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BCTYII

B emOpionanpsHOMY Mepiofii pO3BUTKY, KOJM HOBE KHUTTS JIMIIE MOYUHAE
dbopmyBatucs, MPOIECH, 10 BIAOYBAIOTHCA, € JUBOBUKHO CKJIAJIHUMU 1 B TOH XKe
yac HaA3BUYAlHO YyTJIIMBHMH O 30BHINIHIX Ta BHYTPINIHIX BIUIMBIB. OnuH 13
HaWOIIbII Bpa3JMBUX AaCIEKTIB IIbOTO PO3BUTKY — (OPMYyBaHHS OOJIMYYS.
[TopymieHHst B 1IbOMY MPOIIEC] MOXKYTh BUKIMKATH CEPHO3HI aHOMAIi, SIKI MalOTh
BIUIMB Ha (DYHKII1IOHAIBHICTD Ta €CTETUKY OOIUYYS.

Metoau BUBUCHHS MOPYIICHb PO3BUTKY 00JIMYYs B eMOPIOHATIBLHOMY MEP10/11
CTalOTh BCE€ OLIBII aKTyaJbHUMHU B Cy4YacHI MeIW4HIN Hayul. JJociiIKeHHs B Ll
001acTi € BaXJIMBUMHU JUISI PO3YMIHHS MOJIEKYJISIPHHUX, KIITHHHUX Ta TEHETHYHUX
MEXaH13MiB, 1110 CTOSITh 32 HOPMAJILHUM Ta aHOMAJIBHUM PO3BUTKOM OOJIMYYS.

Cepen OCHOBHMX METO/IIB IOCHII)KEHHSI BUBYEHHSI PO3BUTKY OOJIMYYs BapTO
BUJIUIUTH MOJICKYJISIpHO-010J10T19HI miaxoau. L{I mMeTonaw A03BOJSAIOTH BUBYUTH
TeHETHYHI MEXaHI3MH, 0 KOHTPOJIIOIOTh PO3BUTOK OOIHMYYs, Ta 1IEHTU(DIKYBATH
TeHH, MyTallii B IKMX MOXYTbh IIPU3BECTH 110 BaJl po3BUTKY. CydacHi MOJIEKYJISIPHO-
OloJIOT1YHI TEXHIKM, TaKl SK TEHOMHAa CEKBEHIIS Ta IeéHEeTHMYHa Mojaudikaris,
HaJIaI0Th MOXJIMBICTh TJIMOOKOTO aHalli3y TeHETUYHOTO KOy 1 BCTAHOBJICHHS HOTO
3B'SI3KY 3 aHOMAJIiSIMU PO3BHUTKY.

Kpim TOT0, BaXKJIMBUMU € KIITUHHO-010JI0TIYHI METOU JOCIIKEHHs. BoHM
JIO3BOJIAIOTh aHA3yBaTU TMpolecu audepeHIyamii Ta Mirpamii KITHH, IO
Bi1I0yBaroThCs i yac hopmyBaHHs o0muyus. Judepenmiaiis M pi3sHUMHA TUTIAMU
KJIITUH, iXHE B3a€MOJI Ta OpraHi3alis B TPUBHMIPHI CTPYKTYpPHU € KIIOUOBHUMU
acTieKTaMHu, [0 BU3HAYAIOTh MPABMIIBHAN PO3BUTOK OOTHIYSI.

He wmoxna Ttakoxx irHopyBaTH (i3ioyioriuHi Ta 00pa30TBOpPYI METOAU
JOCHIDKCHHS, TakKi SK YyJIbTPa3BYKOBE JOCTIKEHHS Ta MAar”iTHO-PE30HAHCHA
tomorpadis. L{i MmeToan HagarOTh MOKJIMBICTh HE TUIBKH Bi3yalli3yBaTu CTPYKTYpHU
o0nMMyYus B pealbHOMY 4Yaci, ajle W OTpUMyBaTH IH(QOpPMAIIO MPO IXHIO
(GyHKI10HAJIBHY aKTUBHICTh Ta B3a€MO/III0 3 IHIIUMU TKAaHUHAMH.

BuBdeHHs mopylieHb PO3BUTKY OO0JMYYS B €MOPIOHAIBHOMY MEpIOJl €

MDKIUCIUIUTIHAPHUM HAMIPSIMKOM, SIKUW BUKOPUCTOBYE IIUPOKUM CIIEKTP HAYKOBUX
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meTofiB. Lle mo3Bosse HE TIABKKA 3pO3YMITH OCHOBHI MPUHIMIN HOPMAJIbHOTO
PO3BUTKY, aje i BUSABJISATH MEXaHI3MHU, IO JIEXKATh B OCHOBI PI3HUX MOPYIICHb.
3aBAsSKH 1IbOMY, MOKHA PO3POOIISITH HOBI METOIM JIarHOCTUKH, TPO(LTAKTUKA Ta
JIKYBaHHS BaJ PO3BUTKY OOJWYYs, IO BIIKPUBAE ILISAX JI0 MOKPAIIEHHS SKOCTI
MEJUYHOI TOTIOMOT'H MAaIllEHTaM 3 TAKUMH aHOMAaJIISIMU.

Mera poOoTu mossirae B aHajii3i Ta CHUCTEMAaTH3allli CydyaCHUX METOMIB
BUBYECHHS MTOPYIIIEHb PO3BUTKY O0OJIMYYS B eMOPIOHATIBLHOMY TE€p10/i, BUBHAYECHHI 1X
e(pEKTUBHOCTI Ta MOXIJIMBOCTI 1X 3aCTOCYBaHHS AJisi PO3POOKH HOBHUX CTpaTerii
JIarHOCTUKH Ta JIIKYBaHHS BaJ PO3BUTKY OOIMYYSL.

IIpenmer po0oTH: METOAM BHUBYEHHS NOPYIIEHb PO3BUTKY OOIMYYS B
eMOp10HAJILHOMY IEPIOIL.

00'exT podOTH: TIPOIIECH PO3BUTKY 00JIUYYS B EMOPIOHATILHOMY MEPIOIi.

HaykoBa HoOBHM3HA [aHOI po0OTHM T1ONsAra€ B KOMIUIEKCHOMY aHaii3l
CyYaCHHUX METO/IB BHBYEHHS MOPYUIEHb PO3BUTKY OOJHYYS B €MOPIOHAIBHOMY
nepioJii, a TAKOXK B iX 1HTErparlii AJi1 po3poOKH HOBHUX IMiJIXO/IIB 0 JIarHOCTUKH Ta
JikyBaHHs. PoOoTa BHUCBITIIIOE HOBITHI JOCSTHEHHS B MOJIEKYJIIpHINA O100rii,
KJIITUHH1M 010J10T11 Ta 00pa30TBOPUYMX TEXHOJIOTISX, & TAKOXK JOCIIIIXKY€ MOTEHIIITH1
MO>KJIMBOCTI iX 3aCTOCYBaHHS B MEIUITMHCHKIN MPaKTHUIL.

IIpakTHyHe 3HAYeHHHA POOOTH MOJISITAE B TOMY, 1[0 BOHAa MOXE CTaTH
OCHOBOIO JIJIsl pO3pOOKH HOBUX METOJIB JIarHOCTUKH Ta JIIKYBAaHHS BaJ PO3BUTKY
oOmnuysi. 3aBASIKM PO3YMIHHIO MOJEKYJSPHUX, KIITHHHUX Ta TEHETHYHUX
MEXaH13MiB, 10 CTOSTh 32 (POPMYBAHHSIM OOJIMYUS, MEIUYHI CIIELIATICTH 3MOXKYTh
OUIBIII TOYHO BU3HAYATH MPUYMHM BaJ] PO3BUTKY Ta PO3POOISATH 1HIUBITyaNbHI
IJIaHW JIIKyBaHHS JJis manieHTtiB. KpiM Toro, po6ora Moxe OyTH KOPUCHOIO JIst
BUKJIJ[auyiB Ta CTYJCHTIB MEIUYHUX YHIBEPCUTETIB Ta HAYKOBHUX YCTaHOB, SIKi
3aiiMarOThCS BUBUCHHSAM aHaTOMii, (piziojorii Ta marojorii ooimuds. Bona Hamae
rIMOOKUH OIJISi Cy4aCHUX METOJIIB JIOCIIKEHHS, sIKi MOYKHAa BUKOPUCTOBYBATH B

OCBITHBROMY TIPOTIECI IJIsl TATOTOBKA MalOyTHIX MEIMYHUX CTCIIaTICTIB.



MeToau JOCJiKEHHsI: 3araJlbHOHAYKOBUM METOJI CHHTE3y Ta aHalli3y
iH(opMalrii, AeTyKTUBHHUM Ta 1HAYKTUBHUN METOJIY, TTOPIBHSIHHS Ta CITIBCTABIICHHSI
1H(popMallii, TOCTAHOBKA €KCIIEPUMEHTY .

Crtpykrypa podoTH: poOoTa CKIAAAETHCS 13 BCTYIMY, OCHOBHOI YaCTHHU sIKa
BKJIFOYAE J[Ba PO3JIIM, BUCHOBKIB 1 CIIMCKY BHUKOPHUCTAHOI JITEpaTypH, 3araibHUN

o0csr — 26 CTOPIHOK.



PO3LJI 1. OBJIMYYA B KOHTEKCTI EMBPIOI'EHE3Y

1.1 Po3BuTOK 00/IM44s1 B eMOpiorenesi

JInmpoBi 3adaTku. 3a4aTKOBUW CTOMOJEYM, a00 CTOMATOAEYyM, JOIOMArae
YTBOPUTH POT, 1 HOro MOKHaA M0oOAYUTH B eMOpiOHa BXkKe yepe3 3 THKHI IICHs
3armiAHeHHd. L{g cTpykTypa oToueHa JUIbOBUMH 3a4aTKaMU, 110 PO3BUBAIOTHCS.
CtoMozieyM 3'SIBISIETbCS MDK JAUISHKAMH CEPIll 1 MO3KY, IO 30UIBIIYIOThCS, 1
MI3HIIIE 3aKPUBAETHCS BIJ] YEPEIMHOTO BIALTY TMEPEIIUTYHKIB €KTOJepMaIbHUM
pPO3POCTaHHAM, SIKE HAa3UBAETHCA ''POTOINIOTKOBOIO MEMOpaHOoI0". Y pPO3BUTKY
o0nmuyus OepyTh ydacTh yCi TEpPBUHHI €MOpIOHANIbHI TKAaHWUHHU: EKTOJepMma,
Me3oJepma Ta enaoaepma. el BHCOKOKOOPIMHOBAHUNA MTPOLIEC TOUNHAETHCA MIXK
41 8 THKHAMU TICISA 3aIJTIJHEHHS Ta 1HAYKY€EThCSI OPraHi3yr0UMMU [EHTpaMHu|[2 .

Ha mouarky po3BUTKY 00H4Ys 3'SIBISIOTHCS 5 JTUIILOBUX 3a4aTKIB y BUTJISII
BIJIDOCTKIB 200 BUCTYIIIB, 1110 OTOYYIOTh CTOMOJEYM:

1. JIoGHO-HOCOBUH BIAPOCTOK — BUHUKAE 3 ME3EHXIMU, BUPOOICHOI KIITHHAMU
HEPBOBOTO rpedeHs Ol MepeHbOr0 MO3KY Ta BEHTPAJIbHOIO CEPEAHBOIO
MO3Ky. @poOHTaIbHA YaCTUHA JOOOBOr0 BIAPOCTKA YTBOPIOE 7100, B TOM Yac
K HOCOBA YaCTHHA YTBOPIOE HIC.

2. BepxHporienenHi BiAPOCTKHM — TapHI CTPYKTYpH, II0 BUHUKAIOTH 3 -1
IJIOTKOBOI YT HaJl HUXKHBOIIEIEMHUMHU BipocTkamMu. Mesonepma 1
KJIITUHUA HEPBOBOTO TPeOEHS MITPYIOTh B 1-1ITy TTIOTKOBY AYTY JJIsl yTBOPEHHS
BEPXHBOIIEIACITHOT ME3CHXIMH TMPOTITOM 4-TO THXKHS PO3BUTKY. 3
BEPXHBOIIEIETHUX BIAPOCTKIB MI3HINIE YTBOPIOETHCS Tapa IMiJHEOIHHUX
BIJIDOCTKIB. BEpXHs ILueiena, abo BepxHs Lienena, BUJIMYHA KiCcTKa, a0o
BWJIMYHA KICTKa, 1 TNIOCKA YaCTUHA CKPOHEBOI KICTKH.

3. HwxHpormenendi BiAPOCTKM — TapHI CTPYKTYypH, IO MOXOJATh Bim 1-i
IJIOTKOBO1 ayru. Ilepini TJIOTKOBI JIyrd TakOoX BiJIOMI SIK HUKHBOIIEJIEITHI
IyTy. 3 IUX BIIPOCTKIB yTBOPIOETHCS HIDKHS IMIeiena abo HUKHS IIeliera.

[1i 3auaTku 3pOCTAIOTHCS, YTBOPIOIOYN OOIAYYS.



HocoBi mnakonu — 1e 2 MOBEpPXHEBI €KTOAEpMajbHI MOTOBILEHHS, IO
3'SIBIISIFOTHCA HAMPUKIHIN 4-TO THXKHS Ha HIDKHBOJIATEpaIbHIM YacTHHI JIOOOBOTO
BizmpocTka.[3] HroxoBwii emiTesniii BUHUKAE 3 HOCOBHX TUIAKOJT 1 KIIITHH HEPBOBOTO
rpebens. Ha 5-my TxH1 po3BUTKY Me3eHXIMaJIbHI ITpostidepaltii mopsii 3 HOCOBUMHU
IJIaKoJaMHu yTBOPIOIOTh 4 mpumnyxJyocTi. L{i BUMKMHAHHS BUHUKAIOTH 3 JIOOHO-
HOCOBOTO BIAPOCTKA 1 BKJIIOYAIOTh 2 MEMIaJbHUX 1 2 JaTepalbHUX HOCOBHUX
BIIPOCTKA, SIKI PpO3TAIlOBaHI MeEIaJIbHO 1 JlaTepajbHO BiJI HOCOBHUX ILJIAKO
BignoBigHo. Ilicna Ttoro, sik GopmyroTbes 4 BUNMHAHHS, HOCOBI PaKOBUHU
MEPETBOPIOIOTHCS] HA HETJIMOOK] YJIOTOBUHM, SIKI HA3UBAIOTHCS "HOCOBI SIMKH'', K1
MOTIM CTalOTh HOCOBUMH IOPOXXHHHAMU 1 BEHTPAJIbHUMHU YaCTUHAMU HI3JIPIB,
TaKO0X BIJJOMUMHU K HOCOBI PaKOBHHHU.

[TapHi BepXHBOIIENEIHI BIAPOCTKU 301IBIIYIOTHCS B MEIIAIbBHOMY HANPSMKY
JI0 HOCOBOI Ta TPOTUJIICKHOI  BEPXHBONIENENMHUX  BipocTKiB. [loTiM
BEPXHBOIIEICIHI BIIPOCTKA 3JMBAIOThCS 3 OIYHUMHM HOCOBUMM BIAPOCTKaMHU,
YTBOPIOIOYH HOCOCII3HY OOpPO3HY — MICIIE 3JIMTTSA IIOKH 1 614HOT YacTUHU Hoca. B
OCHOBI HOCOCJII3HOI OOpO3EHKH (POPMYETHCS CTPUIKHEBHM EKTOJAEPMaJIbHHIMA
3a4aTOK, IO YTBOPIOE EMITEMATBHUNA TSK, SKUH KaHATI3YEThCS, (POPMYyIOUYU
HOCOCJTI3HY IIPOTOKY 1 CJII3HUN MIIIIOK.

BepxHbolenenHi BiApOCTKH PO3IIUPIOIOTHCS 1O CEpeaHIN JIHIT A0 3IUTTS 3
MeiaTbHUMU HOCOBHUMH BIIPOCTKAMHU. 3JIUTTS 3 MeEIlaJbHUMU HOCOBUMHU
BIIPOCTKaAMU MPU3BOJIUTH JO 3MIIIYBAHHS ME3CHXIMH B MIKIICICHHINA JUISHII,
YTBOPIOKOYHM €IMHY, Oe3MepepBHY BEPXHIO MIETEMy, a TaKOX BEpPXHIO Ty0y i
migHEOIHHSA. 3 MIDKIIETEMHOTO CcerMeHTa (OPMYEThCS MPEMAKCHUIIsl Ta SICEHHA
BUCTUJIKA, MEPBUHHE MIAHEOIHHS 1 TNIMOOKa MeaialibHa YacTHUHA BEPXHbOI TI'yOH
(labium superiorus). JlatepanpHa YacTWHA BEpXHBOI TyOW, OlnbIIa YacTHHA
BEPXHbOI IEJIENHd 1 BTOPHUHHE IMJAHCOIHHS ITOXOJSATh BiJI BEPXHBOIICICITHUX
BIJIPOCTKIB. BIJIpOCTKM BEPXHBOIICJICIIHUX BIAPOCTKIB TMOKPUBAIOTh HIKHIO
YaCTUHY MEIIaJIbHUX HOCOBHX BIIPOCTKIB, YTBOPIOIOUH BY3/IE€YKY BEPXHBOI T'yOH.
Komu 111 BiAPOCTKH HE 3pOCTAIOTHCS HAICKHUM YMHOM, BUHHHKAE IICIICITHO-TTUIEBA

IIJIAHA.



VY 1ielt mepio po3BUTKY 00IMIYs BiOYBAIOThCA 1 1HII BaxkuBi moii. Ha 5-
My THXKHI POTOTJIOTKOBAa MEMOpaHa JereHepye, yTBOPIOIOYHN OTBIP MK YEPEITHOIO
NEPEIHBOI0 KUIIKOIO Ta M03aeMOpIOHANFHUM cepeoBuiieM. Miobnactu 1-i mapu
TJIOTKOBUX JIyT YTBOPIOIOTH KYBaJIbHI M's134, @ Mi0OJIACTH 2-1 TApH INIOTKOBUX YT -
MiMiuHI M'si3u. Od4i MOYMHAIOTH PYyXaTHUCAd BEHTPAIbHO 31 CBOIX MOYaTKOBUX
JaTepaTbHUX MOJI0KEHb, KOJIM PEIITa TOJIOBU POCTE 1 pO3BUBAETHCS. 30BHIIIHI ByXa
3'SIBIISIFOTHCA B IIMHHINA TUISTHIN, a TIOTIM MiAHIMAIOThCS Ha O1YHY YaCTHHY TOJIOBH.
J1o KiHIIS 7-TO THOXKHSI pO3BUTKY €MOPIOH Ma€ pUCH OOIUYYSI 3 TUIIOBUM JIIOJCHKUM
BUTJISAIOM.

Hocogi nopoxuuau. @opmyBaHHS HOCOBOi MOPOKHUHU BiOYBAa€ThCS ITijT
4yac pO3BUTKY HOCOBUX pakoBHH. [lapH1 MeaianbHi Ta 1aTepaibHl HOCOBI BIAPOCTKU
- 1€ TKaHWHHI BUIIMHAHHS, $Ki (OPMYIOTHCS HABKOJO HOCOBUX PAaKOBHUH 1
NEPETBOPIOIOTH 1X HA HETJMOOKI 3arinOJIeHHs, K1 Ha3UBAIOTHCA "HOCOBI SIMKH'.
TumM dYacoM HOCOBI PAaKOBHHU PO3IIMPIOIOTHECSA JOPCATBHO Y HANPSIMKY JI0
nepeIHboro Mo3Ky. HocoBi MilKy - 1€ 3a4aTKK HOCOBOI TOPOKHUHHU, B1IOKPEMIIECH]
BIJl POTOBOi MOPOXHUHU MEMOpaHOIO, OPOHA3aJIbHOK MeMOpaHOw. 3 Yacom
MeMOpaHa pO3PUBAETHCSA, CTBOPIOOYM OTBIP MIK HOCOBOIO Ta POTOBOKO
HOPOKHUHAMU.

XoaHu — 11 IUISHKY 1033y MigHeOIHHs, 10 3'€IHYIOTh POTOBY Ta HOCOBY
nopoxxHUHU. PakoBuHuM ab0 TypOiHM pO3BHBAIOTHCS 3 OIYHOI CTIHKH HOCOBOT
nopoxHUHU. Crieniani3oBaHui HIOXOBUI eniTeniil ((OpMy€eThCs 3 BEpXHbOT YACTUHU
HOCOBHX MOPOKHUH. [IpuaaTKoBI Ma3yxu HOCa - 3alI0BHEHI MOBITPSIM PO3IIUPEHHS
HOCOBOI TMOPOXXHUHU - 3'ABJISIIOTHCA Ha MI3HBOMY €Talll BHYTPIIIHHOYTPOOHOTO
PO3BUTKY SIK AUBEPTUKYJIM HOCOBOT TOPOKHUHH.

[Tinpe6innsa. IligHeOiHHA 3HAXOAUTHCS MIXK HOCOBOIO Ta POTOBOKO
MOPOKHUHAMU 1 YTBOPIOETHCS 3 TIEPBUHHOTO Ta BTOPUHHOTO TiaHeO1HHSA. Ha 6-my
THKHI PO3BUBAETHCS MDKIIICTICITHUIN CETMEHT, SIKUH YTBOPIOETHCS BHACIIIOK 3UTTS
MapHUX MeAIaTbHIUX HOCOBHUX BIJIPOCTKIB Ta BEPXHBOIICNICHUX BiApOCTKIB. Lle
3MUTTA JA€ TIO0YaTOK TMEepBHUHHOMY TMigHeOIHHI0. OpoHa3zanbHa MeMOpaHa

PO3BUBAETHCS 1033y, OCKUIBKH Oap'ep Mi>K HOCOBHM 1 POTOBUM EIITENIIEM CTa€



ToHIUM [3]. Ili3Hime MeMOpaHa po3pUBAETHCS 1 YTBOPIOE MPUMITHBHI XOaHH, SIK1
3'€IHYIOTh POTOBY MOPOKHUHY 3 HOCOBOIO MOPOKHHHOMW0. [lepBuHHE migHEOIHHS
JaCTh MOYATOK MPEMaKCUJIIl — TPUKYTHIN AUISHII, IO 3aiiMa€e MepelHI0 TPETHHY
nigHeOiHHA. Ha mpeMakcuiiii 3HaX0IUThCs pi3LeBUNA OTBIp 14 BEpXHI Pi3Ii.

Btopunne migHeOIHHS yTBOPIOE PEIITY TBEPJOTrO MiAHEOIHHS 1 BCe M'sKe
nigHeOinna. g nainsHka po3BUBAETHCA MPOTITOM 7-T0 Ta 8-TO TIDKHIB MICIA
3arutiHeHHS. Bropunne migHe6iHHS GopMYy€eThCs 3 2 M HEO1HHUX TOJIUIb - O19HUX
MiTHEOIHHUX BIAPOCTKIB, SAKI € MeIlalbHUMHU BIPOCTKAMHU BEPXHBOICICITHIX
BIIpoCTKIB. Ll1 BIIPOCTKM POCTYTh HIIKYE 1 MapajenbHO s3uKy. Jlo KiHIg 8-To
THXKHS O14HI MiAHEOIHHI BIJIPOCTKHA 3pPOCTAIOTHCA 1 pa3oM 3 TEPBUHHUM
NIJHEOIHHSM YTBOPIOIOTH OCTATOYHE MIJHEOIHHA. Y 1ell Yac pocTe HOCOBa
MeperopoaKa, pO3AUILIOUM JIIBHM 1 MpaBuii HOCOBI Xxoau. HwokHsS dYacTuHa
MEPETOPOJKH 3JIMBAETHCS 3 OCTATOYHUM MiAHEOIHHAM. [lopyieHHs nux mporecis
PO3BUTKY MOX€E MPU3BECTU JO YTBOPEHHS PO3LIIIMHY MiAHEOIHHS.

['moTkoBuii anapar. ['1oTKOBHI, a00 TUISCTHM, anapat BOEPIE 3'IBISIETHCS
Ha 4-My TH>KHI PO3BUTKY 1 Ma€ BHUpIIIAJbHE 3HAUEHHS Y (DOpMYyBaHHI CTPYKTYp
rOJIOBM Ta IIWi. [ TOTKOBHII anapaT BKJIIOYA€E TIIOTKOBI 1yTH, 00PO3eHKH a00 LIITTUHU
Ta MIIIEYKH, SKI CKJIAJaloThCd 3 ME3€HXIMHOI TKaHWHH, BUCTEJICHOI 330BHI
eKTOJIEPMOI0, a 3CEPEIMHU — EHTOIEPMOIO.

['TOTKOBI NIIIMHKM BHHUKAIOTH BHACHIAOK 30JMIKEHHS EKTOASPMaIbHOI
TKQHUHU MDK TOCJIIJIOBHUMHU TJIOTKOBUMH JIyraMu, TOAl SIK TJIOTKOB1 MIIICYKHU
(bopMYIOThCSI BHACIIIOK 30JIM>KEHHS €HTOJIepMaIbHOT TKAHUHU M1 MOCII1IOBHUMHU
rJIOTKOBUMH Ayramu. [loxifHi TJIOTKOBOrO amapary, [0 MarTh BUpIIIAIbHE
3HAYEHHS 711 PO3BUTKY OOJIMYYS, PO3TIISIAIOTHCS HIDKUE.

['moTkoBuii x071000K a60 miMHA. [ 10TKOB1 00pO3eHKH OE€pyTh CBil MOYATOK
3 eKkTo/iepMu. Y -1 TIOTKOBii OOPO3HI YTBOPIOETHCS 30BHIMIHINA CTyXOBUN MPOXIT
19acTHHA cepeTHhOTO ByXa. Perta rmoTkoBUX O0PO3€H YTBOPIOIOTH IMIHY Ma3yXy,
sKa 3a3BUYail JereHepye miJ yac po3BUTKY. Ha 1HI TIoTKOBHX OOpO3eH
YTBOPIOIOTHCS TJIOTKOBI MEPETHUHKHU. [ I0TKOBa mepeTuHka 1-i rI0TKOBOI OOpO3HU

Jla€ oYaToK OapabaHH1{ MEPEeTHHII.
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['motkoBa cymka. ['TOTKOB1 MillIeYKH BUCTEJIEHI €MITETIEM, IO MOXOAUTH 3
eHaoaepMu. 1-ii wmimok QopMmye ciayxoBy TpyOy, OapabGaHHY ITOPOKHHMHY 1
nepeaBep's COCKOMOMIOHOTO BIIPOCTKA. 2-i MImoK crapusie (HOpMYBaHHIO
MiJHEOIHHUX MUTIAIMKIB. 3-1 cyMKa (OpMY€ HIDKHIO MapaliuTOBUJIIHY 3aJI03Y 1
TUMYC. 4-1 MIIIIOK cripusie GOpMyBaHHIO BEPXHBOI MPUIIUTOIIOI0OHOT 3aJI03H.

['motkoBa ayra. [ TOTKOBI AyTH MOXOAATH 3 Me301epMH [4].

1.2 KiiTuHHHMI TA MOJIEKYJSPHUH PIBHI PO3BUTKY

KniTuHM yepenHoro HepBOBOTO TPedEHs, a TAKOXK €HI0iepMa, MEe30iepMa Ta
eKTOJIepMa MAIOTh BUPIIIAIIbHE 3HAYCHHSI JIJIsl PO3BUTKY TKaHUH o0mny4st. Kimituau
YepernHOro HEPBOBOIO I'PeOEHsI MOXOAATH 3 EKTOAEPMaIbHOIO JIUCTKA 3 JOPCAIbHOI
cepenHboi JiHIi. [{I KIITUHU MITPYIOTh 10 TJIOTKOBHX JIyr 1 JIOOHO-HOCOBOTO
BIJIPOCTKA, Oepyuyd ydacTb y (hOpMyBaHHI TKaHUH yepena 1 BEPXHbOIO BIIALLY
MIUIHOTO BiAAUTY XpeOTa. Pi3HI CHUTHaNbHI NIUISAXU BIAITPAIOTh BAXJIHBY POJIb Y
PO3BUTKY T'OJIOBH Ta Wi, BKJIIOYAIOUU KICTKOB1 MOpQorenHi o611ku (BMPs), pakxtop
pocty ¢i6pobnactiB (FGF), SHH Ta caiit inTerparii, noB's3aHuii 3 6e3KpuIMMu
(WNT).

ExtronepmanibHuil TUCTOK Ha 4-My THXKHI MEPEKpUBAE CTOMOAEYM. Takum
YMHOM, €KToJepMa 0e3MmocepeIHbO KOHTAKTYE 3 €HTOACPMaIbHUM JIUCTKOM MICTIS
dbopMyBaHHS pOTOTJIOTKOBOI MeMOpaHu. Ha 5-My THXHI eKTo/iepMa 3JIMBAETHCS 3
ME30JIEpMOI0 1 MoYrHAE (GOPMYBATH HOCOBI BIAPOCTKU. MixK 4-M 1 5-M THIKHSIMU
KJIITUHU 3 MIapiB 3yCTPIYaroThCA, 1100 chOpMyBaTH CTPYKTYpU 00IAYYS.

MexaHiko-XIMI4H1 XBUJIl BIUIMBAIOTh Ha MOp(oreHes 1 3aralbHUl PO3BUTOK
TKaHWH, OCKUIBKA BOHM BIJITPAIOTh JKUTTEBO BaXJIMBY pOJIb Y MDKKJIITHUHHIN
KoMyHikaiii. Curnanu 6e3mocepeiHb0 BILIMBAIOTh Ha MOp(oreHes3 TkaHUH. XiMiuH1
peaxiii Ha piBHI LIEHTpY opraHizaiiii MikpoTpy0ouok (MTOC) iHiLiI0I0Th MEXAHIKO-
XIMIYH1 XBUITI.

ExTonepmainbHi 11akoau, siKi at0Th MOYaTOK MailOyTHIM OpraHaM 4yTTs Ta
YEpemHUM TaHTJIisIM, PO3BUBAIOTh Pi3HI MOJIEKYJISIpHI peakilii. Y mepeaHiii yacTuH1

IJIAKOJT KOAYIOUl MOJIEKYJIM eKCIpecyloTh 0110k Pax Ta romeoOokcH1 Outku Six3



11

(SIX3) 1 Otx2 (OTX?2). [ Monekyu MpyucyTHI B 3 HIA YaCTHHI TUIAKO/I, TaKi K
roMeoJoMeHHui 01710k kiacy ipokesiB (IRX-1) 1 romeobokcHuit 61mok Gbx2 (GBX-
2). i 6inkm gomomararoTh perymnioBatu audepeniioBanHs. Hampuknan, Pax6
OLTBIII KOHIIEHTPOBAHUH Y 30HaX PO3BUTKY HIOXY Ta KpHUINTAIWKa, ToAl sk Pax3 i

Pax2/8 nomomararoTs (hOpMyBaTH raHrJii TPIHYacTOro HEpBa Ta CIIYXOB1 30HH.

1.3 KuiniuHe 3HaYeHHs Ta naTo(}i3io10ria pO3BUTKY 00JIHYYS

AHOMaJTIi PO3BUTKY OOJIMYYS MOXKYTh OyTH 3YMOBJICHI T€HETUYHHUMH a0o0
€KOJIOTIYHUMHU TNpuyuHaMu. ETionoris, NoB'I3aHa 3 BariTHICTIO, BKJIKOYAE
QJIKOTOJIBHUI CHHIPOM IUIOJA, OOMEXEHHS POCTYy MaTKH, OJIrOriApaMHIOH Ta
MaTepuHChKI 1HGDekIii.[5] ['eHeTuuH1 cTaHu, SKI MOXYTh CHPUYMHUTH aHOMAJIil
pPO3BUTKY 00IM4YusA, BKIOUYaOTh cuHiapomu I[I'epa-Pobena, Tpiuepa-Komninsa,
Kkpuxkoi X-xpomocomu, Jlayna ta JliJ[>xopmkal6][7].

OpodarrianbHa HIUIMHA TaKOX MOXe OyTH 3yMOBJIEHA TE€HETUYHUMU
dbakTopamu, GpakTopaMu HaBKOJIUIITHBLOTO CEpPeAOBUIIA a00 1 THUM, 1 1HIIIMM Pa3oM.
Bigomo, 1o meit cran nepenaerbes B ciM'sx. J[o 1Iboro mpuYeTHI KijdbKa T'eHIB,
BKJIFOYAIOYM TpaHCMeMOpaHHUM OUTOK UiiinHu ryou ta nmigHedinnsa 1 (CLPTM1),
T'€H, TIOB's13aHuH 3 moJioBipycHuUM penentopom 1 (PVRLI), ta ren cybonunuiti -3
penientopa y-aminomacisiHoi kucinotu (GABRB3)[8][9].

PosmierienHst migHEOIHHS MOXE BHUHHMKATU SIK YacTHHA TE€HETHMYHHUX
3aXBOPIOBaHb, TaKuX AK cuHjapomu Tpiuepa-Komminza, Crikiepa Ta Jloiica-/lina.
[10-11] Cepen ¢dakTopiB HaABKOJMIITHLOTO CEPEIOBHUINA, SKi CIHPHYUHSAIOTH
pO3LICTUICHHS MiAHEOIHHS, € TINOKCIS IUI0AAa BHACHIOK KYypIHHS —Matepi,
3JIOBKUBAHHS aJIKOTOJIEM, JIIKYBaHHS MPOTUCYIOMHUMU TIpenapaTaMu Ta MPUHOM
PETUHOIMIB.

INononpozenniedanist (I'TIE) BuHMKae depe3 HeBmase PO3AUICHHS ITiBKYJIb
rOJIOBHOTO MO3KY 1 TIOB'si3aHa 3 MeheKTaMu MepeIHhOTO MO3KY Ta CepPEeIHbOI JiHIT
o0mmyuuAT[12]. 3axBoproBaHHS MOK€ OyTH HACHIAKOM IUCQYHKIT CUTHAIBHOTO

ropmony SHH a6o 3miHeHoro piBHA MOpP(GOTEHHHX OITKIB KICTKOBOI TKaHWHU

(BMPs).
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KniniyHO ofHi€I0 3 HAUMOMMPEHIIKX JIUIIEBUX aHOMAJIIK € pOTOBA IIUIKHA,
gKa MOXe OYyTH y BHUIJISIl PO3UIUIMHU TyOW, PO3UIIMHU TigHEOIHHS abo ix
noeqHaHHs (quB. 300pakenHsa. Potoa miinnHa). BeecBiTHS opraHizaiiisi 0XOpOHU
3JI0pOB'sl TIOB1IOMJISIE, 1110 OpaJIbHA IIUJIMHA 3yCcTpiyaeThes npubdausHo B 1 Ha 700
KUBOHAPOJKEHUX y CBITI. Llell cTaH € npyror HalNMOUIMPEHINIOH BPOIKEHOIO
anoManiero B Cnomyuenux Illtarax, mo Bpaxkae 1 3 940 HOBOHapomKeHUX 1
Npu3BOAUTL 10 4437 BuUMaaKiB MIOPOKY. JliarHO3 CTaBUTHCS KIIHIYHO TIPU
HapO/KEHHI, aje TakoX Moke OyTH BCTAHOBJICHHH 32  JIOTIOMOTOIO
yABTPa3BYKOBOTO JOCHIDKEHHSI B yTpoOl Martepi. YCKiIagHEHHsS opodalliabHOi
IIUJIMHU MOXYTb BKJIFOYAaTH TPYAHOII 3 TOAYBAHHSM, MOBJICHHSIM Ta KOTHITUBHUMU
(GYHKLISIMHU, 3QJIEKHO B1JI CTYNEHS TSXKKOCTI. OCTaTOYHUM METOAOM JIKyBaHHS
po3UIUIMHU TyOu abo MigHEOIHHS € XIpypriuHe BTPYdYaHHSA, XO4Ya METOJUKa
3aJICKUTD BiJ THILY Ta TSKKOCTI CTaHy.

ATpe3iss X0aH € MEHII MOIIMPEHOI, aje MOTEHI[IHHO CMEPTEIbHOIO
BPO/DKEHOI0O  aHoMmaniero.  PoroHocoBa  meperuHka  (XoaHu) — 3a3BUYAl
pPEKAHAI3Y€EThCA 1]l Yac BHYTPIIIHBOYTPOOHOro po3BUTKY. OnHak 301 1BOTO
MIPOIIECY MOXE MPU3BECTH 0 OOCTPYKIIi HOCa aHOMAJIbHOIO TKAaHUHOIO. ATpe3is
X0aHH MoOxke BHHHKaTU sk vactuHa cuHapoMy CHARGE (muB. 3o00pakeHHs.
Cunnpom CHARGE). "CHARGE" po3mmdpoyerbes sik "Konoboma", "Cepreni
3axBoptoBaHH:", "ATpe3is xoaH", "3aTpumka pocty 1 po3BUTKY", "Henopo3BuHeHHS
crateBux opraniB" ta "Bymni anomanii"[13].

[IposiBu aTpe3ii XOaH BIAPIZHSIOTHCS 3aJE€KHO BIJ CTYNEHS TSHKKOCTI.
OMHOCTOPOHHS aTpe3ist CIyXOBOTO MPOXOAY MOXKE 3aTUIIMTUCA HENOMIUEHOIO,
OCKUJIbKM HOBOHAPO/DKEHMM MOXKe JUXaTH HOPMAJIbHOIW Hizaper. OHak
JIBOCTOPOHHS 0JI0Kaza Moke OyTu Hebe3neuHoro Juist )kuTTs. [1ig yac romgyBaHHs y
HOBOHAPOPKEHOTO MOXE CIOCTEpIraTHCs I[laHO03, OCKUIBKM BIH HE MOXKE
BUKOPUCTOBYBATH POT, 11100 KOMIIEHCYBATH BIACYTHICTh HOCOBOTO nuxaHHs. [{iaHo3
3a3BUYall MUHA€, KOJM AUTHHA MOYMHAE TUIakaTH. HeMOXIMBICTh MPOXOMKEHHS

HA30racTpajbHOIO0 30HJy MOXKE€ MAaTH JIarHOCTUYHE 3HAYECHHS 1 MOXe OyTu
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niATBep/LKeHa 3a gornomoror komm'iotepHoi Tomorpadii (KT). Ocratounum
METOJIOM JIIKyBaHHS aTpe3ii CTPaBOXO/y € XIpypriuHe BTPyUYaHHS.

[ToBHe (i3nuHe 006CTEKEHHS HOBOHAPOKEHOT'O Ma€ BHUpPIIIAIbHE 3HAUCHHS.
AHoMauti 00JIMYYsl MOBUHHI CHOHYKATH JIIKapiB JI0 TMOIIYKY IHIIUX BPOJKEHUX
CTaHiB. AHOMaiii TOJIOBM Ta INHi YacTO BHUHUKAIOTH SIK YacTHHA CHHAPOMIB

PO3BUTKY.
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PO3LJI 2. JIATHOCTHUKA PO3BUTKY ObBJINYYA B
EMBPIOHAJIBHOMY IIEPIOAI

2.1 YasTpaconorpadisi B niarHoCTHII BaJ 00JM14s1

YepenHo-IHIbOBI aHOMAJII1 € MOLMIMPEHNUM SIBUIIEM. 30KpeMa, MOIIUPEHICTh
PO3LIUIMH O0JIMYYsl Ta KPaHIOCMHOCTO3y cTaHOBUTH Oym3bko 0,15% ta 0,05%
BinmoBimHO [1-4]. AHTeHarambHE YIBTPA3BYKOBE JOCHIIKEHHS € TOYHUM 1
HAJIAHUM 1HCTPYMEHTOM [IJIsi BUSBIICHHS LMX BaJl pPO3BUTKY [5]. BaxmBo
JOCIIIUTH O0HMYYsl Ta Yepern Iuiofa IMiJi 4yac MPEeHATaJbHOTO YIbTPa3ByKOBOIO
OOCTE)XEHHS, OCKITbKA aHOMaJii IIMX CTPYKTYpP MOXKYTh BKa3yBaTH HAa HasBHICTh
IHIIUX, OUIBII MPUXOBAaHUX aHOMAaJIi, CUHAPOMIB, XPOMOCOMHHUX MOPYIIEHH 200
HaBITh OLIBII PIAKICHUX CTaHIB, TAKHX fK 1H(EKLIi a0o MeTadoIIuHI MOPYLIECHHS.
[Ipy BUSABICHHI YEPEMHO-IHMIILOBOI aHOMaJii BaXXJIMBO BHKOHATH JETallbHE
CKaHyBaHHS, I[00 BUKJIIOYUTH J10AATKOBI aHoMatii. JlogaTkoBe BUKOpUCTaHHS 3-4-
MipHOi (D) ynpTpa3BykoBOi A1arHOCTUKH 200 MarHiTHO-PE30HAHCHOI Tomorpadii
wioga (MPT) Mosxe mosiermuTH Momryk abo TOYHE BU3HAUYCHHS MEBHUX aHOMAIIH
[6,7]. [lomanbIii qOCTIKEHHS, BKIIOYAIOYM 1HBa3UBHY MIPEHATAIbHY J1arHOCTUKY,
MOXXYTh OyTH TOKa3aHi UII XPOMOCOMHOTO MOCIHIIKEHHS ab0 MOJIEKYJSIPHOTO
TECTYBAHHS.

YacToTa BUSIBICHHS Y€pPEMHO-JIMIBOBUX aHOMAJII Bapito€ 3aJI€KHO B1Jl TUITY
aHOMaJIii, CTYTIeHS TSHKKOCTI, TEPMIiHY BariTHOCTI, CYITyTHIX aHOMaJTiil, METOJIUKH Ta
TEXHOJIOTIi yJIbTPa3BYKOBOTO AociiKeHHs. [IpeHaTtanbHa MiarHOCTHKA JCSKHX
aHOMaJIiH, TaKUX K KPaHIOCMHOCTO3, 3aJIMIIAETHCS HU3bKOIO [8]. 3 1HIIOro OOKYy,
CITiJl YHUKATH TINEPAIarHOCTUKH, OCKUIBKM OUIBIIICTh IUIOMIB 3 130JbOBaHOIO
Opaxiuedaniero abo pgosixouedani€ro MawTb HOpPMajbHI pe3yibTaTH. Pi3Hi
npodeciiiHi ToBapuCTBa, BKIKOYaOuu MiKHApOJHE TOBAPUCTBO YJIBTPA3BYKY B
akymepcTBi Ta rinekoiorii (ISUOG), AMepukaHChKUN 1HCTUTYT YJbTPa3BYKy B
menuuuHl (AIUM), ®enepariro akyimiepcTBa Ta TiHekoJiorii A3sii ta Oxeanii
(AOFOG), BumyCTWJIM HAaCTaHOBU IOJI0 OOCTEKEHHS OOJIMYYS Ta 4Yeperna IpH

CKaHyBaHHI aHOMaJIiil B cepenuni Tpumectpy [9-11].
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B ocranni pokm Oyn0 pEKOMEHIIOBAHO IOCIIIKEHHS YEPEIMHO-TUIIbOBUX
CTPYKTYp Imiona nipu coHorpadii B nepmomy tpumectpi [10,12]. OcHoBHa meTa
IIOTO OIJISIAY — YAOCKOHAIUTH TPEHATaIbHy COHOTpadilo YepermHO-JIUIIEBUX
aHOMAJIIH 3 METOIO ITIIBUIIIEHHSA TOYHOCT] J1arHOCTUKH.

Po3mip, ¢popMy, HimiCHICTh Ta HIUIBHICTh KICTKOBOI TKAaHMHHU Yeperia MOXKHa
OLIIHATH TPHU BHUMIPIOBaHHI PO3MIpYy TOJOBH Ta MpPH JOCTIKEHHI CTPYKTYp
rojoBHOro Mo3ky [10]. Yepen mae oBaibHy (opmy Ta Oe3nepepBHY €XOTE€HHY
CTPYKTYPY, IIIO IEPEPUBAETHCS JTUIIIEC BY3bKUMHU €XOMPO30PHUMH IIIBaMHU. AHOMAJIbHI

O3HAKH Ta MOB'A3aH1 3 HUMU BIIXUJICHHS HAaBEJEHI1 HAa pUCYHKY 2.1.

Pucynoxk 2.1 I1nio y cepeonvomy mpumecmpi 3 mpuconoyeghanicro. Axcianoua
npoekyis 2on06u niooa (H) nokazye 106 mpuxymmoi ¢popmu (cmpinku)
[IpenaTanbHa ynbTpa3ByKOBa M1arHOCTHKA KPaHIOCMHOCTO3Y € CKJIaJHOIO.

Bin moxe OyTH BCTaHOBJIEHHMI Oe3MocepeHbO MpPU BTPATI TIMOEXOr€HHOCTI B
CErMEHT1 HOPMaJIbHUX IIIBIB Yepera pa3oM 3 PO3IIMPEHHSIM 1HIIUX OPTOTOHATBHUX
mBiB [13]. Henpsmi 03Haku, BKIIOYAIOYM aHOMAJIbHUN YepEermHO-MO3KOBUHN 1HIEKC
(UMI), dopmy uepemna Ta/abo mopdosoriro o0auyusi, Taki fK Tino- abo
rinepTenopusM, MOXKYTh IepeTyBaTH 3aKPUTTIO IIBIB 3a 4-16 THKHIB 710 X 3aKPUTTS
[8]. UMI Hmxue 70% abo Buie 85% BKkazye Ha pojixoredarito Ta Opaxinedanito
BinnoBigHo [14]. Xoua uYmBbl HUWXYMA y TUIOAIB 3 jgojixoredaniero, HOro
BUKOPUCTAaHHS MOX€ OyTH HEIOLIJIbHUM JUIsl CKPUHIHTY B CEPEIHUHI TPUMECTPY 1

MOX€e He BUSIBUTH TpuroHoredartiro [15].



16

[Momanpmm  gochimkenns, Bimodaroun 3D V3] abo MPT, MoxyTh
JIOTIOMOT'TH JI1arHOCTYBAaTH 3aKpUTTA 1IBIB [16]. BuMiproBaHHs po3Mipy roJIOBU €
BOKJIMBUM; BIJICIKaHHS O1IBIT HIK HA 3 CTAaHIAPTHHUX BIAXWUJIEHHS HIDKYE a00 Ha 2
CTaHJAPTHUX BIJIXWICHHS BHUIIE CEPEAHBOI OKPYKHOCTI TOJOBH, OUIKYBaHOI BIJ
reCTalllfHOTO BIKYy, € KJIIOYeM JI0 MOXJMBOrO JiarHo3y Mikporedanii abdo
Makpotuedartii BianoBigHo. OHAK BUKOPUCTAHHS I[HOTO KPUTEP1I0 MOXKE MTPU3BECTU
70 TinepaiarHocTuku Mikpouedanii [17]. JliarHocTuka mikpouedanii Ha OCHOBI
JIUIIIE OKPY>KHOCTI TOJIOBH TIOB'Si3aHA 3 TMEBHUMH TPYAHONIAMHU Ta ITiIBOJIHAMU
KamMeHsAMHU. [HII JOMOMIDXXHI 03HAKHM BKJIFOUAIOTh CKOIIIEHE Y0JI0, IIACKY MOTHIIHIIIO
a00 BHYTPIIIHHOUCPEITHUM BMICT, SIKUH € aHOMaJIbHUM 200 HEBUIUMUM.

O6mmuus. baxkaHO CHCTEMAaTHYHO OTMIAJATH OOJHWYYS IUI0JIa B TPHOX
IUTOLIMHAX ISl OIIHKH PI3HUX CTPYKTYpP OOJIMYYs, OCKUIBKH 11€ MOXKE TMOJICTIIUTH
BUsBIIeHHS iX aHomanii [18]. 3rimHo 3 pexomenpamismu ISUOG, miHiManbpHa
OLlIIHKa 00JIMYYs IUIOJAa BKJIIOYA€E HAABHICTH 000X OpOIT, OLIIHKY HOCA/HI3IPIB,
HAsIBHICTh poTa 1, OaxkaHo, OIIHKY mpoduro obiuuus ta ryd [9]. Posmimuna
JI1arHOCTY€EThCS, KOJIM € BTpaTa LUIICHOCTI TyOHU 3 OJHOTO a00 000X OOKIB y IpsiMii
npoekuii (puc. 2.2). Ha 1IBOCTOpOHHIO pO3MIUIMHY TyOM BKazy€e HasBHICTh
MPEMAKCUIIIPHOTO BHUCTYIy Ha caritajdbHId mpoekmii (puc. 2.6). Baxko
JIarHOCTYBAaTH HEMOBHY pO3IIUIMHY TyOou (puc. 2.7), abo TiIABKHA PO3UIUIMHY

nigHeO1HHS, 00 PO3MIUIMHY M'SKOTo MiaHeO1HHs [19].

Pucynox 2.2. I1nio 6 cepeonvomy mpumecmpi 6a2imHocmi 3 00HOCHOPOHHbOKO
POo3WinuHow 6epxuvoi 2you. Koponanvua npoekyis obauuys niooa nokasye empamy
yinichocmi (cmpinku) 6epxnvoi eepxuwvoi 2you (L).
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Henpsimumu coHorpadiyHUMU O3HAKaMH PO3ILLIMHHU MiTHEOIHHS MOXYTh
OyTu Manuii abo BIACYTHIM NUTYHKOBUH MIXyp Ta 0aratoBojjs. 3a JOMOMOIOIO
KOJILOPOBOTO MOTOKY MOKHA TTOOAYUTH MOTIK HABKOJIOILUIITHUX BOJ, SIKUW B HOPMI
BUTIKA€E 4epe3 Hi3Apl MijJ yac AuxXaHHsS a00 aHOMaJbHO 4epe3 MigHeOIHHs, SKIIO0
BOHO Ma€ PO3NIUIMHY. BiJCYyTHICTP 3HAKy PIBHOCTI € O3HAKOK PO3IICTUICHHS
nigHeOinns [20]. HopmanbHy (QinTpyMy HE CIiJ] IUTyTaTH 3 CEPEIUHHOIO HIITMHOIO
nigHeOiHHA. [Tpodias 06IMYYs MOYKHA OIIHUTH Ha CEPEAHIN cariTaabHIM MPOEeKITi.
3o0kpema, MOKHaA BUSIBUTH J1000BY ropounky (Puc. 2.3), mikpornarito (Puc. 2.4) a6o
miackuid Hic (Puc. 2.5). Ha OiuHiif CTOpOHI TOJOBM MOJKHA OIIIHUTH aHOMAJil
BYIIHHUX pakoBuH. OOuJBa OKa Ta iX aHOMalii MO)XHA OIIIHUTH B aKClaJIbHIN

MPOEKIIII.

Pucynox 2.3 11nio y cepeonvomy Pucynok 2.4. IInio y cepeonvomy

mpumecmpi 3 UNYKIUM 1060M. YV mpumecmpi 3 MikpocHamicio. Y
cepeoHboCaimanvHil Npoekyii CepeonboCaimanvhii NPoeKyii
006aUYYs N100a BUOHO GUCYN 001UYYs N100A BUOHO MANEHbKE |

nepeonbol uacmunu 106a (cmpinku) — gmazuyme (cmpinku) nio6opioos (C).
1061020 sucmyny (FH).

MikporHarisi — 11e¢ MaJIeHbKa HUKHSI 111eJIeTa, a peTPOrHaTis — 3MillleHa Ha3al
HWDKHS 1eiena. BUKOpPHCTaHHS HWKHBOTO KyTa OOJWYYS Ta CITiBBIIHOIICHHS

IIAPUHUA HHWKHBOI IICJENH 10 IIUPUHU BEPXHBOI IIEJTCNH MOXKE JOIMOMOITH
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BUSIBUTH 111 1B1 aHOMaii [21]. 3a HassBHOCT1 OOTSEHOTO CIMEHHOTO aHaMHe3y a0
MIPH I11/103p1 Ha aHOMAJTIF0 MOKHA ITPOBECTH BUMIPIOBAHHS CTPYKTYP ILI0/1a, TAKUX
SK JOBXXMHA HOCOBOI KICTKH, JOBKMHA BYIITHOI PAaKOBWUHH, JOBKHHA BEPXHBOT

IeJIeNH, OYHUM Ta MIKOYHHM JT1aMeTp.

Pucynoxk 2.5 IInio y cepeonvomy mpumecmpi 3 niackum HOCOM.
Cepeonvocazimanvruii 6uensio 0oauuys niooa noxkasye niackuil (cmpinka) nic (N).
TpuBumipHe  ab0  YOTHPUBHMIPHE  YyIBTPAa3BYKOBE  JIOCIHIIXKEHHS.
Buxopuctanns tpuBuMipHoro (3D) yiabTpa3ByKy, BKIIOYAIOYM Bi3yasi3alliio
MOBEPXHi, 0araToOTUIONIMHHI Ta ©0araTto3pizoBi 300paKEeHHS, JO3BOJISIE TOYHO
OLIIHUTH P13H1 YEPEMHO-JIHUIIBOBI CTPYKTYPH Ta IX aHOMaIii, BKIIFOYAI0YH PO3UIUIHHY
nigHeO1HHATA KpaHiocuHOCTO3 [16,18]. 300paskeHHsS MOXKYTh OyTH KOPUCHUMH JIJIS
KoHCybTyBaHHs (Puc. 2.6). BukopuctanHs TPUBHMIPHOTO YJIBTPa3BYKy MOXKE
JIOTIOMOI'TH TM(EepEeHIIII0BaTH 3aKpUTI IBU BiJl BIAKPpUTUX [22]. YOTUPUBUMIPHUI
yIBTPA3BYK MOXXHA BUKOPUCTOBYBATU ISl OIiHKHM MiMikH [23]. Xoua skicHi 3D-
300pakeHHs 00JIMYYsI TJ10/1a BPaXKalOTh BariTHUX KIHOK, BUKOpucTanHus 3D Y3/ ne
3MEHIIy€ MaTepUHCHKY TpuBOTY [24]. Brus 3D/4D ynbTpa3ByKy Ha 3B'130K Matepi
Ta IJIOy MOXKE OYyTH CHUJIBHIIIMM, HDK 2D ynpTpa3ByKy, Ipu Kpamiomy CTYIIEHI

BUJIMMOCTI Ta posmizHaBaHHs [25]. Po3ainbHa 3aaTHicTh 3D Y31 oOMexeHa, Koiu
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IUTLJT IPUJISITAE IO CTIHKK MaTKH abo MiianeHTH, a00 KOJIM 3MEHIIY€EThCS KUTbKICTh

HABKOJIOIUIITHHUX BOJIL.

Pucynoxk 2.7 [Inio y cepeonvomy mpumecmpi 3 cepeOunnoro posweruroio 2you. Ha
MPUBUMIDHOMY NOBEPXHEBOMY 300PANHCEHHI 00IUUYS NII00A BUOHO YUETUHY
(cmpinka) na cepeoHiui ninii 6epxuboi 2you (L).

Conorpadis nepmoro tpumectpy. Mix 11 1 13+6 TwxHSIMU BariTHOCTI
ISUOG pexomenaye BumiproBatu Oinapieranbauit piametp (BI1J]) Ta okpyXHICTB
roJiiBku (OI'), a TakOXk OLIIHIOBATH LIUTICHICTh Ta €XOT€HHICTh uepena [12]. MoxHa
cpoOyBaTH OILIHUTH OPOITH, MIXKOpOITalIbHI BifcTaHl, NMPodias 00IUYYs, ByXa,
HUTICHICT poTa 1 ry0 [12]. ¥V mepmoMy TpUMeECTpi CIOCTEPIraeTbes TMIIACKHIMA
npodins o0mmuus. OgHaKk JAesKl UYEepPeNHO-MIBOBI  aHOMAaNii, Takl K
KpPaHIOCUHOCTO3, HE MOXKYTh OyTH J1arHOCTOBaHI B MEPIIOMY TPUMECTPI, 1, TAKIM
YUHOM, CKaHyBaHHS aHOMAJIIi B CEepeAUHI TPUMECTPY 3aHINAETHCS CTAHAAPTOM

JUTST OLIIHKY @HATOMIYHHUX OCOOJIMBOCTEH IIIOAA.

2.2 i MeToau 1iarHOCTUKH

YaeTpaconorpadiudi 300pakeHHS JIESIKUX YEPEMHO-TUIBOBUX aHOMaJH
npointoctpoBani (puc. 2.1-2.7). Ilpu BUSBICHHI pPO3IIUIMHU TyOU Ba)KJIUBO
BH3HAYNTH, YU € BOHA OAHO- a00 JIBOOIYHOIO, UM CEPEAUHHOI0, UM € MIIJIMHA
IJIACTUHKA a00 aMHIOTUYHOI CTPIYKM, OCKUIBKM TMPOTHO3 1 CYIYTHI CTaHu

BiZpi3HstOTECA [26]. [loennana posmiinmHa TyOM Ta TiTHEOIHHS 3YCTPIYaEThCS
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YacTimie, HiK JIMIe po3niyinaa ryou [27], a moB's3aHi 3 HEIO MPOOJIEeMHU € OB
NOIIUPEHUMU [26]. 3aXBOpIOBaHHS, MOB'A3aH1 3 PO3MIUTUHOIO I'yOU, BIAPIZHAIOTHCS
MK OIHO-/TBOCTOPOHHBOIO Ta CEPEIWHHOIO PO3IIIIMHOIO TYOH, OCKUIBKH BOHU
MaloTh pi3He eMOployioriyHe moxokeHHs [28]. YV Toil yac sik moBHaA a00 4acTKOBa
BIJICYTHICTb 3pOIICHHS JBOX OIYHUX BEPXHBOIICJICITHUX BUCTYIIIB 3 Me1aJIbHUMHU
HOCOBMMH BUCTYIIaMHU 3 OJHOTO a00 000X OOKIB MPHU3BOAMUTH O OJHOCTOPOHHBOI
a00 JBOCTOPOHHBOI ITIJTMHU T'YOH 3 MiAHEOIHHAM a00 0€3 HhOT0, CepeIMHHA IiITMHA
ryOu CIpUYMHEHA HETIOBHUM 3JIUTTSIM JIBOX MEIIaIbHIX HOCOBUX BHCTYIIIB [28].

CepenunHa m1IMHA TyOM OCOOJIMBO YacTO AaCOLIIOETHCS 3  IHIIUMH
aHOMAJTISIMH, XPOMOCOMHHUMU MOPYIICHHSIMU Ta HECTIPUSTIMBUM PE3YIbTaTOM [26,
29]. Koci nuupoBi po3MIUIMHYA, CIPUYUHEH] aMHIOTUYHUMHU CTPIYKAMHM, 3a3BUYAil
MaloTh TSOKKHM miepedir [26]. [Ipu BUsIBICHH] YepEeHO-TUIILOBOT aHOMAa11 BaXKJIMBO
BUKOHATH JI€TaJbHE CKAHYBAHHS JJIA TMOIIYKY JIOAATKOBUX aHOMalliid, O0COOJIUBO
IHIIMX TMOTEHI[IHHO MPUXOBAaHUX BaJ PO3BUTKY O0JIMYYS, LIEHTPAJbHOI HEPBOBOI
CUCTEMHU, ceplid abo KiHIIBOK. bararo yepenHo-i1uiboBUX aHOMAaiH, BKIIOYAIOUU
PO3UIUIMHMA O00IMYYsl, MIKPOTHATIIO0, KPAHIOCHHOCTO3, TEp-/TIMOTEI0PU3M, MIKpO-
/aHoTanbpM, KaTapakTy, aHOT1K/MIKPOTIIO, ACOIIIOIOTHCS 3 PI3HUMU CUHIpPOMaMU
ta ctanamu [16]. 3araiom, 10% po3mieanH MaloTh XpOMOCOMHI aHoMmaii, a 27% -
NoB'sA3aH1 3 HUMU aHomadnii [26]. biusbko 15% KpaHIOCMHOCTO31B € CUHAPOMHUMU
[8,16]. Bununanus s3uka Moxe OyTu o3Hakow cuHjupomy bekpita-Bimemana a6o
cunapomy [layna [30].

MarniTHo-pe3oHaHcHa Tomorpadis (MPT) miona Moxke MONETIIUTH OLIHKY
M1 HEOTHHS, MIKPOTHATIi, YepermHUX IIBiB, TOJIOBHOTO MO3KY Ta 1HIIUX CTPYKTYD
mwiona [16,34]. Ilpu migo3pi Ha CXBI' moxe O0ytu xopucHoro MPT rosioBHOTro
MO3KY IUIO/a, ajié HOPMaJIbHHMHA pe3yJbTaT He BHKIo4Yae mgiarHo3 [35]. Ilpum
BUSIBJIICHHI KaTapaKTH U101, MIKpO-/aHo(TanbpMii a0o Mikporedarii y MaTepi MoxKe
OyTh B34Ta KpOB /i1 CKPUHIHTY Ha BpOIKEHI 1HQEKIl, BKIIOYAIYH
IIUTOMETATIOBIPYC, KPACHYXY, TOKCOIIJIa3MO3 1 BITpsiHY Biciy [36]. V 30HaX pu3uKy
MOXJIMBa HasBHICTH Bipycy 3ika [37]. OCKUIbKH AesKl po3jiaid € CIMEHHUMH,

BAXKJIMBO 310paTu CiMEeHMI aHamHe3. 3'sCyBaHHS BIUIMBY JESKHUX JIKIB, TAKUX K
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BaJILIIPOEBA KHCIIOTa, BapdapuH ald0 TajioMiJl, MOXE€ BHUSBUTH NPUUUHY
CIUIOLIEHOT0 HOca ab0 pO3IIIIMH Ha oOiuyyi. BrimB ankorono, B)KWBaHHS
HApKOTHKIB 200 TIOTIOHOMAJIHHS TaKOK MAalOTh 3HAUCHHS.

[HBa3MBHA TpeHaTallbHA J1arHOCTHUKA, BKIIOYalOuM 3a0ip 3pa3KiB BOPCUH
XopioHa a00 aMHIOIIEHTEe3, MOKe OyTH pO3TJsiHyTa I KapioTUIyBaHHs, a0o,
KpaIie, XpOMOCOMHOTO Mikpounmy, abo (iyopeciieHTHOT TriOpmam3arii in situ
(FISH), 3anexHo Bix cuTyarlii. barato anomaiit 00Ju44si, BKJIIOYAIOUW CEPEIUHHY
HIUIMHY TYOH, Tinep-/TinoTel0pu3M, MiKpo-/aHo(TaabMilo, KaTapakTy, MOB'I3aH1 3
XPOMOCOMHHMH aHOMATisIMH, B TOMY WYHCII TONIUPCHAMH Ta aTHUIIOBUMHU.
Hampuknazn, rineprenopusMm mnoB'sizanuii 3 geneuiero 4p (cunapom Bombda-
XipiixopHa) abo terpacomiero 12p (cunapom Iammicrepa-Kimniana). [Ipenaransna
JIarHOCTUKA KPaHIOCMHOCTO3Y 3aJIeKUTh BiJl PE3YyJIbTATIB  YJIbTPa3ByKOBOTO
JTOCITIJIKEHHS YePEMHO-TUI[OBUX aHOMAJTIH Ta MOJIEKYJIIPHOTO aHaJI3y MPH JESIKUX
CUHApOMax, Takux sk cunapomu Amnepra, Kpyszona, Ildaiipdepa, Ixexcona-
Beticca Ta Cetpe-XoTIieHa, KoM ciMelHMi aHaMHe3 € iHdpopMmaTuBHEM [38-40].
Myranii FGFR2 acomuitorotecst 3 cunapomoMm Amepta. [Ipu Bucokiit mimo3pi Ha
cungpom CHARGE monekynapuuii ananiz CHD7 moxe OyTH BUKOpUCTaHUM ISl
MiATBEpDKeHHS miarHo3y [35]. HemopaBHO cTajlo MOXKJIWMBHM HEIHBAa3HBHE
npeHatanbHe TectyBaHHsS (NIPT) wmikpoaenemiit/MikKpoayIuliKaii — IUIIXOM
cexkBeHyBaHHs Oe3kiiTuHHOT JJHK y Matepunchkiit kpoBi [41], ane 4yTiamMBICTh Ta

4acTOTa XMOHOMO3UTUBHUX PE3YJIbTATIB MOTPEOYIOTH MOAATBIIIOT0 BUBUCHHS.

2.3 IIporxo3u Ta JiKyBaHHA

[IporHo3 1 JiKyBaHHS 3ajJ€XaTh BiA THUIY 1 TSKKOCTI YEpEmHO-JTUILOBUX
aHOMaJIii, acoIlifioBaHMX aHOMAJIM 1 Oyab-SKOTO OCHOBHOTO 3aXBOpIOBaHHS a0o0
XpoMocoMHOi aHomanii [29,35]. Skmio mporHo3 HECTHPUSATINBUN, K y BUIAIKY
MHOKMHHUX aHOMallii ab0 TOB'SI3aHUX 3 HHUMU aHEYIUIOiNid, Moxe OyTH
3aMpONOHOBAHUM BapiaHT MepepUBaHHS BariTHOCTI 3aJIEKHO BiJl TEPMIHY BariTHOCTI
Ta MICIIEBUX TMpaBuj. 3 1HIIOT0 OOKY, MPOJOBKEHHS BariTHOCTI 3 MPEHATATLHUM

KOHCYJIbTYBaHHSIM € JIOUUIBHUM IIPW JIETKIM Ta 130JIbOBaHIM aHOMaJii, Takid sK
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po3mniiymmaa ryou. [3ompoBana makporedanis (3 remoriobinom Ha 2-3 SD Buie
CEepPEAHBOTO JIJIs TeCTAIIHHOTO BIKY), nodixouedanis ado Opaxinedanris 3a3Buyaii
aCOINIOETHCS 3 HOpMaTbHUM pe3yibTaToM [40, 42]. KoHcynpTyBaHHS 0aTBKIB TIpH
migo3pi Ha KPaHIOCMHOCTO3 € HEMNpPOCTUM 1 TMOBHHHO PO3MOYMHATUCA 3
obepexHicTIO. KpaHIOCHHOCTO3  acCOIIOEThCS 31 30UIBIIEHHAM  YacTOTH
HE3aIIAaHOBAHUX KECapeBUX PO3PO/KEHb, IOJIOTOBUX TpPaBM, MEPHHATAIBHUX
YCKJIaJIHEHb Ta OOCTpYyKIii auxadbHuX HULaxiB [43]. Pusuk peummuBy Pusuk
perMANBY  3aJCKHTh  BiJl TOYHOTO  JiarHO3y. [307p0BaHa  PO3IMIUIMHA
ryou/migHe0iHHs a00 TUIbKK PO3LIIIMHA MiTHEOIHHS MArOTh MiJABUIICHUNA PU3HUK
peuuauBy. bBinbmiicTe  130JIbOBAaHMX  BUMAAKIB  KPAaHIOCHHOCTO3Y  MaloTh
OaratodaktopHe abo cropaauuHe ycnaakyBaHHs [8]. IlommupeHi cuHapomMu
KpaHIOCHHOCTO3Y, Taki Ak cuHiapomu Kpysona, Amnepra ta I[ldaiibdepa, €
ayTOCOMHO-JOMIHAHTHUMHU  3aXBOPIOBAHHSAMHM, aj€ OUIBIIICTD 3 HHUX €
CIIOPAJIMYHUMU 1 BUHUKAIOTh BHACI1 0K MyTalii de novo. Cunapowm I1'epa PoGeHa -

ICc ayTOCOMHO-PCUCCUBHC 3aXBOPIOBAHHA].
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BUCHOBKH

[IpenatanpbHa MiarHOCTUKA YEPEMHO-TUIILOBUX AaHOMAJINA MPEACTABIIIE
co00I0 CKJIAIHUM METUYHUN BUKIIMK, OCOOJIMBO B MEPIIOMY TPUMECTP1 BariTHOCTI.
BukopucTaHHS CHUCTEMAaTHYHOTO TMIAXOMy A0 OOCTEKEHHS uepema Ta OO0JIddds
IJI0/1a € KJIIOYOBHUM I MiABUIICHHS €()EKTUBHOCTI BUSIBJICHHS TaKMX aHOMAiH.
30Kkpema, 3 paHHBOTO €TaIy BariTHOCTI BaXJIMBO 3BEPTATH yBary Ha He3BUYANHICTh
CTPYKTYpPH Uepena Ta 00Imdds TUI0/1a, 10 MOYKe BKa3yBaTH Ha HasBHICTh aHOMAJTIi.

[Ipu BusBIEHHI OyAb-SIKHX aHOMAaJiil BaXKJIMBO MPOBECTH JETalbHE
CKaHyBaHHS Il BU3HAUEHHS IXHBOI TSDKKOCTI Ta TIOMIYKY JOJATKOBUX Baj
po3BUTKY. B 11bOMy KOHTEKCTI BUKOpUCTaHHS 3D/4D ynbTpa3ByKy BHSBISETHCS
KOPHCHMM IHCTPYMEHTOM ISl OINHKH PO3IIUIMH TiAHEOIHHS Ta BHUSBJICHHS
KpaHiocuHocTo3y. Takoxx MPT mmoma moxke OyTw €(pEeKTMBHUM METOAOM IS
JIETAIbHOI OI[IHKM T1HEOIHHS, MIKPOTHATIi, YEePEIHUX IIBiB, TOJIOBHOT'O MO3KY Ta
IHIIUX CTPYKTYP, IO MOXKYTh OyTH MOPYIIIEHI.

JUIsl BUKJTIOYEHHSI XPOMOCOMHHUX aHOMaJliii MOKe OyTH MOKa3aHa 1HBa3WBHA
IpeHaTallbHa JiarHocTuka. Lle BKiIroyae aMHIOIEHTE3, XOPIOHOBY O10TICIIO Ta 1HIII
METO/H, SKi JO3BOJISIOTH OTPUMATH 3pa3KH IUIOJAO0BOI TKAHWHU JIJII TE€HETUYHOTO
aHamizy.

VY Bumagkax, KOJu CIMEHMHHN aHaMHE3 MOXKe HajaTh iH(OpMaIliio Mpo
CHAJKOBICTh TIEBHOTO CHHIPOMY, MOJIEKYJSIPHUN TEHETUYHUN aHall3 CTae
BOKJIMBUM 1HCTPYMEHTOM. Lle 103BOJIsSiE TOYHO BU3HAYUTH HASIBHICTH TEHETHUYHUX
3MiH, 1110 MOKYTh OyTH IPUYHUHOI aHOMAIIN PO3BUTKY OO0IMYYS Ta Yeperna MI0/a.

Takum YMHOM, KOMILIEKCHUM MIAX11 J0 PEHATAIbHOI 11arHOCTUKU YE€PEITHO-
JUIBOBUX aHOMaiii BKJIIOYaEe B ceOC BHKOPUCTAHHS PI3HOMAHITHHUX METOIB
00pa3oTBOPUOI I1arHOCTUKH, IHBA3UBHUX MIPOLIEAYP Ta MOJIEKYJIIPHOTO aHATI3Y, 110
B CYKYITHOCTI CIIPSIMOBaHI Ha MaKCUMAaJIbHO TOYHE Ta PAHHE BUSBIICHHS MOPYIICHb

PO3BUTKY.
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