHUX MyTalii [21].

Jlo HaWO1IbII YaCTUX MYTalliil TEHOMIB BIIHOCSITHCS:
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- mpucomisi - HasABHICTb TPHOX T'OMOJIOTTYHUX XPOMOCOM B KapioTHIIi
(manmpuknana, 3a 21-it maporo, npu cuHapomi [layna, ame 18-if mapi mpu
cunapomi EnBapaca, mo 13-ii mapi npu cunapomi llatay; 3a crareBumu
xpomocoMamu: XXX, XXV, XVV);

- MOHOCOMisl - HasiBHICTb TIJIBKU OJIHIET 3 IBOX TOMOJIOTIYHUX XpomocoM. [Ipu
MOHOCOMIi y37I0BXK OyIb-IKHX ayTOCOM HOPMaJIbHUN PO3BUTOK eMOpioHa
HEMOJINBO. €1MHAa MOHOCOMISl Y JIIOJAMHU, CyMICHA 3 KUTTSIM - MOHOCOMIs

o X-XpoMocoMi , 10 MpU3BOaUTh 10 cuHApoMy lllepemeBckoro - TepHepa

(45, X%) [28].

1.4, KuiHiyHa XapakTepUCTHKA HAWNOIIMPEHIIUX XPOMOCOMHMX
3aXBOPHOBAHb JIUHH

Cunopom [ayna:

Cungmpom J[layna, tpucomiss 21 XpomMocoMu, HaMOUIbII BHBYEHA
XpoMocomMHa xBopoba. Yacrora cunmpomy JlayHa cepea HOBOHApPOIKEHUX
piBHa 1:700-1:800, He Mae sikOi-HEOYyIb YaCOBOI, €THIUHOI a00 reorpadiyHol
pi3HMII y OaThbKiB OJHAKOBOTO BIKYy, aj€ 4YacTOoTa HAPO/KEHHSA [ITeH 3
cuHapoMoM JlayHa 3anmexuTh BIJ BIKY Marepl 1 B MEHIIIA Mipl BiJ BIKY
OaTbKa.

3 BIKOM O0aThKIB 3HA4YHO 3pOCTA€ PUBUK HAPOIKEHHS JITeH 3
cunapomoM Jlayna. ¥V Bimi 45 pokiB BoHa ckiagae Onu3bko 3%. Bucoka
gacToTa AiTeit 3 cuaapomom Jlayna (6m3bko 2%) crocTepiraeTbes y JKiHOK,
K1 HApOJXKYIOTh Y paHHbOMY Billi (10 18 pokiB). Y 3B'sI3Ky 31 3SMEHIIECHHSM B
2 pasu 9ymcia KIHOK, 10 HAPOJKYIOTh MIcis 35 poKiB, y ocTaHHI 15 poKiB y
binopycii Ta Pocii uucno nitei 3 cuHapoMoM JlayHa iCTOTHO 3HU3HWIIOCS HA
17-20%. 301nbIIeHHs. 4acTOTH 31 30UIBIICHHSIM MAaTEpPUHCHKOTO BIKY B1JIOME,
ajyie B TOHM e yac HEOOXIJHO PO3YyMITH, IO OUIBIIICTH AITEH 3 CHHIPOMOM
JlayHa HapojpkeHl MarepsiMu, Bik sikux mojoame 30 pokis. Lle nmos'sizano 3
BEJIMKUM YHCJIOM BariTHOCTEH B 111l BIKOBIM Ipymi, B TOPIBHSHHI 13 CTAPIIOIO

rpymoto [3].
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[{uToreHeTnyHi BapiaHTU CUHApPOMY JlayHa pi3HOMaHITHI, ajie¢ OCHOBHY
nomio (94-95%) cknamaTh BHUMAAKU TPOCTOI MOBHOI Tpucomii 21, sk
HACJIIIOK HEPO3XOJ/KEHHSI XPOMOCOM B MEHO031. Y pe3ynbTaTi MaTepUHCHKUN
BKJIQJI HEPO3XO/DKEHHS B Il raMeTuuHi ¢opMu XBopoOu ckiamae 80% a
O6arbkiBcbkuii — TUTbkU 20%. IlpuumHu moci He BcTtaHoBieHi. Hememmka
(6mu3bko 2%) wacTka giTedl 3 cuHapomoMm JlayHa mae Mo3zaiuHi (opmu
(47+21/46). Tlpubmm3uo 3~4% xBopux 3 cuHApOMOM JlayHa MarOTh
TpaHCIOKaIiiHy (OpMy TPUCOMII 32 TUTIOM POOEPTCOHIBCHKUX TPaHCIOKAIIIM
Mk akpouentpukamu (D/21 1 G/21). Maibke 50% Ttpanciokaritnux (gopm
HacmIye Bij 0aThKiB-HOCIIB 1 50% -TpaHciiokartii, 1o BUHUKIM de novo [3,
4].

CriBBITHOIIICHHS XJIOMMYMKIB 1 JIBYATOK CEpeJ HOBOHAPO/KEHUX 3
cunapomoM Jlayna ckimamae 1:1 [4].

Kiiniuna cumnroMatuka cuaapomy Jlayna pisHomaniTHato Lle MOXyTh
OyTH 1 BpOJUKEH1 Baau PO3BUTKY, 1 MOPYLIEHHS MOCTHATAJIbHOTO PO3BUTKY
HEPBOBOi CHUCTEMH, 1 BTOPUHHUN iMyHOnedinut Ta iH. it 3 cUHApPOMOM
JlayHa HapoOIKYIOThCS B CTPOK, ajie 3 MOMITHO BHUPAKEHOIO MPEHATaIHLHOIO
rinomuiasiero (Ha 8-10% Hikde cepennix BenuuuH). [Ipu HapopKeHi 6arato
CUMIITOMIB cUHApoMY JlayHa Bke TIOMITHI, ajie¢ 3 4aCOM BOHH TPOSBIISIIOTHCS
yiTkime. KpamidikoBanuil neaiaTp CTaBUTh MPABWIBHUN J1arHO3 CHHAPOMY
JlayHa B moJioroBoMy OYIMHKY, HE MeHII HiX B 90% Bumnaaki. 3 4epemHo-
TUIHOBUX TU3MOP(]iil BIJ3HAYAIOTHCS PO3Pi3 MOHTOJIOITHUX OYEH, depes3 Mo
cuHApoM JlayHa JOBro Ha3WBajau MOHTOJIOIAM3MOM, KPYTJIE CIUTIONICHE JIUIIC,
IJIOCKa COMHKAa HOCA, eMIKaHT, BEJIMKUW (3a3BUYail BHCYHYTHI) S3UK,
Opaxinedanis, repopmoBani ByIHi pakoBuuu [3, 17].

Hiarno3 cunapomy JlayHa MoOXHa BCTAHOBUTH Ha MiJACTaBl 4acTOTH
MOETHAHHS JEKUTbKOX cuMmnToMiB. Hactymui 10 03HaK HaO1IbIN BaXkKJIMBI
JUISl TIOCTAHOBKHM J11arHO3Y, HASABHICTh 4-5 3 SKUX JOCTOBIPHO BKa3zy€ Ha
cunapomM /layHa :

- crutrontieHHs mpodimo ocodu (90%);
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- BIICYTHICTh CMOKTaJIbHOTO pediekcy (85%);

- M'si30Ba rinoToHis (80%);

- MOHTOJIOiTHUHM po3pi3 ouelt (80%);

- HaUIMIIOK 1iKipu Ha mui (80%);

- XATKICTh cyra00iB (80%);

- nu3riactuaauit Tas (70%);

- IU3IUIaCTUYHA ByIIHA pakoBuHa (40%);

- KIIMHOJaKTIIIst M13UHIA (60%));

- YOTUPHOXIIAJIbIIEBA 3TUHANIbHA CKJIaJKa Ha J0J10H1 (40%).

Peakuiss mitedt 3 cuHapomoMm JlayHa Ha YMHHUKHA JOBKULIS YacTo
naTajoriyda, y 3BS3KYy 13 CJIa0KMM KIITHHHUM 1 TYMOPQJIbHUM IMYHITETOM,
sHmkeHHsM  penapanii  JIHK, HemoctatHiM  BUPOOJEHHSM  TpaBHUX
¢epmenTiB. CaMe IIi YMHHHMKM NPU3BOAATH IO YACTIIIMX 3aXBOPIOBAHb HA
MHEBMOHIi, BaXXKO MEPEHOCATh IUTAYl 1HPeEKuii. Y HHUX BIA3HAYAETHCS
HEJO0JIIK MacH Tijla, BUpaXCHUI aBiTaMino3 [12].

BpomkeHni Bangd BHYTpIINIHIX OpraHiB, TOHIKEHAa MPUCTOCOBAHICTh
nitet 3 curapomoM [layHa, 4acTo mpHU3BOIATH 10 JIETAJBLHOTO PE3yJbTaTy B
nepuri 5 pokiB. HacmigkoM 3MIHEHOTO IMYHITETY 1 HEJOCTAaTHOCTI
penapaiiiHuX CHUCTEM € JIeWKO3, [0 YacTO 3yCTPIYAEThCA Y XBOPUX 3
cunapomom Jlayna [5].

Cunopom llamay:

Cunnpowm Ilaray BuaiieHui B caMOCTiiHY Ho30J0T14HY hopmy B 1960
poIli B pe3ysbTaTi TEHETUYHOTO JOCHIIIKEHHS TPOBEICHOrO0 Yy JiTel 3
YPO/UKEHUMHU BaJaMH  PO3BUTKY. YacTroTa JaHOTO CHHAPOMY Cepen
HoBoHapopkeHnx mpubauzHo 1:5000-1:7000. He BuxirodeHHS € iCHYBaHHS
JeKUIbKa IUTOICHETUYHUX BapiaHTIB, OAWH C SKHUX II€¢ MpOCTa IOBHA
Tpucomis 13, 1m0 € HaCTIAKOM HEPO3XOKEHHSI XPOMOCOM B MEH031 y OJTHOTO
3 OarbkiB, 3ycTpiyaeTbcsi y 80-85% xBopux. [HIII Bigomi Ha MpakKTHUI
BUIAJKK OOYMOBJIEHI B OCHOBHOMY I€pelaueio J0JAaTKOBOi XPOMOCOMH, a

TOYHIIIE i1 JOBroro mie4a, B poOEPTCOHIBCHKUX TpaHCIoKauiax tumy D/13 i
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G/13. Takosx 3rogoM OyJId BUSBJICHI 1 1HIII IUTOTCHETHUYHI BapiaHTH, TaKi SIK
Mo3aim3M, HEPOOEPTCOHIBCHKI TpaHCIOKAIli, 130XpoMOCOMa, aje BOHH
3yCTpIYalOThCs Ha MPAKTHIII pijiie 3a OCHOBHI ¢opmu [14].

CriBBIAHOIICHHS XJIOMYUKIB Ta JIBYATOK mpu cuHapomi Ilaray
omuzpko g0 1:1. Jlitn 3 cungpomom Ilatay HapoIXKyrOTbCS 3 1CTHHHOIO
IpeHaTaJbHOIO rinoriasiero, Ha 25-30% Hukye cepeaHix BennyuH. OJIHAK 11e
HE TOB’SI3aHO C HEJOHOIIEHICTIO, A€ XapaKTEpHI YCKIAIHEHHSIM BariTHOCTI
Ipy BUHOIIYBaHHI Moay 3 cuHApoMmoMm Ilatay € OGaratoBoamsi: BOHO
3ycTpivaeThes npubm3Ho B 50% Bumnajkis curapomy Ilatay [3, 4].

st cunapomy Ilatay XapakTepHi MHOKUHHI BPOJKEH]1 Ball PO3BUTKY
rOJOBHOIO MO3KYy 1 oOiuuus. lle maToreHeTMYHO €IMHA rpyna paHHIX,
BaXKHUX, IOPYIIEHb (JOPMYBaHHS I'OJIOBHOI'O MO3KY, OYHHX SI0JyK, MO3KOBOTO
1 JaunboBoro 4actuH uyepena. ®opma uepena 3a3BUYail 3MEHILEHA,
3ycTpivaeTbest 1 Tpuronornedanis. JIod ckomeHui, HU3bKWAN, OYHI IIIIMHU
BY3bKl, IMEpeHIcCd 3amajgo, BYIIHI pPAKOBUHM HHU3BKO pO3TAIIOBaHi 1
nedopmoBadi. ['oi0BHA TUIIOBA 03HAaKa CUHApOMY [laTay - TpiluHu BEpXHBOI
ryou 1 HeOa (3a3Buuaii nBocTopoHH1). [Ipu AiarHOCTHUIN 3aBXKIU BUSIBISIOTHCS
BalM JEKUIbKOX BHYTPIIIHIX OpraHiB B pi3HIA KoMOlHauii: Jnedextu
NEepEeropoJIoK Cceplisi, He3aBEepIICHUH IMOBOPOT KHILIEYHHKA, KICTU HHPOK,
aHoMaulii BHYTPIIIHIX CTAaTE€BUX OpPraHiB, Ne()EKTH MiANUTYHKOBOI 3aJI03H.
Takox cnocrepiraroTbcs NOMIAAKTUIISA (YacTille IBOCTOPOHHA 1 Ha pyKax) 1
¢rekcopHe MooKeHHs Kuctei [4].

Ha mnoenHaHHi XapakTepHUX BaJ PO3BUTKY IPYHTYETbCS KIIHIYHA
niarHoctuka curapomy Ilatay. Ilpu mimo3pi nokazane Y3/l ycix BHYTpIlIHIX
OpraHis.

JlikyBanbHa nonomora miTsM 3 cuHapoMoM Ilaray Hecneuudiuna:
omepaiiii 3 MPUBOAY BPOKEHHUX BaJl PO3BUTKY (32 )KUTTEBUMU CBITUCHHSIMU),
3arajibHO MIATPUMYIOYE JIIKyBaHHs, PETEJIbHUM JOrsd, npodiiakTuka
3acTynHuX 1 1HGekmiiaux xBopoO. [itu 3 cunapomom Ilatay mpakTudHO

3aBXKI MarOTh TIIMOOKY imioTiro [11].
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Cunopom Edsapoca :

Haiiwactime mnpu miarHocTWINl BUSIBIEHWH cuHIApoM EnBapica
0OyMOBJIEHMI MPOCTOI0 TPUCOMHOIO (OpMOIO, IO COPUYMHEHUN Tram
E€TUYHOIO MYTAIlI€I0 Y OJTHOTO 3 OaThKIB. AJie HAa MPAKTHUIN 3yCTPIYarOThCS
TakokX Mo3aiuHi ¢opmu. TpancrmokaiiitHi Gopmu ykpail piAkicHl 1, SK
IPaBUJIO, TPOSBISAIOTHCS YacCTKOBO, a HE K MOBHI TpucoMii. KiiHiuHHX
BIIMIHHOCTEW MK (hopMaMH TpHUCOMIi, 1[0 HUTOTEHETHYHO PO3PI3HIIOTHCS,
HEMAE.

Yacrora cunagpomy Ensapaca ckmamae  1:5000 - 1:7000
HOBOHAPO/DKCHUX. 3a CIHIBBIIHONIEHHSAM XJIOMYUKIB 1 miB4atok - 1:3.
[TpuurHM IepeBaXkaHHsT XBOPHX JIIBYATOK J0Ci HeBimomi [2].

[Ipu cungpomi EnBapica Big3HauyaeThCsi BUpaXKeHa 3aTpUMKa
MPEHATAIbHOIO PO3BUTKY NIPU TMOBHIM TPUBAJIOCTI BariTHOcTi. Baau
PO3BUTKY, IO XapakTepHi Ajisi cuHApoMy EnBapica: MHOXXHMHHI BPOKEHI
BaIy PO3BHUTKY JHIILOBOI YAaCTMHMU 4Yepemna, cepls, KICTKOBOi CHCTEMH,
cTaTeBUX opraHiB. HmwkHs mienena 1 OTBIp poTa MaJIeHbKl, OYHI IIUIMHU
By3bKi 1 KOPOTKI; BYIIIHI PaKOBHUHHU Je(POPMOBaHI 1 HU3BKO PO3TAIIOBaHI.
Takox cepell IHIIMX 30BHIIIHIX 03HAK BIJ3HAYAIOTHCS (PIIEKCOPHE MOJIOKEHHS
KHCTEH, aHOMaJIbHO PO3BUMHEHA cTOMa (I'ATa BUCTYNAE, 3BEICHHS MTPOBUCAE),
I manens cron kopormuii 3a II. Takoxk 3ycTpiHa€eThCsl CIMHHOMO3KOBA IPHKA
1 TpitmHa ryou, ogHak pinko (5% Bunankis cuaapomy Exsapica) [4].

CMepTHICTh B paHHBOMY BIIll, JI0 TIEPIIOTO POKY KUTTA, ckiamae 90%
BiJl HAsBHUX YCKJIaTHEHb, OOYMOBJICHUX BPOPKCHHUMH BaJaMU DPO3BUTKY
(acdikciss, NTHEBMOHIS, KHWIIKOBA HEMPOXIIHICTD, CEpLEBO-CYUHHA
HEJOCTAaTHICTh). KiiHIYHA 1  MarosoroaHaroMivyHa  audepeHiiaibHa
miarHocTrka cuHapoMmy EnBapica cknamna. Y BCixX BHIMAAKaX 3aCTOCOBYIOTH
[UTOTCHETHYHE JOCTiIKeHHs [17].

Cunopom Knaiingpenmepa:

Cunnpom Knaiindenrepa BKIIOYa€E BUMAAKHU MOJICOMIM 3a CTaTEBUMHU

XpPOMOCOMAaMH, TPHU SIKUX € HE MEHIIE JBOX X-XpPOMOCOM 1 HE MEHIIE OJTHI€]
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V-xpomocomu. TumoBWil 1O KIIIHIYHIA KapTUHI CHHIPOM - CHHJIPOM
Knaiindenrepa 3 Habopom 47, XXV, HailluacTimie BUSIBISETHCS CEPEIl 1HITUX
dopm. Llelt cuHIpOM y MOBHOMY 1 MO3aiuHOMY BapiaHTI 3YCTPIYA€EThCS 3
gactoToro 1:500-1:750 HOBOHapoKEHUX XJIOMYMKIB. BapianTu mosmicomii 3
BEJIMKUM YHCIIOM X- 1 Y-XpOMOCOM 3yCTpIYalOThCA AYIIE PIIKO, aje KIIHIYHO
iX BIAHOCATH TakoX 70 cuuapomy Knaitadenrepa [3].

[TpucyTHIicTh Y-XpoMocoMH BU3HAuYa€e (POpMyBaHHS YOJIOBIYOi CTaTi.
Jlo mepiogy CTAaTeBOTO JO3pIBaHHS XJIOMYUKWA PO3BUBAIOTHCS Maixke
HOPMAJIHO, CIIOCTEPITAETHCS JIMIIE HEBEJMKE BIJCTABAHHS B IMCUXIYHOMY
PO3BUTKY. Y 3B’SI3KY 3 J1I0JJaTKOBOIO X-XpOMOCOMOIO T'€HETUUHHUM TucOanaHc
NPOSBIISIETHCSL  KIIIHIYHO B TEPIOJ  CTAaTEBOTO JIO3PIBAaHHS Yy BUIJIAII
HEJIOPO3BUHEHHSI CIM’SIHUKIB 1 BTOPUHHHUX YOJIOBIYMX CTATEBUX O3HAK.

Cepen roJIOBHUX O3HAK, P JaHOMY CUHAPOMI, BiJI3HAYAIOTh: BUCOKUI
piCT, TIHEKOMACTisl, >KIHOYMW THI CTaTypu, si€4Ka 3MEHIIEHi, cialdke
OOBOJIOCIHHS OOJIMY4Ys, MaXBOBUX 3amaaWH 1 JIoOKa. TakoK TICTOJIOTIYHO
BUSIBJISIIOTBCS  JISTCHEpalliss TePMIHATUBHOTO CHITENII0 1 TiadiHO3 CIM'SHUX
KaHaTHKiB. XBOpi Oe31utiaHi (a300cnepMis, omirocrepmis) [13,17].

Cunopom oucomii no ¥Y-xpomocomi.:

Cunapom nucomii mo VY-xpomocomi (47, XVVY) 3ycrpivaerbcs 3
gactoToto 1:1000 HOBOHAPOMKEHUX XJIOMYUKIB. Y OUIBIIOCTI BUMAJKIB
0CcO0HM YOJIOBIYOI CTaTTI 3 TAKMM HA0OPOM XPOMOCOM HE BIAPIZHSIOTHCS Bijl
HOPMaJIbHUX IHIUBIAIB MO (I3MYHOMY 1 PO3YMOBOMY PO3BUTKY, MAarOTh PICT
TPOXHU BHIIIE 3a cepe/iHii. Y OiabiocTi XY Y-1HIUBIAIB TOMITHUX BIJIXUJIEHb
Hl B CTAaT€BOMY PO3BUTKY, HI B TOPMOHAJIBHOMY CTaTyCl, Hi B IJIOJIOYOCTI HE
crioctepiraerbesa. OHAK HE € BUKIIOYCHHSM JIESKI OCOOJMBOCTI ITOBEIIHKU
TakuxX OcCi0: 3a BIAMOBIJTHHUX YMOB BOHM CXWJIbHI JI0 arpeCUBHUX 1 HaBITh
KPUMIiHAJIbHUX BUMHKIB [3, 34].

Cunopom lllepewescvroeo-Tepuepa.

Cunapom lllepemeBcrkoro-TepHepa (45, X) npeacraBieHu €I1MHOIO

(opMOI0 MOHOCOMIi Yy HOBOHAPOIKEHUX.
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Yactora cunapomy lllepemeBcbkoro-TepHepa cepen MiBYaTOK piBHA
1:2000 - 1:5000. Kuminiuno cuaapom  lllepemescbkoro-TepHepa
MPOSIBJISIETHCS B TPHOX "'Hanpsamax':

1) rimoroHaau3M, HEJOPO3BHHEHHS CTaTEBUX OpraHiB 1 BTOPUHHHUX
CTaTEBUX O3HAK;

2) BpO/IKEHHX BaJlaX PO3BUTKY;

3) HU3BKHIA 3pICT.

3 OOKy CTaTeBOi CHCTEMH TaKOK CIOCTEPITa€ThCsl BIACYTHICTh TOHAJ,
HEJIOPO3BUHEHHS MOJIOYHUX 3aji03, TIMOIUIa3is MAaTKW 1 MaTKOBUX TpyO. Y
nite 3 cunapomoM lllepemeBcbkoro-Tepuepa yacto (o0 25% BuUMAAKIB)
3yCTPIYalOThCs Pi3HI BPOKEHI Baau cepiis 1 Hupok [4,17].

XapakTepHl CUMITOMU Y HOBOHApODKEHUX 1 JITeH TPYyIHOTO BIKY:
KOPOTKa IIKMg 3 HAAMIPOM WIKIpM 1 KPWIONOAIOHMMHU CKJIAJKaMH,
miMpaTuaHUN HAOPSIK CTOIIH.

Jns mopocnux xapakTepHI MOPYIICHHS CKeJieTa, YepermHO-JIUILOBI
au3Mop(dii, HHU3BKUK 3pICT, AHTUMOHTOJIOIIHMM pPO3pi3 OYHHUX IIiJIUH,
pETpOreHisi, HHU3bKE pO3TallyBaHHS BYIIHUX PAKOBUH. 3PICT JIOPOCITUX
xBopux Ha 20- 30 cm HUXK4e cepeaHboro [16 ].

JI71s1 TaHOTO CHHAPOMY ICHY€E KOMILUIEKCHE JIIKYBaHHSI:

I) pekoHCTpYKTUBHA XIpyprisl (BpOAKEHI BaJ¥ BHYTPIIIHIX OPraHiB);

2) muactTuyHa XIpyprisi (BUIaJEHHS KPWJIONOAIOHUX CKIIAJIOK 1 TOMY
moi0He);

3) ropMoHasIbHE (€CTPOreH, TOPMOH POCTY);

4) ncuxoTepaneBTUYHE.

Cunopom Komsa4o20 KpuKy:

CHHIIPOM KOTSYOTO KPHUKY - YACTKOBA MOHOCOMIS TIO KOPOTKOMY TLICUY
xpomocomu 5 (5p-). CunapoM MOHOCOMIiM Sp- OyB NEpIIMM OINHUCAHUM
CHHJIpOMOM, OOyMOBJIEHHM XPOMOCOMHOI MyTalieto (menermier). Lle

BiAKpHUTTS 3poouB Jx. JIesxxen B 1963 p [5].
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OCHOBHOIO 03HAKOIO, IO BKAa3yl0 Ha HAsABHICTh CHHIPOMY, 1€ Iulad
JITeH, 10 HaraJgye BUMOTIUBE KOTSA4Ye HSABKAHHA a00 KpHK. 3 1€l IPUYUHH
CHHJIPOM 1 OTpHMaB CBOIO Ha3BYy - "CHHIpPOM KOTsA4oro kpuky'. Yacrora
CHHJIpOMY JIOCUTh BHCOKa [Jis JenemiiHux cuaapomie - 1:45 000.
[{uToreHneTrka 1 KJIiHIYHA KapTUHA I[OTO CHHAPOMY BHUBUEHI J00pE 3aBISIKU
OIMCAHHIO JCKIIbKa COTEHb XBOpHX. [3, 24].

TpuBamicTe XKHUTTI XBOPHUX 3 CHHIPOMOM KOTSYOTO KPUKY 3aJICKHUTh
Bl BAXKOCTI BpO)KEHHMX BaJl BHYTPIIIHIX OpraHiB, OCOOJHMBO cepus,
KJIIHIYHOT KapTUHU B IIUJIOMY, PIBHS MEIMYHOI JOMOMOTH 1 mepediroMm
MOBCSAKJACHHOIO JKUTTA. BUIBIIICTH XBOPUX NOMHPAIOTh B TNEPIIl POKH,
omuspko 10% xBopux nocsiratoTh 10-piuHOTO BiKY. AJle HasiBHI 1 OJIMHMYHI
OIMMCH XBOpUX Y Billi 50 pokiB i crapie [7].

V3arajapHIOIOUM aHaji3 HayKOBOi JITEpaTypu MU OTpUMAIId Taki
BUCHOBKHU:

1) Ha cporoaHiniHii 4ac MOCTIHHMI THCK MYTallild 1 Mirpaiii reHiB, a
TaKOX eJIIMIHAIlS BIIOOPOM 010JI0TTYHO MEHII MPUCTOCOBAHUX T€HOTHUITIB 32
30a7aHCOBAaHUMHU TMOJIMOPPHUMHU JIOKYyCaMH, CTBOPIOIOTH MpOOJeMy Tak
3BAaHOTO «TEHETUYHOTO TATaps» 1 Mae BaKJIMBE HAYKOBE 1 TMpPaKTUYHE
3HaueHHd [1, 12]. PeriecuBHO niro4i reHH1 MyTaIlii 1 CTPYKTYpHI NepeOy10BU
XpOMOCOM, IIO CYTTE€BO HE BIUIMBAIOTH Ha KUTTE3ATHICTh iX HOCIIB, MOXYTh
NPOXOAUTH Kpi3h «CUTO» CEJNEKIlii, yTBOPIOIOYM TEHETUYHHUN BaHTaX
nonyssiii. Buxonsun 3 MONEpeIHbOrO TBEPIKEHHS, I TEHETUYHUM
BAaHTAXXE€M  PO3YMIIOTh  CYKYNHICTh  HECHPHUSTIMBUX  JIETAJbHUX 1
cyOneraqpbHUX MyTalid y TeHO(MOHAlI MNOMmyJslili, 0 NpU Mepexoal y
TOMO3WTOTHHUM CTaH BUKJIHMKAIOTh 3HWKEHHS JKUTTE3IATHOCTI 0COOMH a0o iX
3aru6ensb [18]. [Ipu noBHINM NEHETPAHTHOCTI JOMIHAHTHUNM 200 TOMO3UTOTHO-
PELIECUBHHUI aJiesib MPOSBIISETHCS Y KOXKHOI OCOOMHMU, a MPU HEMOBHIM JUIIE y
nesikii yactudi. KOHUEMNIIS TeHETUYHOTO BAaHTAXy € MPUHIMUIIOBOIO Y
KOHTEKCTI KUIbKICHOI OIIIHKM 1HTEHCHBHOCTI BIZOOpYy 1 SK Tmapamerp,

MOB’SI3aHUI 3 MPUCTOCOBAHICTIO MmomyJyswii. He Bci reHotunu B momynsimii
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MaloTh OJHAKOBO BHCOKY MpPHUCTOCOBaHICThb. [losiBa B momyssiii ocoOuH 3
HU3BbKOIO TIPUCTOCOBAHICTIO MOXJIMBA 32 PaXyHOK MOCTIMHO BHUHUKAIOUHX
MyTaIllid, Tpu BiIOOpPI HA KOPUCTh TE€TEPO3UTOT, 3a PaxyHOK IHOPUIUHTY
Toio. Bee 1ie mpu3BOAUTH O TOTO, IO CEPeIHs MPUCTOCOBAHICTD MOIYJISIIT
BUSIBJISIETHCS HIDKUE MaKCUMAJIBHOI [6,9].

2) IlpuuvHaM#, 10 BUKJIMKAIOTh MYyTalli (MOPYIIEHHS CTPYKTYpH
TCHIB, CTPYKTYpH XpOMOCOM a0 3MiHM iX dYmHCIIa), MOXYTh OyTH pi3HI
YHHHUKA. IX XapaKkTepusye OJWH €AWHUI TepMmiH — wmytarenu.Ilofii, mo
NPU3BOJATH J10 BUHUKHEHHSI MyTalllid, Ha3UBAIOTh MYMAYIUHUM HPOYECOM,
SKAW PO3JUIAIOTh HA CHOHMAHHUL Ta I[HOyKogeauuul wmyTtareHne3. Ilogin
MYTAaIIfHOTO MPOIECY Ha CIOHTAaHHUM Ta I1HIYKOBAHWUN IEBHOIO MIPOIO €
yMOBHUM [2, 21, 33]. Myraiii npejcTaBisioTh IOYATKOBY JIAHKY TTATOTE€HE3Y
CHAJKOBUX XBOPOO. BianmoBigHO 10 piBHA OpraHizaiii CIaJKOBUX CTPYKTYp
PO3PI3HAIOTH T'€HHI, XpOMOCOMHI 1 reHoMH1 myTarii [28. 31]. Xpomocomni
Mymayii - 1€ CTPYKTYPHI 3MIHU OKPEMUX XPOMOCOM, SIK MPaBUJIO, BUAUMI B
CBITJIOBOMY MIKPOCKOMI. Y XpOMOCOMHY MYTAIlll0 3aJy4yaeThCsi BEJIMKA
KUIBKICTh ( BiJl JIECATKIB M0 JEKIJIbKOX COTEHb ) TEHIB, HACHIJIKOM SKUX €
3MIHU HOPMAJIbHOTO JAMWIUIOiNHOrO Habopy. Hes3Baxkarounm Ha Te, IO
XPOMOCOMHI aleparrii, sk mpaBujiIo, HE 3MiHIOIOTH mocmigoBHicTh JHK B
crienu(p1YHUX TeHax, TO 3MiHA YHCja KOMid TeHIB B T€HOMI MPU3BOJUTH J0
FEHETUYHOTO JucOajgaHCy BHACIIIOK HecTadl ab0 HAJIUIIKY Te€HETUYHOTO
Marepiamy. XpPOMOCOMHI  MyTalii  pO3IUJISIIOTH HA 1Bl TPYIH:
BHYMPIUHbOXPOMOCOMHI 1 MidicxpomocomHi [3, 25].

3) B ocHoBi knacudikaiii XpOMOCOMHOI TATOJIOTii JieXaTh TpHU
NPUHIHUIN. IX JOTpUMaHHS A€ MOKINBICTh TOUHO OXapaKTepU3yBaTH GopMy
XPOMOCOMHOI NATOJIOT1i y 00CTEXKYBaHOIO 1HAMBIAA Ta ii BapiaHTH.l//epuwuil
npuHyun - XapakKTepUCTUKA XPOMOCOMHOI a00 TeHOMHOi MyTaIii 3
ypaxyBaHHSIM KOHKPETHOi XpoMocomu. Lleli mnpuHIMI MOXKHA Ha3BaTU
etionoriunum [18, 22]. Jpyeuii npunyun - BU3BHAYCHHS TUITY KIIITHH, B SKUX

BUHUKIA MyTauis (y ramerax abo 3uroti). Tpemii npunyun - BUSBICHHS
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MOKOJIIHHS, B SIKOMY BHUHHMKJIA MyTaIllisl : Y4 BUHHUKJIA BOHA 3HOBY B raMerax
3M0pOoBUX OaThKiB (CHOpaaWyHi BHUMAAKH) ab0 OaTbKH BXXE MalHd TaKy
aHoMmajio (ycraakoBaHi, abo ciMeiHi, ¢opmu) [24, 31].BunukHeHHS
XPOMOCOMHHX XBOPOO CIpUYMHEHI TEHOMHUMH 1 XpOMOCOMHUMU MyTaIlii. [lo
MyTaIliii TEHOMIB BITHOCSTBHCS aHEYIUIOiIIl 1 3MiHA TUIOITHOCTI CTPYKTYpPHO
HE3MIHEHUX XPOMOCOM, 110 BUSIBIISETHCA IUTOT€HETUUHUMU METOIaMHU.

4) Cunopom [ayna, tpucomis 21 XpomMocoMmMH, HaHOUIBII BUBYCHA
XxpoMocomMHa xBopoOa. Yacrora curmpomy JlayHa cepen HOBOHApPOIKEHHUX
piBHa 1:700-1:800, He Mae siKOi-HEOYIb YACOBOI, €THIUHOI a00 reorpadiyHoi
pi3HMII Yy OaThKiB OJHAKOBOIO BIKY, aj€ 4YacTOTa HapOJLKEHHS MdiTel 3
cunapoMoM JlayHa 3anexuTh BIJl BIKy Marepli 1 B MEHIIIA Mipl BiJl BIKY
Oarbka [3,4]. Cunopom [lamay BUNIIEHUN B CAMOCTIMHY HO30JI0T14HY (HOpMY
B 1960 porii B pe3yiabTaTi TEHETUYHOTO JOCIIKEHHS POBEJICHOTO Y MITEH 3
YPO/DKEHUMH  BajJiaMH  PO3BUTKY. YacToTa JaHOTO CHHIPOMY Cepell
HOBOHapokeHux npudauzHo 1:5000-1:7000. He BuKiIOYEHHS € 1CHYBaHHS
JEKUIbKa IUTOTEHETUYHUX BaplaHTIB, OJUH C SIKUX 1€ MpPOCTa IOBHA
Tpucomis 13, 10 € HACTIAKOM HEPO3XOHKEHHS XPOMOCOM B MEHO031 y OJTHOTO
3 0atbkiB, 3ycTpidaerbcsi y 80-85% xBopux[14]. BusiBnenuit curopom
Eosapoca naitvacriiie npu q1arHOCTUIl OOYMOBJICHHM MPOCTO0 TPHUCOMHOIO
dbopmot0, 110 COPUYMHEHUN TaM €TUYHOI0 MYTAIlIE€I0 y OJTHOTO 3 0aThKiB. AJie
Ha MPaKTHULIl 3yCTPIYAIOThCS TaKOX MO3aiuHi popmu. TpaHcnokatliitHi popmu
yKpal pigKiCHI 1, SIK TPABWJIO, MPOSBISIOTHCS YAaCTKOBO, & HE SK TOBHI
Tpucomii. KiiHIYHMX BIiAMIHHOCTEH MK (opmMamMu  TpUCOMIi, IO
IIUTOTEHETUYHO PO3PI3HAIOTHCH, Hemae. Yacrota cunapomy EnBapica
ckiamgae 1:5000 - 1:7000 HOBOHAPOKEHHUX. 3a CITIBBIIHOIMICHHSIM XJIOITYHKIB
1 1iBuatok - 1:3. [lpuunHu nepeBaskaHHs XBOPUX AIBYATOK J0CI HEBiIoMI [2].
Cunopom Knaiinghenmepa BKIIOUAE BHUNAIKH TIOJNICOMIM 3a CTaTEeBUMH
XpPOMOCOMAaMH, NP SIKUX € HE MEHIIIE JBOX X-XpPOMOCOM 1 HE MEHIIE OJIHI€]
V-xpomocomu. TumoBuil 10 KIIHIYHIA KApTUHI CHHAPOM - CHHAPOM

Knaindenrepa 3 nHabopom 47, XXV, HaifuacTiie BUSBISIETHCS CEPE]l 1HITUX
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dopm. llelt cuHIpPOM y MOBHOMY 1 MO3aiyHOMY BapiaHTI 3yCTPIYa€ThCS 3
gactoToro 1:500-1:750 HOBOHapomKeHUX XJIOMUMKIB. Bapiantu momicomii 3
BEJIMKUM YHUCJTIOM X- 1 Y-XpOMOCOM 3yCTpIYatOThCA IYIIE PIAKO, ajie KITHIYHO
iX BITHOCSTH Takoxk 10 cunapomy Knatndenrtepa [3].Curnopom oucomii no V-
xpomocomi (47, XVV) 3yctpigaerbes 3 gactororo 1:1000 HOBOHapOKEHUX
XJIOIMYHUKIB. Y OLIBIIOCTI BUIAJKIB OCOOM YOJIOBIYOI CTATTI 3 TAKUM HAOOpOM
XpOMOCOM HE€ BIJIPI3HSAIOTHCA BiJl HOPMAIbHUX I1HAMBINIB MO (PI3UYHOMY 1
PO3YMOBOMY pO3BUTKY, MalOTh PICT TPOXH BHIIE 3a cepenHit [3, 34].
Cunopom Illlepewescvkoeo-Tepnepa (45, X) TpencTaBICHUNA €IUHOIO
¢opMOI0O  MOHOCOMIi Yy  HOBOHApoJDKEHUX.  YacrtoTa  CHUHAPOMY
[HlepemmeBchkoro-TepHepa cepen aiBdatok pieHa 1:2000 - 1:5000 [17].
Cunopom KOmMA4O20 KPUK)y - YAaCTKOBA MOHOCOMIS MO KOPOTKOMY ILIEUy
xpomocoMu 5 (5p-). CunapoM MoOHOCOMiil S5p- OyB NEpIIUM ONUCAHUM

CHHJIPOMOM, OOYMOBJIEHUM XPOMOCOMHOIO MyTalli€ro (jeneriero) [S].
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PO3/11 2
PerioHa/ibHi acleKTH MOMMUPEHOCTI I CTPYKTYPH XPOMOCOMHOIL

MaToJIorii HOBOHAPO/IZKEHUX

2.1. MarepiaJu i MmeToam J0C/IiIKeHHSs

[ndopmariitHOr0O OCHOBOIO  JIOCTIKEHHS € TepIOJUYHI HayKOBI
BITYM3HSHI Ta 3aKOPJOHHI BUAAHHS Ta JTOCTOBIPHI JaHI MEIUKO-TEHETUYHUX
mopiyHuX 3BITIB. OO0 ’€KTOM JOCHIKEHHSI € MIChKI Ta CLIbCHbKI MOMYJIALIl
MOCTIHHOTO  HaceleHHs XepCoHChKOi obsacti. Ha ocHOBI  maHmMX
XEPCOHCBKOTO 00JaCHOTO MEIUKO-CTaTUCTHYHOTO perictpy (P-13) mpo
3arajpbHy KUIbKICTh HOBOHAPOKCHHUX JITEH HaMH MpoaHali30BaHa JUHAMIKA
MOIIUPEHOCT] BPO/KEHUX BaJl pO3BUTKY y palioHax obacti 3a nepion 2014 -
2019 p. lani 0 HOBOHAPOKEHUX 3 BPOKEHHMHU BaJlaMU PO3BUTKY Oynu
Ipe/ICTaBIICHI 00JIACHOIO TUTSAYOI0 KIITHIYHOIO JIIKapHEIO.

HocnimkeHHs: 0yJi0 MPOBEACHO 3 JOTPUMAHHSIM OCHOBHUX 010€TUYHUX
nonoxkedb KonBeniii Pamgu €Bponu, a came mpo TmpaBa JIOAUHU Ta
O0lomeauiuHy, I'enbCciHChKO1 Aekimapaliii BcecBiTHROT MeIUUHOT acoliarii mpo
STUYHI TPUHIMIH TPOBEICHHS HAYKOBHX MEIWYHUX JOCTIIKECHb 3a y4acTIO
JOIMHY, a Takok Hakazy MO3 Ykpainu Ne 690 Binx 23.09.2009 p.

YacTtoTra XpOMOCOMHHUX aHOMaJii cepell HOBOHAPOIKEHHX BHBYAJACh
METOJIOM MOTOYHOTro 00JiKy. KoXHMII BUNAIOK y HEMOBIST PETIOHY
PEECTPYETHCST 'y TIOJIOTOBHX OYyIWHKAX 3 HACTYMHOK IIEHTPaTi30BaHOIO
KOMIT'I0OTepHOI0 00poOKot0. CratucTUuHy OOpOOKY [aHWX MPOBOAWUIIU 3
BUKOPUCTAaHHAM mporpamHoro naketry Microsoft Excel 2007.

Y HamioMy JOCHTIDKEHHI YacToTa Pi3HUX HO30JOTIYHUX (Hopm
TeHETHYHO 00YMOBIICHOT IMAaTOJIOTT po3paxoByBaiach 3a popmynoro: p=n/N
* 1000, ne p - yacToTa XpOMOCOMHHMX aHOMaJii; N - cyMapHa KIJIbKICTh
BUIIAJIKIB HAPOJUKEHHS AITE 3 XpPOMOCOMHHMMH aHOMAJISMH, BHUSBICHUMU
npotsaroMm poky, N - cymapHa KiUIbKICTh JITEH, HAPOKEHUX KUBUMHU 32 TOM

camuii mepioa vacy. [lokasHUK 3arajibHOI KiJTbKOCTI TEHETUYHO O0YMOBIICHHX
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BPO/UKCHHUX BaJl PO3BHTKY II€ PO3PAXYHKOBHH TMOKAa3HUK, A0 CKIATy SKOTO
VBIAIIIM BHITAJIKM XPOMOCOMHOI TATOJIOTii, @ TAKOX 3aJIMIIKY BPOKEHUX
BaJl (0€3 XPOMOCOMHHMX XBOPOO), OCKUIBKH B1JIOMO, II0 OJM3bKO MOJIOBUHH
Bunaakie BBP He3anexxHO BiJl KIIHIYHOTO MPOSBICHHS, OOYMOBJIEHO CaMme

reHeTnaHuME (pakropamu [8].

2.2.1TomupeHicTh XPOMOCOMHOI NATOJIOTII cepel HOBOHAPOIKEHHUX Y
MiCBKHMX i CUIbCBKHX MOMYJIsiiAX XepCOHIUHHI

Y xomi poOoTtu Hamu Oyjia MpoaHadi30BaHa JWMHAMIKA 4YacTOTH
MOIIUPEHOCTI XPOMOCOMHHUX aHOMAJiM, a TaKOX I1HIIMX BaJ PO3BUTKY, IO
HaifyacTile 3yMOBJIEHI caMe€ TE€HETMYHMMHU TepeldyaoBamMu, cepel
HOBOHAPO/PKEHUX Y MICBKUX 1 CUIBCBKUX MOMYJAISX XepCOHIIMHH. J[is
OUIBIII BUPXKEHHUX PE3YyJbTATIB CTATUCTUKU BUKOPUCTOBYBAIM JaH1 OCTAHHIX
6 pokiB: 2014 -2019 pp. Jina nouatky Oyio po3paxoBaHa 3arajibHa JUHAMiKa
Y4acTOT MOIIMPEHOCTI BPOJKEHUX BaJ PO3BUTKY JJISI KOKHOTO 13 3a3HAYCHUX

pokiB ( Tabm.2.1):

Tabnuys 2.1
KinbkicTb
KHBOHAPO/’KEHHUX 3 JuHamika yacror
3araJjbHa KiIBKICTD XPOMOCOMHHUMH NMOIIHMPEHOCTI BPOJKHUX
Pik HOBOHAPO/ZKEHUX aHOMAJIisIMH BaJl PO3BUTKY
2014 12308 433 35,18
2015 11372 352 30,95
2016 10769 350 32,50
2017 9964 375 37,64
2018 9095 293 32,22
2019 8374 268 32,00

3a manumu Tab. 2.1, HaWBUIMK MMOKA3HUK YACTOTH TMOIIUPEHOCTI MU
croctepiraemo y 2017 pomi — 37,64, 1o CBiIYUTH TPO BUCOKHUM PIBEHBb
MpOsIBY BPOJKEHUX BaJl PO3BUTKY Ta XPOMOCOMHHUX NaTOJOTIH ane mpu
BITHOCHOMY 3HWXCHHIO HapoKyBaHOCTi. OTpuMaHi JdaHi MO JUHAMII

nomupeHHs: yactoT BBP mMu cniocrepiraemo Ha rpadiky ( puc. 2.1.):
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JAnHaMika 4acTOT NOMIHUPEHOCTi BPOIKHUX BaJl
PO3BHUTKY
40,00 B 37,64
, { ]
35,00 ~—— // \\ 32,22
30,00 "3 50 Ot 32,00
: 30,95

25,00
20,00
15,00
10,00

5,00

0,00

2014 2015 2016 2017 2018 2019

Puc.2.1 Ilunamika yacror nommpenocrti BBP cepen
HoBOHapo:keHnx Ha 1000 ocid

[lepion wacy, mo OyB 3a3Ha4eHUX Yy TMOIMEpPETHIX YMOBax poOOTH,
ckiamae 6 ocrtanHix pokiB, 3 2014 mo 2019 pp. Came y mpencraBieHOMY
rpadiky MOKHA BUAUIMTUA HaWBHIII TOYKK KpuBoi — 2014 ta 2017 poky, 110
BKa3ylOTh Ha JMHAMIKy YacTOTHU MPOSBIB 3aXBOPIOBAHb. AJie MIX pI3HUMHU
pPOKaMH ICHYIOTh CYTTE€BI BIJIMIHHOCTI 32 Pi3HUMH HO30JIOTTYHUMH TPYIaMH
MPOSIBIB BPOKEHUX BaJl PO3BUTKY CEpeJl )KMBO- Ta MEPTBOHAPOIKEHUX.

Hnst ¢ikcyBaHHS 3arajbHOl KUIBKOCTI >KMBOHAPO/KEHUX [ITEH ¢
BaJaMH PO3BUTKY Ta XPOMOCOMHHMHU aHOMAJISIMH BHKOPUCTOBYIOTHCS
3araJbHONPUMHATI HO30JIOTIYHI TPYNU Ta MIATPYIH, IO XapaKTEPU3YIOTh
HAasBHICTh MAaToJIOTIH. Y Hamiid poOOTI MpeaCTaBieHl Takl TPYNU: BPOIXKEHI
BaJli PO3BUTKY HEPBOBOI CHUCTEMHU; BaJHl PO3BUTKY OKa, ByXa, 00JIMYYs; BaIu
PO3BUTKY CHUCTEMH KPOBOOOITY; BaJu PO3BUTKY OpraHiB JWXaHHS; IIUIMHA
ry0u Ta migHeOIHHS; 1HIII BPOHKEHI Baay PO3BUTKY TPABHOI CHCTEMU; BaJIH
PO3BUTKY CTAaT€BUX OpPraHiB; BaJW PO3BUTKY Ta jAedopmarlii KiCTKOBO-
M'S30BOI CUCTEMHU; IHIII BPOHKEHI Bagud PO3BUTKY, LIO0 HE 3a3HAYEHI Y
nepesniky; XpOMOCOMHI aHoMaulii, He KBaji(iKoBaHI B IHIIMX pyOpuKax Ta
iHII1. TakoXX BUIUIAINM HAWMOIIMPEHIII BaJu PO3BUTKY JJII KOXKHOTO POKY,

10 KUJIBKICHO Mali’Ke CITIBIAJAAOTh 32 CIHIBBIIHOIIEHHSIM OIWH 10 OIHOTO.
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[Ipu netanpHIM 06pOOILI OTpUMaHKX 3BITIB Ha npukiIaai 2014 poxky

(tabn. 2.2) MM BU3HAYWIN 3arajbHy KUIBKICTh T4 HAUTIONIMPEHIII BHUITAIKU

nposisiB BBP cepen 3a3HaueHUX HO30JI0TTYHHUX TPYII.

Tabnuys 2.2

BposzeHi Ba/I1 PO3BUTKY Ta XpPOMOCOMHa naToJIoris

HOBOHAPO/:KeHUX y nepion 2014 poky

N Homep [upp . .
HaiimenyBaHHs psiKa 3a KuBonapom:keni | MepTBoOHapoOIKeHi
MKX-10

A b B 1 2
VCBoro, B T.4. 1.0 433 1
YpPOJKEH1 Baau Q00-
PO3BHUTKY HEPBOBOI 2.0 007 8 -
CHCTEMU
YPOJKEH1 Bau 0Q10-
PO3BUTKY OKa, ByXa, 3.0 Q18 5 -
00TMYYs Ta 1HITI
YPO/:KeHi Baiu Q20-
PO3BUTKY CUCTEMH 4.0 Q28 149 -
KPOB000iry
YPOKEH1 Bau Q30-
PO3BHUTKY OpraHiB 5.0 Q34 5 -
JIX AHHSI
IIiJInHA TYOH Ta Q35-
migHeOIHHS 6.0 Q37 13 i
1HIII BpO/KEH1 BaaH Q38-
PO3BHUTKY OpraHiB 7.0 Q45 8 -
TpaBIICHHSI
YPOIKeHi Baau Q50-
PO3BUTKY CTaTeBUX 8.0 Q56 82 -
oprasis
YPOIKeHi Baau
PO3BHUTKY Ta
nepopmanii 9.0 %@%’ 101 -
KICTKOBO-M'S130B.
CHCTEMH
1HIII BPO/KEH1 BaJu 100 Q80- 97 1
PO3BHUTKY Q89
XPOMOCOMHi
aHoMaJIii, He Q90-
kBajidikoBaHi B 110 Q99 1 )
IHImMX pyopukax
a1 12.0 24 -
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3arajibHa KUIBKICTh >KMBOHapo pKeHux aiter y 2014 pomi — 12308,
cepen Akux 433 HEMOBIAT HApOAWIMCS 3 BaJaMd pPO3BUTKY Ta
XPOMOCOMHHMMH TATOJOTISIMU.  YPOKEHI BaJu PO3BUTKY KPOBOHOCHOI
CHUCTEeMHM 3aliMaroTh Ieple Miclie cepes iHmuX mnokasHukiB. Ha 2014 pik
KUTBKICTh 3a()iKCOBAaHMX BHUIIAIKIB CTaHOBWIA 149 >KMBOHAPOIKEHUX ITCH.

Jlunamika BUSIBIICHHS BIJIMOBIIHUX TPYI MpejcTaBicHa y rpadiky ( puc. 2.2):

200

150 149

100

I\ X
ASVA_iAv

2.0 3.0 4.0 5.0 7.0 7.0 6.0 7.0 8.0 9.0

K-Tb xuBoHapopgeHux 3 BBP

Homep psaaka signosigHux Ho3onorii ( Ta6n.2.2)

Puc. 2.2
Junamika posnoaiity BBP cepen :xxuBonapomxkenux 2014 poxy

Ha oci abGcmuc mpencraBieHa KUTbKICTh  HOBOHAPOKCHUX €
MPEACTABICHUX HO30JIOTIYHUX Tpyl, a Ha OCl OpAMHAT MepepaxoBaHl
MOPSIIKOBI HOMEPA BIIHOCHO HaWMEHYBaHHSA JIJIsi KOXHOI Tpynu 3a Tadir.2.2.
Takox, OKpiM BPOJDKEHUX BaJl PO3BUTKY KpOBOHOCHOT cuctemu (34,41%), no
HalOIbI nmomupeHnux BBP BimHOCAThCS Baaum po3BUTKY Ta naedopmarii
KicTKOBO-M'si30B0i  cuctemu  (23,33%), crareBux opradis (18,94%).
XpomocomHui anomainii (2,54%), He kBami(hikoBaHI B IHIIMX PyOpUKax, MH
TaKOX y3SUIM JO0 YBaru, Tak sK JaHa mnpoOjemMa He € MEHII BaKJIUBOIO Y
Cy4yaCHOMY CTaHl BHUHUKHEHHS TMaTOJIOTIH y HeMoBiAT. B pesynbrati
pO3paxyHKIB JMHAMIKA YacTOT HAWMOIIMPEHIIIWX BaJ PO3BUTKY MU
OTpUMAJ Pe3yJIbTaTh, MPEACTABICHI y Tabyuuil 2.3 Ta BIAMOBIAHO CKJIAIH
rpadik ( puc. 2.3 ) IS Kpamoro BIIOOpaKeHHS IIOCTaBJICHOI 3ajadi

BUSIBJICHHS TIATOJIOTIH Cepejl HOBOHAPOHKEHUX
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Tabnuys 2.3

JluHaMika 4acToT HAliMOIMPEeHIIUX BPOAKHHUX Bal PO3BUTKY Y

nepioa 2014 poky ( Ha 1000 ocid )

Junamika
3arajbHa L 4acToT
. . . KinbkicTs .
Ne HajimenyBanHst KIJIBKICTH MOIIHUPEHOCTI
sKMBOHapo1keHuX 3 BBP
HOBOHAPOIKEHHX BPO/IZKHHX Baj
PO3BHTKY
YPOJUKEHI BaaH
1 | POsBUTKY 12308 149 12,11
CHCTEMH
KpOBOOOITY
YPpOJKEH1 Bau
2 PO3BUTKY 12308 82 6,66
CTaTEeBUX OpPTaHiB
YPOJKEH1 Baau
PO3BUTKY Ta
3 nedopmarii 12308 101 8,21
KiCTKOBO-M'SI30B.
CHCTEMH
XPOMOCOMHI
QHOMEIL, HE 12308 11 0,89
4 | xBami(ikoBaHi B
IHIIUX pyOpHKax
Y 2014 poui matojorii kpoBoHocHOi cuctemu (12,11) ckiagaroTh
Maii’ke TMOJIOBMHY  3arajibHoi  4yactotu nposisy (35,18) BBP y

HOBOHapOpKeHUX AiTed. Ha npyromy wmicii — BpOJKEH1 Baau PO3BUTKY Ta

nedopmailii KICTKOBO-MS30BOi CUCTEMH, Aall HAYTh BaAl PO3BUTKY CTATEBUX

opraHuiB ( 6,66 ) Ta xpomocoMmHi anomamii ( 0,89 ).

14,00

12,00

10,00

K11
12,11

8 21
7

8,00

6,66

6,00

4,00

2,00

0,00

Puc. 2.3

JInHAMIKa 4aCcTOT MOIIMPEHOCTI BPOJAKHHUX BaJ PO3BUTKY
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Ha ocHOBi mepBMHHUX JaHWX XEPCOHCHKOTO OOJIACHOTO MEIUKO-
CTaTUCTUYHOTO PEECTPY MpPO 3arajbHy KUIbKICTh HOBOHAPOIKEHUX JITEH 3
BBP namm mpoaHaiizoBaHa IWHAMiKa MOIIMPEHOCTI IHOTO TOKa3HUKA ¥y
HacTtynHoMy 2015 pomi. ¥V Ttabmumi 2.4 MoOXHa cCrHocTepiraTd KUIbKICTh
MPOSIBIB BPOPKEHUX BaJl y HEMOBJISIT OCHOBHUX HO30JIOTTYHUX TPYII.

Tabnuys 2.4
Bpoa:xeHi Baau po3BUTKY Ta XpOMOCOMHA MATOJIOTis
HOBOHAPO/XKEHUX

Hepiox — 2015 pik

Mludgp
3a MKX- | )KuBonapom:keni | MepTBoHapoKkeHi

10
A b B 1 2

VYcroro, B T.4.: 1.0 352 1

Homep

HaiimenyBaHHs
psAAKa

YpOKEH1 Bau
PO3BUTKY
HEPBOBOI
CHCTEMU
YpOKEH1 Baau
PO3BUTKY OKa,
ByXa, 00I1YYs
Ta 1HII1
YPOIKeHi Baau
PO3BHUTKY
CHCTEMH
KpPOB000iry
YPOIKEH1 Baau
PO3BUTKY 5.0 Q30-Q34 4 -
OpraHiB TUXaHHS
HIiJMHa TYOu Ta
MigHEOIHHS

1HIII BpO/KEH1
BaJI PO3BUTKY
OpraHiB
TPaBJICHHS
YPOI:KeHi Baau
POIBATIY 8.0 | Q50-Q56 72 .
CTATEBHX
Oprasis

20 | Qoo-007 14 -

30 |Q10-Q18 6 -

40 | Q20-Q28 100 -

60 |Q35-Q37 10 -

7.0 Q38-Q45 4 -
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IIpooosoicenns maoan. 2.4

YPOIKeHi Bajau
PO3BUTKY Ta
nedopmanii
KiCTKOBO-
M's130B.
CHCTEMH

9.0

Q65-Q79 67 -

1HIII BPO/KEH1
BaJI PO3BUTKY

10.0

Q80-Q89 33 1

XPOMOCOMHi
aHoMaAaJIii, He
KBaJTi(pikoBaHi
B iIHIIMX
pyopukax

11.0

Q90-Q99 17 -

[

12.0

25 -

3araibHa KUIBKICTh >KMBOHApOKeHMX aited y 2015 pomi — 11372,

cepea AKHUX 352 HEMOBJIST HapOAWJINCA 3 BPOIKCHUMHU BaJlaMH PO3BHTKY Ta

XPOMOCOMHHUMU ITaTOJIOT1SIMH.

YpomxkeHi Bagu PO3BUTKY KPOBOHOCHOL

CHUCTEMHU TaKOX 3alMalOTh JIAMPYIOYE MICIIE Cepe]l IHIIMX MOoKa3HuKiB. Ha

2015 pik kiabKicTh 3adikcoBaHMX BUMAIKIB craHoBuia 100 HeMOBIAT

(28,41%). Jlunamika BUSBJICHHS BIAMOBIAHUX TPYI MPEACTaBiIcHa Y rpadiky

(puc. 2.4).
120

a.

8 100 100

= T

H [\ i G

g: 60 | } I

g / | \ / I '\

o 40 | | I 3

2 [ 1\ /1 _y 25

; N | w | | | |

0 0 1 6 1 4 | | | |

o

x 20 2.0 4.0 5.0 6.0 7.0 8.0 9.0 10.0 11.0 12.0
Homep pAagKa BiagnoBigHMx Ho3oo0rik ( Ta6n.2.4)

Puc. 2.4

Junamika po3noainy BBP cepen skuBonapomkenux 2015 poxy

OxkpiM OuYeBHAHOI MIABUINEHOI KUIBKOCTI TMATOJOTIM KPOBOHOCHOL

cuctemu, y 2015 porii maitke Ha OTHOMY PiBHI 3HaXOJATHCS JUHAMIKA YaCTOT
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BPO/UKCHHX BaJ PO3BUTKY crareBoi cuctemu (20,45%) ta nmedopmarii
KicTkoBO — M’s130Boi cuctemu (19,03%) (tabm. 2.5). Ane ciijg 3a3HAYUTH
MiABUIICHHS YaCTOTH TOMIUPEHOCTI XPOMOCOMHHX aHOMAJiii BPaxOBYHOUU
MEHIIIy 3arajibHy KiJbKiCTh HOBOHApPO/DKEHUX Y JAaHOMY polli. Hampwukman,
’KUBOHAPO/DKEHI HEMOBISITA 3 CHHApOMOM JlayHa CTaHOBWIM OiIbIILy
YaCTHHY YCIX XPOMOCOMHHMX TAaTOJOTiH - 13 BUMaAKIB, Ta JITH 3 CUHAPOMOM
EnBapca — 2 Bunajakw i3 3araibHoi Kibkocti — 17 (4,83%).

Tabnuys 2.5

JluHaMika 4acTOT HAHNOIIMPEHIMX BPOIKEHUX BaJl PO3BUTKY Y

nepiox 2015 poky ( Ha 1000 ocid )

JuHamika
3arajbHa KinbkicTh 4acToT
Ne HaiimenyBanHs KIJIbKICTH ’KMBOHAPO/KEHNUX 3 | MOIIHUPEHOCTI
HOBOHAPOJKEHHUX BBP BPOKHUX BaJl
PO3BHTKY
YpPOJKEH1 Baau
1. | po3BUTKY CUCTEMH 11372 100 8,79
KpOBOOOITY
YpOKEH1 Baau
o | PO3BUTKY CTaTeBHX 11372 72 6,33
OpratiB
yYpPOJIXKEH1 Bau
PO3BUTKY Ta
3. | nedopmarii 11372 67 5,89
KICTKOBO-M'SI30B.
CUCTEMU
XPOMOCOMHI
anovanil, He 11372 17 1,49
4. | xBami¢ikoBaHi B
IHIINX pPyOpHKax

B pesynbrari OTpUMaHUX JaHUX MOXKHa Oyno © 3acBITUMIM PO
3HIDKCHHsI AuHamiku dactotu BBP, ame BpaxoByroum Te, 110
HOBOHapo pkeHuX MeHiie Ha 1000 ocib, To auHaMmika Maibke HE 3MIHWIIACH
MOPIBHIOIOYH 13 TOTNEPEIHIM poKoM. HaBiTh SKIIO MOPIBHIOBATH BPOJKEHI
BaJy PO3BUTKY CTAaT€BHX OpraHiB Ta MPOSIB XPOMOCOMHHUX aHOMAd 3
HasBHUMU JaHUMU 2014 poky IO aHAJOTIYHUM TpyliaM MU CIIOCTEPIraEMo

MM IBUIIEHHSA KUIBKOCT1 BUSIBJIEHHS ITATOJIOTIH.
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AHaI3yloud TEPBUHHI JIaHI XEepPCOHCHKOTO 00JIACHOTO MEIUKO-
CTaTUCTHYHOTO peectpy 3a 2016 pik (Tabm. 2.6) Haxkalb CHOCTEPIra€ThCs
MiJBULIEHHS. YacTOT BUSBIEHHS BPO/DKEHUX BaJd Yy HOBOHAPOIKECHHX.
ITokazuuk guHamiku yactoT momupeHocti BBP  nmopiBaroe 32,50, mio
BITHOCHO OLIbIIE HIX Y TOIMEPEIHbOMY pOLll 3 ypaxyBaHHSM 3MEHIICHHS
3arajbHOI KUIBKOCTI HOBOHApOKeHUX. JlaHuii cCTpUOOK MOXKHA CIIOCTepiraTu
Ha rpadiky puc 2.1.

JletanpHilie npo KubKiCTh BUsiBIeHHS BBP no Ho3omorivHuM rpynam
MO>KHA O3HaloMUTHCA y Ta0m. 2.6.

3aranpHa KUIBKICTh KHMBOHapopkeHHX aited y 2016 pomi — 10769,
cepen akux 350 HEMOBISAT HAPOJIUINCS 3 YPOIHKCHUMH BaJaMU PO3BUTKY Ta
XPOMOCOMHHUMH aHOMAJTISIMH.

Tabnuys 2.6
BponxeHi Baay po3BHTKY Ta XpPOMOCOMHA MATOJIOTisI

HOBOHApoKeHuX 3a nmepiox 2016 poky

Mludgp
HaiimenyBaHHs Homep 3a KuBonapom:keni | MepTBoHapomKeHi
PIVIRA | MKX-10

A b B 1 2
Vceworo, B T.4.: 1.0 350 1
YpOKEH1 Baau
PO3BUTKY HEPBOBOT 2.0 QO00- 007 13 1
CHUCTEMH
YPOJDKEH1 Baau
PO3BUTKY OKa, ByXa, 3.0 Q10-Q18 2 -
00Myys Ta 1HII
YPOI:KeHi Baau
PO3BUTKY CHCTEMH 4.0 Q20-Q28 115 -
KpoB000iry
YPOKEH1 BaaH
PO3BHUTKY OpraHiB 5.0 Q30-Q34 3 -
JIMXAHHS
1 IiHA TyOH Ta
B 6.0 Q35-Q37 11 -
1HIIT BPO/IKEHI BaJIA
PO3BHUTKY OpraHiB 7.0 Q38-Q45 16 -
TPaBJICHHS
YPO/:KeHi Bain
PO3BHTKY CTAaTEBHX 8.0 Q50-Q56 59 -
Oprasis
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Ilpooosorcenns maon. 2.6

YPOIDKEH1 BaIu
PO3BUTKY Ta
nedopmartii 9.0 Q65-Q79 63 -
KICTKOBO-M'SI30B.
CHCTEMU

1HIITl BPOJIKEHI BaJIk 10.0 Q80-Q89 34 -
PO3BUTKY
XPOMOCOMHI
aHoMmaJii, He
KkBaJi¢ikoBaHi B
iHImmMX pyopukax

11.0 | Q90-Q99 11 -

12.0 23 -
[

HeratuBHa pguHamika, s$K 1 B MONEPEAHIX POKaX, TaKOXK
oOyMOBJICHAa HAWTOMMPEHINTUMA BaJaMH PO3BUTKY Ta XPOMOCOMHOIO
MaToJIOTIEI0 Ccepell KUBO- Ta MEPTBOHAPOJDKEHUX. JlMHAMiKa BHUSBJICHHS
BIIMIOBITHUX TPyN mpenctaBieHa y rpadiky ( puc. 2.5). Tak, yacrotra BBP
KPOBOHOCHOI CHCTEMH IIIJIBUIIMIACH 1 3adiKCOBaHa KiIbKICTh HEMOBJIAT 3

JaHO0 maTtoJorieto gocsria 115 pumankis (32,86%).
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Homep psakKa BignosigHUXx Ho3onorii
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S

Puc. 2.5
Junamika posnoaity BBP cepen skxuBonapoakenux 2016 poxy
Takox crocrepiraerbcs OUIbINA KUIBKICTh BUSBICHHUX BaJ B IHILIUX
HO30JIOTIYHUX Trpynax. Ha mnpuknaai BpOKEHHUX BajJ PO3BUTKY OpraHiB
TpaBJICHHS, 3arajJibHa KuIbKiCTh - 16 BumankiB (4,57%), B Toit yac y

MUHYJIOMY POIIi IIeil MOKa3HUK OyB OJJHUM 13 MiHIMaJIbHUX.



37

3aranpHa JAMHAMIKa 9acTOT PO3MOBCIODKCHHS HANUTIOMIUPEHIITUX Bajl
pPO3BUTKY mpejcTaBieHa y Tabmmmi 2.6. Cepem XpOMOCOMHUX aHOMAJIH
(3,14%) Oynu BusBIEHI 2 cHHApOMH : cuHApoM JlayHa — 9 BumajakiB, Ta
cuaapom ExBapaca — 2 Bumagkd. MepTBOHAPOIKEHUX 3 XPOMOCOMHOKO
MaToJIOTiE€r0 He 3ahikCOBaHO.
Tabnuys 2.6
JlnHaMiKa 4acTOT HAMMOIIMPEHINX BPOAKEHHX BaJl PO3BUTKY Y

nepiox 2016 poxy ( Ha 1000 ocid )

JluHamika yacToT
NMOIIMPEHOCTI
BPO/’KHUX BaJl
PO3BUTKY

3arajabHa KinbkicTh
HaiimenyBaHHs KIJIBKIiCTH JKMBOHAPOIKEHHUX 3
HOBOHAPOIXKEHUX BBP

YpPOJKEH1 Baau
PO3BUTKY
CHCTEMH
KpPOBOOOITY
YPOJKEH1 Baau
PO3BUTKY
CTaTEBUX
OprasiB
YpPOJKEH1 Baau
PO3BUTKY Ta
nedopmariii 10769 63 5,85
KICTKOBO-
M'SI30B. CHUCTEMH
XPOMOCOMHI
aHoOMaJii, He
kBaiikoBaHi B 10769 11 1,02
1HIITHX
pyOpuKax

VY nopaneiiomMy aHajidizy HACTYIMHOTO AOCIIKyBaHoro nepioay ( 2017

10769 115 10,68

10769 59 5,48

PIK ) CIIOCTEPIraeThCs pi3Ke 301IBIICHHS JMHAMIKHA 4acTOT norupenocti BBP
cepel HOBOHapo keHuX. Ha 3aranbHy KUIBKICTh HEMOBIIAT HAPOMKEHHUX Y
nepion 2017 poxy — 9964 — npunanae 375 BUNaAKIB )KUBOHAPOKEHUX TITECH
3 YPODKEHHMHU BaJlaMU PO3BHUTKY, ajieé MEPTBOHAPOIKEHUX HE 3a(iKCOBAHO.
ITokazuuk puHamiku yactoT momupeHocti BBP  nopiBaioe 37,64, 1o
BITHOCHO OUbIlIe HIXK Yy MOMEPEIHIX JOCHIIKYBAHUX POKaX 3 ypaxyBaHHSIM
3MEHIIEHHS 3arajibHO1 KIJIbKOCTI HOBOHApO/KeHUX. laHui cTpubOoK MoKHA

cnoctepiratu Ha rpadiky puc 2.1. Buxoasuu 3 nporo, nunamika 2017 poky
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BKa3yl0 HAa HAWOIIBII BHCOKY YaCTOTY PO3MOBCIOJDKCHHS BPOKCHUX BaJl
po3BUTKY y XepCOHCHKiM momymsiii 3a ocrtaHHl 5 pokiB. [luHamika
BUSIBJICHHS BIATNOBITHUX Tpyn mpeactaBieHa y rpadiky (puc. 2.6).
JleTanpHilie Mpo KUIbKICTh BUsABICHHS BBP 1o Ho3010TIYHMM rpynam
MOKHA O3HAHOMHTHCS y Tabymii 2.7:
Tabnuys 2.7
Bpoa:keni Baau po3BUTKY Ta XpOMOCOMHA MATOJIOTisl

HOBOHAPO/:KeHHUX 3a nepiox 2017 poky

Homep |Iudp 3a

HaiimenyBaHHs psiTka MEKX-10 KuBonapomxeni | MepTBoOHAPOIKeHI

A b B 1 2

'Ycboro, B T.4.: 1.0 375

YPOJKEH1 Baau

[PO3BUTKY HEPBOBOI 2.0 Q00- 007 6 -

CHCTEMU

YPOJKEH1 Bau

[PO3BUTKY OKa, ByXa, 3.0 Q10-Q18 5 -

004 Ta 1HII
YPOIKeHI Baau
PO3BUTKY CUCTEMH 4.0 Q20-Q28 134 -
KPOB000iry
YPOIKEH1 Bau
[PO3BUTKY OpraHiB 5.0 Q30-Q34 3 -
TAXAHHS

i minuHaA TyOu Ta
miTHeOIHHS

HIII BPO/KEH1 BaaH
[PO3BUTKY OpTaHiB 7.0 Q38-Q45 12
TPaBJICHHS
YPOI:KeHi Baau
PO3BHUTKY CTATEBHX 8.0 Q50-Q56 74 -
oprasis
YPOIKeHi Baau
PO3BHUTKY Ta 9.0
negopmanii KicTkKoOBO- '
M'SI30B. CHCTEMH

1 1HIITI BPOJIPKEHI BaIk

6.0 Q35-Q37 11 -

Q65-Q79 68 -

O3BHTKY 10.0 Q80-Q89 31 -
XPOMOCOMHI aHOMAJTil,
He KBaJidikoBaHi B 11.0 Q90-Q99 4 -

iHImmMX pyopukax
[H11 12.0 27 -
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Ak 1 B momepeaHiXx pOKax BHUCOKUWA IMOKA3HUK JIMHAMIKH YacTOT
O0OyMOBJICHUI HAWMOMIMPEHIIIMMH BaJaMU PO3BUTKY Ta XPOMOCOMHOIO
MaTOJIOTIEI0 Cepell )KUBO- Ta MEPTBOHAPOIXKEeHUX. B pe3ynbTaTi yactora BBP
KPOBOHOCHOI CHCTEMM 3HA4yHO MiABUIIWIACh 1 3adiKCcoBaHa KUIBKICTh
HEMOBJIAT 3 JaHO matojoriero gocsarina 134 sumanku (35,73%). Ypomkeni
BaJli PO3BUTKY CTaTeBUX oOpra”iB 3adikcoBaHi Yy KidbkocTi 74
Bumaakis(19,73%), mo 3aiimMaroTh Apyre Miclie cepel HalyacTillle BUSBICHUX
nposiiB BBP.

Anle CTOCOBHO XpOMOCOMHHUX aHomamid mepiog 2017  poky
XapaKTEPHU3y€EThCS TTO3UTHBHOIO JAUHAMIKOI, a TOYHINIE MEHIIUM TIPOSBOM
TaKMX 3axBOprOBaHb K cuHApoM JlayHa, EnBapaca, Ilaray ta Tepnepa.
Ycboro Oyno 3adikcoano 4 punajikis (1,07%) >KUBOHAPOHPKEHUX HEMOBJIST
3 XPOMOCOMHOK IaTojori€r0. MEPTBOHAPOIKEHHX 3 XPOMOCOMHOIO

aHOMaJTi€ro He 3a(hiKCOBAHO.
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Homep pagKa BianosigHux Ho3onorin ( Ta6n.2.7)

K-Tb }xnBoHapoaeHux 3 BBP

Puc. 2.6
Junamika posnoaity BBP cepen sxuBonapoakenux 2017 poxy
Ha oci abcmuc mnpencraBieHa KUIBKICTh HOBOHAPODKEHUX C
MPEACTABJICHUX HO30JIOTIYHUX TPyH, a Ha OCl OpJAWHAT TIepepaxoBaHi
MOPSIIKOBI HOMEpa BIIHOCHO HAMEHYBaHHS JJI KOXKHOT Tpynu 3a Tadu. 2.7.
Po3paxyBaBimm auHaMIKy 4YacTOT TMOMIMPEHOCTI PO3MOBCIOKEHUX
BPO)KEHUX BaJl PO3BUTKY Ta XpOMOCOMHOT aHoMautii Ha ripomisie (1000 oci0)

MU OTpUMAJIY JIaHi, 0 OMmy0JiKOBaHi y Tabmnuii 2.8.



40

Tabnuys 2.8
JluHaMika 4acTOT HAHNMOIIMPEHIMNX BPOAKEHUX BaJl PO3BUTKY Y

nepioa 2017 poky ( Ha 1000 ocid )

. . Jlunamika yacrtort
3arajbpHa KiaekicTh ]
. . . MOLIHUPEHOCTI
HaiimenyBaHHst KUJIBKIiCTH *KMBOHAPO/KEHHUX 3
BPOIKHHUX Bajl
HOBOHAPOIKEHUX BBP
PO3BHUTKY
YPOIDKEH1 Baau
PO3BUTKY CUCTEMHU 9964 134 13,45
KpOBOOOIry
YPOJKEH] BaH
PO3BUTKY 9964 74 7,43
CTaTEeBUX OpPTaHiB
YPOKEH1 Baau
PO3BUTKY Ta
nedopmartii 9964 68 6,82
KICTKOBO-M'SI30B.
CUCTEMH
XPOMOCOMHI
a”HoMaurii, He
e . 9964 4 0,40
KBaJTi(hiKOBaHi B
IHIIUX pyOpUKax

AHani3yloud TEpBHHHI JaHI XEpCOHCHKOrO0 O00JIACHOTO MEIUKO-
CTaTUCTUYHOTO peecTpy 3a 2018 pik (tabdn. 2.9) cmocrepiraerbcsi 3HAYHE
3HMKCHHSI YaCTOTH BHSIBIICHHS BPO/DKCHHMX BaJ Y HOBOHapo keHux (32,22).
HaBiTh  BpaxoByr4HM  ICTOTHE  3MEHIICHHS  3arajibHOi  KIJIBKOCTI
HOBOHapokeHnx — 9095 — Hami crmocTepekeHHS MalTh PO3PAXyHKOBI
HIATBEPKEHHS. Y TOPIBHSAHI 3 MUHYJIUMHM pPOKaMH MpPOSIB yCIX paHile
HaWTMOMIMPEHININX BaJ PO3BUTKY 3HAYHO 3MEHIIMBCA, aje 30UThIIMIACH
4acTOTa XpOMOCOMHHUX aHOMAJIiH.

3arajibHa KUIbKICTh )XKMBOHApokeHUX 3 BBP ctanoButh 293 BUnaakis.
ITokazamk guHamiku dactoT mommupeHocti BBP  mopiBaroe 32,22, mo
BITHOCHO MEHIIE HIK y MOMNEPEIHIX JOCTIKYBaHUX POKax 3 ypaxyBaHHSIM
3MEHILIEHHS 3arajibHOi KUIBKOCTI HOBOHAPO/DKEHHX. 3MIHY HampsMmy
IMHAMIKKM MOKHa croctepiratu Ha rpadiky puc 2.1. JluHamika BUSBICHHS

BIIMOBIAHUX TPyI mOpeactaBieHa y rpadiky (puc. 2.7). JletanpHimie mpo
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KUIBbKICTh BUsiBiIeHHs BBP 1o HO30510T14HMM rpymiaM MOKHa 03HAMOMUTHUCS Y

Tabn. 2.9.
Tabnuys 2.9
Bpoa:keHni Baau po3BUTKY Ta XPOMOCOMHA MATOJIOTIsA
HOBOHAPO/I:KeHMX 3a nepioa 2018 poky
. Homep | HIugp 3a . .
HajimenyBanHsi psitka | MKX-10 KuBonapomxeni | MeprBoHapoKeHi
A b B 1 2
Ycworo, B T.4.: 1.0 293 -
YPOJIKEH1 BaIH
PO3BUTKY HEPBOBOL 2.0 QO00- 007 2 -
CHCTEMH
YpOKEH1 Baau
PO3BHUTKY OKa, ByXa, 3.0 Q10-Q18 2 -
00nMyus Ta 1HII
YPOIKeHi Baau
PO3BUTKY CHCTEMH 4.0 Q20-Q28 78 -
KPOB000iry
YPOIKEH1 Baau
PO3BHUTKY OpraHiB 5.0 Q30-Q34 2 -
JTUXAHHS
1 minMHA TYOH Ta i i
MiIHEOIHHS 6.0 Q35-Q37 8
1HII1 BPOIKEH1 BaJu i
PO3BUTKY OpPIaHiB 7.0 Q38-Q45 7
TPaBIICHHS
YPOIKeHi Baau
PO3BHUTKY CTaTeBHUX 8.0 Q50-Q56 58 -
oprasis
YPOIKeHi Baau
PO3BHTKY Ta
negopmanii 9.0 Q65-Q79 58 -
KiCTKOBO-M'f130B.
CHCTEMH
1 1HIITI1 BPO/KEH] Baid i i
PO3BUTKY 10.0 Q80-Q89 29
XPOMOCOMHi
aHoMaJii, He
KkBaJidikoBaHi B 11.0 90-Q99 13
iHImmMX pyopukax
Trmmi 12.0 36 -

Y 2018 pomi 3adikcoBano 78 BumankiB (26,62%) BpomkeHHUX Baj

PO3BUTKY KPOBOHOCHOI CHCTEMHM 1 3aJIMIIATHCS HAUOLIBII PO3MOBCIOIKEHOIO
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npobiemMoro. YpomKeHl BaJau PO3BUTKY Ta Jaedopmariii KiCTKOBO-M’S30BOi
CHUCTEeMM 1 MAaTOJIOTii CTaTeBUX OPraHiB 3HAXOIATHCA HAa OJHOMY piBHI 1

Hamuyroch mo 58 sunanakis (19,80%) y nanuii nepiof yacy.

100
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IR

20 30 40 50 60 7.0 8.0

K-Tb X1BOHapoaeHux 3
BBP

9.0 10.0 11.0 12.0

Homep paaka signosigHux Ho3onoril ( Tabn.2.9)

Puc. 2.7

JIunamika po3noaity BBP cepen :xuBonapomxxenux 2018 poxky

Jlist

MOIIMPEHOCT] PO3MNOBCIOJIKEHUX BPOJIKEHUX BaJl PO3BUTKY Ta XPOMOCOMHOI

Kpamoro BiJOOpaKeHHS PO3paxyBaid JIUHAMIKY YacTOT
anomauii Ha npomine (1000 oci®) Mu oTpuMan AaHi, IO OMyOJIKOBaHI Y
tabmui 2.10.
Tabnuysa 2.10
JluHaMika 4acTOT HAHNMOIIMPEHIMX BPOJAKEHUX BaJl PO3BUTKY Y

nepiox 2018 poky ( Ha 1000 ocid )

JAunamika
3araabHa KinbkicTs 4acToT
HaiimenyBanHs KIIBKICTB JKMBOHAPO/KEHHX 3 MOLIMPEHOCTI
HOBOHAPOIKEHUX BBP BPO/KHUX Ba/Jl
PO3BHUTKY
YPOKEH1 BaaH
POSBHTKY 9095 78 8,58
CUCTEMH
KpOBOOOIry
YPOKEH1 BaaH
POSBHTKY 9095 58 6,38
CTaTeBUX
OpraHiB
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IIpooosoicenns maoba. 2.10

YPOJIKEH1 BaH
PO3BUTKY Ta
nedopmartii 9095 58 6,38
KiCTKOBO-
M'SI30B. CUCTEMH
XPOMOCOMHI
aHoMaJIii, He
KBaTiiKoBaHi B 9095 13 1,43
1HIITIX
pyOpukax

Ocranniii nepiox s aHamizyBanHda OyB 2019 pik ( Tabm. 2.11).
[IpoTtsrom 1poro yacy auHamika yactot nomupeHocti BBP ta xpomocoMuux
aHOMaJll y TMOPIBHSAHI C MHHYJIMM POKOM ICTOTHO HE€ 3MIHWJIACh, HABITh
MOYKHa CKa3aTH Mpo CTad1Ii3allii0 pO3MOBCIOKEHHS JaHUX MaTOJIOT1H.

3aranpHa KUIBKICTh HOBOHApOKEHUX — 8374, a KUBOHAPOHKEHHUX 3
3adikcoBanumMu BBP Ta xpomocoMHOIO aHoMani€ro — 268 BUIAJKIB.
[Toka3HUK JUHAMIKM YacTOT MOLIMPEHOCTI BPOJKEHUX BaJ PO3BUTKY
nopisHioe 32,00 ( Ha 1000 ocib ).

JeranbHinie npo KuibKicTh BUsiBIeHHS BBP no Ho3oioriyHuM rpynam
Ta MO’KHA O3HaoMutucs y tabim. 2.11.

Tabnuys 2.11
BponxeHi Baay po3BUTKY Ta XpPOMOCOMHA NATOJIOTist

HOBOHApPO:KeHMX 32 nepiox 2019 poky

HajimenyBaHHs I;:rlfg Il\[/}ﬁq;g 1351 KuBonapomxeni | MepTBoHApOIKeHI

A b B 1 2

Vcrworo, B T.4. 1.0 268 2

YpOJKEeH1 Baau

PO3BUTKY HEPBOBOL 2.0 Q00- 007 1 1

CHCTEMHU

YPOKEH1 BaaH

PO3BHUTKY OKa, ByXa, 3.0 Q10-Q18 7 -

00y Ta 1HIII

YPOIKeHi Baau

PO3BUTKY CHCTEMH 4.0 Q20-Q28 87 -

KPOB0O0OIry
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IIpooosoicenns maon. 2.11

YPOJIKEH1 BaH
PO3BHUTKY OpPTaHiB 5.0 Q30-Q34 3 -

IUXaHHS

1 IIiiMHA TYOH Ta

i THeOIHHS 6.0 Q35-Q37 6 -

IHII BPOKEHI Bau
PO3BHUTKY OpPTaHiB 7.0 Q38-Q45 11 -

TPaBJICHHS

YPOIKeHi Bajau
PO3BHUTKY CTaTeBUX 8.0 Q50-Q56 48 -
Oprasis

YPOIKeHi Bau
PO3BHUTKY Ta
nedopmaii 9.0 Q65-Q79 48 -
KiCTKOBO-M'SI30B.
CHCTEMH

1 1HIITI BPOJKEHI1 Ba/IH

SosamTy 100 | Q80-Q89 20 1

XPOMOCOMHI
aHoMaJIii, He
kBaJjigikoBaHi B
iHImmMX pyopukax

11.0 | Q90-Q99 9 -

12.0 22 -

Jizanasl

YpomkeHi Baayd PO3BUTKY KPOBOHOCHOI CHUCTEMH TaKOXX 3alMarOTh
nepie micie cepe iHmmMX nokazHukiB. Ha 2019 pik KibKIiCTh 3adiKCOBaHUX
BUMaKiB ctaHoBmia 87 (32,46%) xuBoHapomkenux gitei. Kimbkicte BBP
cepel KICTKOBO — M 130BOT1 CHCTEMH Ta CTaTEBUX OpPraHiB CHIBIIAIA€ JJIs IBOX
Ho3oJorii — 48 Bumagku (17,91%). Jlunamika BHSIBJIICHHS BiJIOBIAHO YCIX

HO30JIOTIYHUX TPYI peacTaBiieHa y rpadiky ( puc. 2.8).
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Puc. 2.8

JAunamika po3noxity BBP cepen :xxuBonapomxxenux 2019 poxy
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Ha panmii mepiog cuTyaris 3 JAUHAMIKA YacTOT IOIIUPEHOCTI
XpPOMOCOMHHUX aHOMaJiii Maike He 3MIHWJIACS TMOPIBHIOIOUM 3 MHUHYIHM
pokoM. Ycworo Oyno 3adikcoBano 9 BumnankiB (3,36%) XpoMOCOMHHUX
XBOpoO, a came HeMOBiATa i3 cuHApoMoM J[layHa. ko B3siTH A0 yBaru
MEHIIY KUJIbKICTh HOBOHapokeHux y 2019 porii, To cuTyallis He 3MIHUJIACh.

OTxe, MOYKHA 3a3HAYUTH MPO CTAOUTbHY JMHAMKY YaCTOT MOIIMPEHOCTI
BBP ta xpomocomuoi anomanii ( Tabm. 2.12).

Tabnuys 2.12
JluHaMiKka 4acTOT HAHNMOIIMPEHIMX BPOAKEHUX BaJl PO3BUTKY Y

nepiox 2019 poky ( Ha 1000 ocid )

JAunamika
3araabHa KiabkicTh 4acToT
HaiimenyBaHHs KiJIBKICTH JKMBOHAPOIKEHHUX 3 MOIIUPEHOCTi
HOBOHAPOIXKEHUX BBP BPOKHUX BaJl
PO3BHTKY
yYpPOJKEH1 Baau
PO3BHTIY 8374 87 10,39
CHUCTEMH
KpOBOOOITY
YpPOJIXKEH1 Baau
PO3BHTKY 8374 48 5,73
CTaTEBHUX
OprasiB
YpPOJKEH1 Baau
PO3BUTKY Ta
nedopmariii 8374 48 5,73
KICTKOBO-
M'SI30B. CHCTEMH
XPOMOCOMHI
aHoMalii, He
kBaidikoBaHi B 8374 9 1,07
1HIITHX
pyOpuKax
Buxonsun 3 mepBICHMX JaHMX XEPCOHCHKOI 0O0JacHOl JUTAYO1
KJIIHIYHOT ~ JIIKQpHI ~ HPOTSIroM  YCIX  JOCHDKYBaHMX  6-THU  POKIB
CIIOCTEPITAEThCS  BENMKA  KUIBKICTh ~ HOBOHAPO/KEHUX  HEMOBIIST

BPO/PKEHUMU BaJlaMM  PO3BUTKY PI3HHUX

XPOMOCOMHHUMH NATOJOTISIMU, TIPO IO CBIAYATh OTPUMAaHI pe3yIbTaTH HaIIOl

CUCTEM OpFaHiB Ta TaKOX
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pobotu. IIpu 06poOIli MaTepialy MU CIOCTEpPIraeMO 2 KPUTHYHI TOYKH 3
BHCOKOI0 yacToToto nomuperocti BBP, a came nepion 2014 ta 2017 poxis.
AHaNi3yl0ud CTPYKTYpPY BPOJIPKEHUX BaJl PO3BUTKY HEMOBIIAT 3a MEPI0/T
JOCIIJKEHb BCTAHOBJIEHO, IO HA TEPIIOMY MICII 32 YAaCTOTOIO YpPaKEHHs
3HAXOAUTHCS CHUCTEMa KPOBOOOITY, HA APYrOMY - KICTKOBO-M'S30Ba CHCTEMA.
Jlami 3a momnepeaHIMH HO30JIOTISIMH CHIIYIOTh CeYOocTaTeBa Ta CHCTEMa
TpaBJeHHS, HepBoBa cuctemMa. Cepeq  XpPOMOCOMHHX — TOPYIICHb
HaiinomupeHimow € xBopoba Jlayna. Cepen ycix HO30JOTIYHUX TPYyN Baj
PO3BUTKY MOPIBHSHO MIBUJKO Ta CTATUCTUYHO CYTTEBO BIIOYJIOCS 3POCTAHHS

BaJl CUCTEMHU KPOBOOOITY,

2.3. IlonyasigiifHa CTPYKTypPa BPOI:KEHMX BaJ Ta XPOMOCOMHHMX
ne(eKTiB HeMOBJISAT

VY nepion 3 2014 p. mo 2019 p. 3arayibHa KIIBKICTh 3apPEECTPOBAHUX
nosioriB - 61 855. Ycworo BusiBieHo 2 071 BumaakiB HApOJKEHHS JITEH 3
BaJlaMU PO3BUTKY PI3HUX CUCTEM OPTraHiB Ta XpPOMOCOMHUX aHOMATIi.

Y CcTpyKTypl BpODKEHHX BaJ PO3BHUTKY Ce€pel HOBOHAPOKEHUX Y
XepcoHChKIA 00JaCTl MPOBIIHI MICUS 3aliMalOTh BaJM CUCTEMHU KPOBOOOITY
(31,75%), Bamm xicTtkoBO-M'si30Boi cuctemu (19,37%) Ta cedocrareBoi
cuctemi (18,95%). XpoMocomHi narosorii ckiaagaTs 3,23%.

JInst BCTaHOBJIGHHSI TOMYJALINHOI CTPYKTYpU BpOIKEHUX Baja 13
XPOMOCOMHOIO €TIOJIOTIEI0 MU TOPIBHSJIM TIEPBUHHI JlaHI Ta OTpUMaHi
po3paxyHku Mixk f1BoMa pokamu: 2014 p. ta 2019 p.

3aranpHa KUIBKICTh KUBOHapopkeHuXx mited y 2014 pomi — 12308,
cepeq skux 433 HEMOBIAT HapOAWIKMCS 3 BaJaMH PO3BUTKY Ta
XPOMOCOMHHMMH TATOJOTISIMU.  BpojkeHi Baid PO3BUTKY KPOBOHOCHOT
CUCTEMHU 3aliMalOTh Meplie Micle cepes 1HmmMX mnoka3HukiB. Ha 2014 pik
KUIBKICTh 3a(piKCOBaHUX BUIAJKIB CTaHOBWIA 149 XMBOHAPOKEHUX MITEH.
Takoxx g0 HaWOIeI momupeHux BBP BigHOCATBCS Bagu pPO3BUTKY Ta

nedopmarii KicTkoBO-M'si30Boi cuctemu (101) Ta Bagm pO3BUTKY CTAaTEBHX
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opraniB (82). 3adikcoBano 11 xpomocomHux anomamnii. CTpyKTypa
BpPOJ/DKEHUX BaJl pO3BHUTKY 3a mepiof 2014 poky 300pakeHa Ha miarpami (puc.
2.8) 3a po3paxyHKaMu MATOMOI Baru AJisi KOXHOI rpynu Ho3oJ0r1i (%)

( momatox A ).

5 5404 B ypO/KEH] Bl PO3BUTKY HEPBOBOI CIICTEMIT
) 0
5,54% . _
B ypO/KeH] BaAN PO3BUTKY OKa, ByXa, 0OMIIdysd Ta
1M1

6,24% . .
° YPO/KeH] BaAll PO3BITKY CICTEMI KPOBOOOITY

N ypo/pKeHl BaJIl PO3BITKY OPTAHIB JIIXAHHI

34.41% o B .
L} ITUTIIHA I'YOII Ta IIIIHSO1HHA

23,33% B {HTII BpOKEH] BaJN POSBUTKY OPTaHIB TPABISHHI

YPOIKEH] BaAH PO3BITKY CTAaTEBIX OPTAHIB
VPOIKeHI BaIH PO3BUTKY Ta gedopMaliti KICTKOBO-

M'T30B. CHCTEMII
1 1HII1 BPO/KEH] BaJI PO3BITKY

18,94% g . L .
1.85% XpOMOCOMHL aHOMAJIll, HE I(BﬂJ'IlCl)H(OBﬂHl B 1HIIIIIX

pyOpixax

Puc 2.8. CTpyKTypa BPOAKEHHX BaJ PO3BUTKY TA XPOMOCOMHOI
a”HoMmautii 3a nepiox 2014 poky

YacTka XpOMOCOMHUX aHOMAaJii CTaHOBHUTH 2,54% Bij yCiX BPOJKEHUX
BaJl PO3BUTKY; Baau cucTeMH KpoBooOiry - 34,41%; Baau Ta nedopmarii
KICTKOBO - M’5130B0i cuctemH - 23,33%; Baau crateBux opraxiB - 18,94%, Ta
1HIIII.

3aranpHa KUIbKICTh HOBOHApOKEHUX — 8374, a KUBOHAPOKEHUX 3
3adikcoBannmMu BBP Ta XxpomocoMmHO aHoMmaniero — 268 BHUIIAJIKIB.
VYpomkeHi Bagu PO3BUTKY KPOBOHOCHOI CHUCTEMM TaKOX 3aliMaloTh MeEpIie
Miciie cepen iHmux mokasHukiB. Ha 2019 pik kiibKicTh 3adiKCOBaHHUX
BHNAAKIB cTaHOBMJA 87 >kuBOHapokeHHX niter. Kimbkicte BBP cepen
KICTKOBO — M’SI30BOI CHUCTEMHU Ta CTaTE€BMX OpraHiB CIIBHAJA€ JJIs JIBOX
HO3oyOTiH — 48 Bunagku.Yceoro Oyno 3adikcoBaHo 9 BHMAJKiB
XPOMOCOMHHX XBOPOO, a caMe HeMOBJIsATa 13 cuHApoMoM JlayHa.

CtpykTypa BpOKEHHX BaJl po3BUTKY 3a nepioa 2019 poky 300pakeHa
Ha giarpami (puc. 2.9) 3a po3paxyHKaMH MATOMOI Bardw JJisi KOXKHOI TPYIH

Ho3zouorii (%) ( momatok A ).
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0.37% _261% . )
B ypOoIKeHl Ball PO3BUTEY HEPBOBOI CIICTEMIT
3,36% 8,21% . _
N ypOIKeH] BaJll pORBUTKY OKa, ByXa, OO Ta
1HTITL ) n
VPOJIKEH1 BaJIll PO3BITKY CIICTEMIT KPOBOOOITY
7,46% ) .
B yPO/KEH1 BaJIl PORBHUTKY OPTaHIB JITXaHHA
32,46% o ) )
B i miTHHA TYOH Ta MiTHeOIHHST

B (HIMI BpOKEHI B PO3BITKY OPTAHIB TpaBTeHHA
17,91% _ _
VPOKEH] BaJIl POABIITKY CTATEBIX OPTAHIB

YpOKeH1 BaJll PO3RUTKY Ta JeopMariii

_ KICTKOBO-M'T30B. CIICTEMII

¥ 120, L UHIIL BPOIUKEHI BATI POIBITKY
) ()

17,91%

.24% B XpOMOCOMHI AHOMAMTLI, He KBaml(pIKOBaHl B IHIIIIX
PyOpuKax

Puc 2.9. CtpykTypa BpoaKeHUX BaJl PO3BUTKY Ta XpPOMOCOMHOI
aHoMmaJiii 3a nepiox 2019 poky

YacTka XpOMOCOMHHX aHOMaiil CTAaHOBUTH 3,36% Bif yCIX BPOJIKEHUX
BaJl PO3BUTKY; BaJu CUCTeMH KpoBooOiry - 32,46%; Bamu Ta nedopmarrii
KICTKOBO - M’5130B0i cuctemH - 27,91%; Bagu crareBux oprasiB - 17,91%, Ta
1HIIII.

B pesynbrari, Aeski MOKa3HUKH HAWMOMIMPEHIMINX BPOJIKCHHX BaJl
po3BUTKY Y 2019 poiii 3MeHIIUIKCS, a caMme: Bau CUCTEMU KPOBOOOITY - 3
34,41% no 32,46%; Banu craTeBux opraiB - 3 18,94% no 17,91%. Ane
yacTKa XPOMOCOMHHMX TaToJIOTi 30iiabinyerbess 3 2,54% no 3,36%, a
HaWOLIBII TTOMMPEHOI0 XBOpoOoto € cuHapom JlayHa. Takok BpoKeHI Baau
po3BUTKY Ta nedopmarlii KICTKOBO-M’SI30BOi CHUCTEMH 3MIHIOIOTBCS Yy
nmokasHukax 3 23,33% no 27,91%.

OTxke, 3a TPEACTAaBICHUMH pPO3paxyHKaMHW MOKHAa CKa3aTH IIpo
HE3HauYHI 3MIIEHHS B TO3WTWBHIM Ta HETaTWBHIN Mporpecii Maike y BCIX
HO30JIOTTYHUX IpyHax MOPIBHIOIOYYM NEPI0J] OCTAHHIX IT'TH POKIB. 3’ sICyBaH,
[0 caMe BPOKEHI BaJIM PO3BUTKY XPOMOCOMHOI €T10JI0T1i 3HAYHO 3POCTAIOTh
y mopiBHsHO 3 mepiogoM 2014 poky, 10 HE € MO3UTUBHUM PE3yJIbTaTOM

JTOCTIDKEHHSI. XPOMOCOMHI 3aXBOPIOBaHHS 3aJIeKaTh Bl 6aratbox (hakTopiB
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1 HagaJl HaM HEOOXIJTHO BHU3HAYHUTH, fAKI CaM€ KOMIIOHEHTH TI'C€HETHKO-
aemMorpadiuHoi CTPYKTYpH MICBKHX 1 CUTBCHKUX MOMYJSIINA MarOTh CYTTEBHIA
BIUTUB Ha OOTSIKEHICTh 1X TEHETHYHHM TATapeM BPOJKCHOI 1 CIaIKOBOI

[1aTOJIOT1].
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BUCHOBKH

1. Tlpu anamnizi HAyKOBOI JIITEpaTypu 3 0OpaHOT TEMH CIij 3a3HAYUTH, 110
MOCTIMHUM THCK MyTaIil 1 Mirpamii TeHIB, eJiMiHaIlis BiI0OpOM
010JIOTIYHO MEHII TPHCTOCOBAHUX TEHOTHUINIB CTBOPIOIOTH MPOOIEMY
TCHETUIHOTO BaHTaXYy. XapakTepu3yeTbes CYKYTHICTIO
HECIIPUATIIUBUX JICTAIBHUX 1 CyOJIeTAIBHUX MyTalii y reHodoHi
nmonyssii. KoHIenIis reHeTHYHOro BaHTaXy € TMPUHIMIIOBOIO Y
KOHTEKCTI KUIbKICHOI OLIIHKM IHTEHCHUBHOCTI BIAOOpPY 1 SIK mapamerp,
OB’ s13aHUN 3 MPHCTOCOBaHICTIO momyisamii [6]. He Bci reHotunu B
MOMYJIAIIi MalOTh OJHAKOBO BHCOKY IMPUCTOCOBAHICTh, a Y pe3yiIbTaTi
MosiBa B TOMYJIAIIT OCOOMH 3 HHU3BKOIO MPUCTOCOBAHICTIO MOXJIMBA
JIUIIE 32 PAXYHOK MOCTIMHO BUHUKAIOUUX MYTallii.

2. MyrTarii npeACTaBIsIIOTh MMOYATKOBY JIAHKY TAaTOTEHE3Y CITaIKOBHX
XBOp0O. BUHUKHEHHSI XPOMOCOMHHUX XBOPOO CIIPUYMHEH] TEHOMHUMH 1
XPOMOCOMHMMH MyTalii. XpOMOCOMHI MyTauli poO3AUISIIOTh Ha JBI
TPYIIH: BHYMPIWHbOXpOMOCOMHI  (nenenii, 1HBepcii, AyImumkaii) 1
midicxpomocomui  (Tpanciokamii) [3, 25]. Jlo wmyrtamii TeHOMIB
BIIHOCATHCS aHEYIUIOIAIl 1 3MIHA IUIOIAHOCTI CTPYKTYPHO HE3MIHEHHMX
XpOMOCOM, 1[0 BUSIBIISIETHCA [UTOTCHETHUYHUMH MeTojamu. Jlo
HaMOUIBIII YaCTUX MYyTalllil TEHOMIB BIAHOCSTH mpucomito (HampuKia,
3a 21-i1 mapoto, npu cunapomi [layna, ane 18-if mapi npu cUHIPOMI
Ensapnca, mo 13-#i mapi mpu cunapomi Ilaray; 3a crateBUMHU
xpomocoMamu: XXX, XXV, XVV) ta monociro ( eauHa MOHOCOMIsl y
JIOJIMHU, CyMICHA 3 JKUTTSIM - MOHOCOMIiSi 10 X-XpOMOCOMi , IIO
npu3BoAUTh A0 curapomy lllepemesckoro - Tepuepa (45, X%) )[28].

3. ¥V xomi poborn Hamu Oyna TmpoaHali30BaHa JAWMHAMIKa 4YacTOTH
MOIIMPEHOCTI XPOMOCOMHUX aHOMAJII|, a TAKOXK 1HIIUX BaJl PO3BUTKY,
10 HaifyacTille 3yMOBJIEHI caM€ I'eHETUYHUMU Nepedy10BaMu, cepel
HOBOHAPO/PKEHUX y MICBKHUX 1 CUIBCHKUX MOMYJALIAX XEepCOHIIUHH.

Jlis Oinblll BUPaXKEHUX PE3YJIbTATIB CTATUCTHKU BUKOPHUCTOBYBAJU
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naHi ocrtaHHiX 6 pokiB: 2014 -2019 pp. Hnsa nouarky Oyio
po3paxoBaHa 3arajbHa JWHAMIKa dYacToT mnomupeHocti BBP  mmsa
KOXXHOTO 13 3a3HAQUYEHMX POKIB: HAWBUIUMN TIOKAa3HUK YaCTOTH
MOIMPEHOCTI MU croctepiraeMo y 2017 poui — 37,64, 1m0 CBIIYUTH
PO BHCOKHI pIBEHb TPOSBY BPOHKEHWX BaJ PO3BUTKY Ta
XPOMOCOMHHMX TATOJIOTINA. AJjie MK Pi3HUMH POKaMH iICHYIOTh CYTTEBI
BIIMIHHOCTI 32 PI3HUMH HO30JOTIYHHUMH TPYyTaMU MPOSIBIB BPOHKEHUX
BaJl PO3BUTKY Cepea JKMBO- Ta  MEPTBOHAPOKCHHMX.  3a
IpOaHaTi30BaHUMHM JaHUMHU BHCOKa dYacToTa BusiBlieHHS BBP
npociiakoByeTbes B 2014 (35,18) ta 2017 (37,64) pokax.

JIJisi BCTaHOBIJIGHHS TOMYJSILIMHOI CTPYKTYPH BpOJDKEHHX Baj 13
XPOMOCOMHOIO €Ti0JIOTI€I0 MU TOPIBHSUIM TIEPBUHHI JaH1 Ta OTPUMAIH
po3paxyHKu Mix aBoma nepiogamu: 2014 ta 2019 poku. Y pesynbTarti,
NesIKl TTOKa3HUKH HANUTIONMIMPEHIIINX BPOKEHUX Baja po3BUTKY y 2019
pOIIl 3MEHILUJIUCS, a caMe: BaJaud CUCTeMHU KpoBooOiry - 3 34,41% no
32,46%; Bamu crateBux opradiB - 3 18,94% no 17,91%. Ane gactka
XPOMOCOMHHX IaTOJOTiM 301abInyerbess 3 2,54% no 3,36%, a
HalOIBII MOIMPEHOI0 XBOPOOOIO € cuHpoM JlayHa. Takox BpoKeH1
Baau pO3BUTKY Ta Jnedopmariii KiCTKOBO-M’S30BOI  CHCTEMHU
3MIHIOIOThCS y OKa3HUKax 3 23,33% no 27,91%.

OTxe, 3a TPENCTAaBICHHUMH pPO3paxyHKaMHW MOJXKHA CKa3aTH IIpo
HE3HA4HI 3MINICHHS B MO3UTHUBHIN Ta HETaTHBHINA Mporpecii Maibke y
BCIX HO30JIOTTYHUX IpyINax MOPIBHIOYM NEPIOJl OCTAHHIX I’ SITH POKIB.
3’scyBaiy, 1Mo came BPOJHKEHI Bl PO3BUTKY XPOMOCOMHOI €T10JI0Ti1
3HAYHO 3pPOCTAlOTh Yy MOPIBHAHO 3 mepiogom 2014 poky, mo He €
MO3UTUBHHUM DPE3yJIbTATOM JIOCHIDKEHHS. XPOMOCOMHI 3aXBOPIOBAHHS
3ayiexaTh BiJl Oaratbox (pakToOpiB 1 HaJAl HAM HEOOXiTHO BU3HAUUTH,
SIK1 caMe KOMIIOHEHTH T'eHETHUKO - JIeMorpadivyHOi CTPYKTYPH MICBKHUX 1
CITBCBKUX TIOMYJISIIA MaloTh CYTTEBUH BIUIMB Ha OOTSKEHICTh iX

TeHETUYHHUM TATapeM BPOJKEHOI 1 CIIaJIKOBOI MATOJIOTI1.
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Tabnuys A.1

HajimenyBaHHs1

Poxnu

2014

2015

2016

2017

2018

2019

YPOJUKEHI BaJll PO3BUTKY
HEpPBOBOI CUCTEMH

1,85

3,98

3,71

1,6

0,68

0,37

YPOJUKEHI BaJll PO3BUTKY
OKa, ByXa, 00JI1y4s Ta
=T

1,15

1,7

0,57

1,33

0,69

2,61

YPO/KeHi Baau
PO3BUTKY CUCTEMH
KPOB000iry

34,41

28,41

32,86

35,73

26,62

32,46

YPOIDKEHI BaJll PO3BUTKY
OpraHiB JMXaHHS

1,15

1,14

0,86

0,8

0,68

1,12

1 IIiJIMHA TYOH Ta
miaHeOIHHA

2,84

3,14

2,93

2,73

2,24

IHII BPOJIKEHI BaJIA
PO3BHUTKY OpraHiB
TpaBJICHHSA

1,85

1,14

4,57

3,2

2,39

41

YPOIKeHi Baau
PO3BHUTKY CTATEBUX
oprasis

18,94

20,45

16,86

19,73

19,8

17,91

YPOIKeHi Baau
PO3BUTKY Ta
nedopmanii KICTKOBO-
M'fI30B. CHCTEMH

23,33

19,03

18

18,13

19,8

17,91

1HIII BpO/KEH1 BaaH
PO3BUTKY

6,24

9,38

9,71

8,27

9,9

7,46

XPOMOCOMHI aHOMAJIil,
He KBaJidikoBaHi B
IHIIMX pyOpuKax

2,54

4,83

3,14

1,07

4,44

3,36

T

5,54

7,1

6,57

7,2

12,29

8,21




