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OETAJTbHUN MIKPOXUMEPH3M
TA ITPEHATAJIbHA JIATHOCTUKA
CITAOJKOBMX 3AXBOPIOBAHD

NPeHaTanbHoI JiarHoCTnku XpOMOCOMHUX abepayii rninogy.

[py BUABIEHHI Nif03PY HA AHOMATiK PO3BUTKY N7104Y BUHUKAE NOTPEOA Yy FEHETUYHIN JiarHOCTULI, KA nepenoaqae 3acTocyBaHHs iHBA3BHNX
METOZIB, Takux SIK KapioTniyBaHHs KIITUH 3 aMHIOTNYHOI PIAVHYM, BOPCUH XOPIOHa 460 KOPAOBOI KPOBI. Ha CborogHILLHI ieHb JoCHigHUKaMU
PO3POOIAETLCA PAA NIAXOHIB, O MOXYTb 3aMiHUTY IHBA3NBHY JiarHOCTUKY. Ornisig NpuCBAYeHUI ABULLY GHETanbHOro MIKpOXUMEPU3MY, 30-
Kpema npobriemam [geHTUIKaLii Ta BUZINEHHS 3 KPOBI MATePi GheTasibHUX KIITUH, IKI MOXYTb BUCTYNaTy 06’ €KTOM aHasni3y /i HeiHBa3nBHOI

KJTHOY0BI CJ10BA: BariTHiCTb, (heTanbHNIA MiKDOXUMEPU3M, XDOMOCOMHI abepaLii, npeHatanbHa reHeTYHa giarHocTmka.

J

MeToan npeHatanbHOi AiarHOCTUKW NaToNOrii NNOAY HA CbOrOAHiLL-
HiN OeHb CKNajalTbCA 3 HeiHBA3MBHMX Ta iHBA3WBHMX nigxogis. Lopo-
[OBUIA CKPUHIHT BKIKOYAE B Ce6e YNbTPA3BYKOBUIA aHaMi3 Ta HeiHBa3WBHi
TECTW, L0 NMPOBOAATLCA [N BU3HAYEHHS pe3yc-hakTopy nnofy, ioro
CTari TOL0, JOCNIAKYH4M BEHO3HY KPOB MaTepi. IHBa3uBHi LOCMILKEHHA
6a3yl0TbCA Ha aHani3i KNiTUH N0y MeTOAOM KapioTunyBaHHA. [Ans ae-
TeKLUii reHeTUYHUX 3MiH aHani3ylTb 6ionTaT XOpioHa Nno4y, aMHIOTUYHY
PiAMHY, NYNOBUHHY KPOB, NpoLieypa OTPUMAHHSA SKUX MOXKe NpU3BOAN-
TN [0 YCKNagHeHb nepe6iry BaritTHOCTi abo nepeayacHux nosoris [1-4].
Cepen nmigxoAis, WO MOXYTb 3aMiHUTW iHBA3WBHY AiarHOCTUKY naTonorii
nnoAy, 3aCTOCOBYIOTb iIMYHO(HEHOTUMIYHUIA TA FEHETUYHUIA CKPUHIHT (he-
TalbHUX KNITUH (PK), BUAINEHUX 3 KPOBI BariTHOI.

HasBHicTb ®K y KpoBi MaTepi nos’a3aHa 3 ABULLEM TPAHCMALEH-
TapHOi TpaHCMY3ii — ABOHANPABIIEHOrO PYXY KMITUH MidXX MATIp’to Ta Nno-
JIOM NPOTArOM BariTHOCTI. SIK mokasanu aocnimkeHHs, ®K noynHawoTb
MirpyBartu 4o KpOBi Matepi Npubn3HoO Mo 3aKiHYeHHIO Me3061aCTUYHOIO
eTany remMonoesy y »KOBTKOBOMY MilKy [5]. 3aaTHi §o mirpauii B opra-
Hi3M Martepi KNiTUHU NOYMHAITL (POPMYBATUCA Y XKOBTKOBOMY MilLIKY
BXe Ha 4-My TWXHi rectauii npn HopmanbHoOMy nepeo6iry BaritTHocTi. Ane
[0 5-r0 TWXKHA recTauii, a came [0 MoYatky cepuebutTs nnoay,
OK e He NOTPaNNAOTbL A0 KPOBi Matepi [6]. MpvKMBIIEHI KNiTUHYM NNI0-
[y CKNagaioTb MiHOPHY MOMyMsLil0 B OpraHiami BariTHoi. ix BincoTkose
CNiBBIAHOLIEHHS BapitOE NPOTATOM recTaliiHoro nepiogy B 3anexHocCTi
Bifl TpumecTpy BaritHocTi [7-9]. Kinbkictb ®K y KpoBi matepi no4nHae
306iMbLUYBATUCh BXE Y NepLUIOMY TPUMECTPI, 3pPOCTAE 3 KOXXHUM TUKHEM
BAriTHOCTI i Pi3KO nagae nicns HapomKeHHA antuHu [10-12].

Pesynbratom TpaHcnnaueHTapHoi TpaHCMY3ii € SABULLE MIKpOXU-
mepuamy (Mx), WO xapakTepusyeTbes NPUXUBNEHHSM OK B opraHismi
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matepi ((heTanbHWU MIKpOXMMEPU3M) Ta MaTEPUHCLKUX — B Tini nnogy
(MaTepuHCbKNIA MiKpoxumepuam). Taki KNiTUHW 30aTHI [0 CriBiCHYBaHHA
B O[JHOMY OpraHi3Mi, X04a € reHeTU4HO Pi3HOpPigHUMK. [Tonynauia KNiTUH,
3[aTHUX A0 Mirpaujii Ta NPWXMBEHHS, € FTeTEPOrEHHO — BOHU EKCNPecy-
t0Tb PISBHOMaHITHI MapKepy Ta OTPUMANN HA3BY «MiKPOXUMEPHI KNITUHU»
(MC — microchimeric cells) Ta/abo NpOreHiTOpHi KNiTMHKM, acoujiioBaHi
3 BariTHicTio (PAPC — Pregnancy-associated progenitor cells) [13-16].
deuuie detanbHoro Mx — ue (isionorivHnii npouec, IKMA NiaTeepa-
XKEHW y nnaueHTapHux ccasuis [17]. MpucyTHicte ®K nnogy y Kposi
matepi MiJ 4ac BariTHOCTIi MOXe BiflirpaBaTn BaX/MBY NPUKNALHY POSib
y NpeHaTanbHii giarHocTuui aneynnoigii. A nig6ip cenekTUBHUX KNIiTUH-
HUX Ta MOJIEKYNAPHO-TeHeTUYHUX MapkepiB OK HiBentoe HeobXigHiCTb
y CTaHAApPTHii iHBa3MBHii giarHocTuui. OaHaK mpu BariTHOCTI, WO Npo-
X0AuTb 6€3 YCKNaaHeHb, KinbkocTi ®K y KpoBi MaTepi HeAoCTaTHLO ANs
TEHETUYHOT0 CKPUMHIHTY. MU BUHWKHEHHI Nifo3pu Ha CNagKoBy NaTono-
rir0 MPOAOBXYIOTb BUKOPUCTOBYBATM iHBa3WBHI nigxoaw [18]. Tomy nu-
TaHHA OTPUMAHHSA LOCTaTHLOI KinbKocTi ®K 3 BEHO3HOI KPOBi MaTtepi Ans
FEHETUYHOMO CKPUHIHTY HA CbOrOAHILUHIRA [eHb 3annWaeTbCs BiAKPUTUM
Ta AUCKYCiAHMM. pu LbOMY HOBI MeTOAM iAeHTUIKaLii Ta BUAINEHH:
@K MOXyTb 03BONUTI BUKOPUCTOBYBATU iX TAKOX B AIKOCTI anbTepHa-
TUBHOIO [Kepesia CTOBOYPOBUX KNITUH Y pereHepaTuBHii MeguLmHi.
Kputepiamu ana suéopy ®K y BeHO3Hiil KpoBi MaTepi B AKOCTi 06’€KTiB
QNS HeiHBAa3WBHOI [iarHOCTUKM MatoTb 6YT: TPUBANICTb IXHBOIO XXMUTTS; Bid-
CYTHICTb 260 06MeXeHa 3aTHICTb [0 nponichepayii; HasBHICTb Cneumniy-
HWUX MapKepiB, L0 eKCrpecyoTbes Ha nosepxHi OK i He ekcnpecyoTbes Ha
MaTepUHCLKMX KNITUHAX; NOsABA LAHOr0 TUNY KITITUH NPW KOXHIiA BariTHOCTI;
[0CTaTHS KiNbKiCTb KNITUH HA paHHiX cTagisax rectaii a60 po3po6ka MeToAiB
NiABMLLEHHS X KOHLEHTpaLii, B TOMY Y1CAi MOXIIUBICTb KyNbTUBYBaHHS [19].



AHaniz @K Ha paHHii cTagii BariTHOCTi Mae rpyHTyBaTUCb Ha 4yT-
NNBMX, €(DEKTUBHUX Ta LOCTYMHMX eKCrpec-mMeTofax. Ha cborofHillHii
JleHb MEeTOAM AKICHOI Ta KinbkicHOi ifneHTUdikauii ®K y Kposi BariTHOI
6a3yl0TbCA Ha IMYHO(EHOTMNYBAHHI Ta BUKOPUCTAHHI MONEKYNAPHO-re-
HETUYHNUX Mapkepis. Ceper OCHOBHUX METOAIB, L0 AO03BONAKTL AETEK-
TyBaTW Ta BULINATU MiHOPHY nonynauito OK 3 KpoBi Matepi, € NPOTOYHA
uutometpis (FACS — fluorescence-activated cell sorting) [20-23], marHit-
Huit coptuHr knitun (MACS — magnetic-activated cell sorting) [22, 24,
25], dnyopecueHTHa ribpuansadisa in-situ (FISH — fluorescence in situ
hybridization) [24-29], imyHouuTo- Ta rictoximia [21, 27, 28, 30], no-
nimepasHa naHutorosa peakuis (PCR — polymerase chain reaction) [22,
27-29], MeTOAM XPOMOCOMHOr0 MiKPOMAaTPUYHOTO aHanidy Ha OCHO-
Bi HK-uinis [22-24, 26, 31] Ta cekBeHyBaHHA [32-36]. 3a AONOMOro
KOMOiHaLji BULLEe Ha3BaHMX NiAXOAIB LOCAILHUKN BUBYAIOTb Mirpadito ®K
K Ha monekynapromy (OHK), Tak i KniTMHHOMY piBHi.

OETAJIbHI KNITUHK - AIK MOTEHL|IIHI MAPKEPU
Y NPEHATANbHIN JQIATHOCTUL CMAKOBWX 3AXBOPHBAHD

byno nokasaHo, W0 y KpOBi martepi Mif 4ac BariTHOCTI LMPKymio-
t0Tb Taki Tunu OK: knituHu Tpochobnacty [37, 38], AfepHi epuTpoLMTH
(erythroblasts or NRBCs — nucleated red blood cell) [39], nimcdboumnTn
[40], cbetanbHi nporeHiTopHi KNiTuH [14-16, 41-43].

Knitunn tpogpobnacty. VY 1982 poui C. Goodfellow Tta P. Taylor
BrepLle BUAIMMAN KNITUHWU Tpodho6nacTy 3 KPOBi BariTHOI XiHKK, BW-
KOPMCTOBYHOYM Pi3Hi rpafieHTn winbHocTi [37]. Oco6nmea mopdponoris
KniTuH Tpodpobnacty A03BONSAE iAeHTUQIKyBaTU iX Nif MiKPOCKONOM,
BUKOPUCTOBYHOYM MeToau iMyHoumToximii. B po6oti Covone A. Ta iH.
B KPOBIi BariTHNX, NOYNHAIOYN 3 6-T0 TWXKHA recTalii, MeToLOM NPOTOYHOT
uuTodonyopumeTpii 6yNno AeTEKTOBAHO KNiTUHM Tpogho6nacTy, BUKOPUC-
TOBYtO4M aHTUTINa H315 [0 cuHUMTIanbHUX KNiTud [44]. B noganbLumx
NOCNIMKEHHAX 6YB BUAINEHWIA nyn 6€3’aAepHUX KNITUH, L0, MOXIUBO,
NOXOAUTb Bifi CUHLMTIOTPOO6NACTY i BILHOCUTBCA A0 (heTaNibHUX Kni-
TvH. OfHaK pesynsTaTh cay3epH-6moT aHanidy (Southern transfer using
Y-specific probes) nokasanu, wo H315 aHTUreH TakoX MPUCYTHIA Ha
MOBEPXHi MATEPUHCBKUX NIMOLMTIB i He MOXe 6YTW BUKOPUCTAHWIA
B AKOCTI creumndivHoro mapkepa knitu nnogy [30].

[HWMMKU pocnigHMKamn 6yno nokasaHo, Wo KAiTuHu nnogy Ha 10-
21-My TWXHi recTauii maioTb BMUCOKY EKCMPECi0 FeHy TUMiAWUHKIHA3M
(TK), wo He € TMNOBMM [N KNiTUH 340POBOr0 JOPOCIIOr0 OpraHismy.
HatuBHi KniTHW TPOHO6NACTY, KNITUHW 3 aMHIOTUYHOI PiAUHN, (DeTanbHi
¢hibpobnacty Ta ibpobnacT JOPOCNOro OPraHiamy, a TakoX eTanbHy
KOPLOBY KPOB aHanidyBann Ha akTWUBHICTL TK B MOPIBHAHHI i3 3paskom
nepudepuyHoi KPoBi LOPOCNOro opraxiamy. HambinbLua akTUBHICTb pep-
MeHTy 6yna BusiBNieHa B KNiTUHAX TPOd061acTy, B TON Xe 4ac B 3pa3kax
nepudepuyHoi KpoBi BOHa 6yna BiaCyTHA. KinbKiCTb KNiTUH 3 BUCOKOHO
TUMIONHKIHA3HOW akTUBHiCTIO cknagana Big 30 go 60 Ha 30 MinbioHIB
ycix KnituH y 3pasky. To6To, AK nokasaHo y po6oti Hengstschlager M.
Ta iH., MeToA BUABNEHHSA TK-NO3UTUBHMX KNITUH MOXE BUKOPUCTOBYBA-
TMCh Ans aetekuii K [45]. OgHak npu nepebiry BariTHOCTI 6e3 naTonorin,
KNiTUHW TpohobnacTy JOCUTL PIAKO 3yCTPiHatOThCA Y KpoBi Matepi [46].
TakoX KniTuHu Tpoho6nacTy aHaTOMIYHO € CTPYKTYPHUMMN efleMeHTamMu
NNALEHTH, a NS BUABNEHHA (DETANbHIX XPOMOCOMHUX a6epaLliit BAXNNBO
aHanisyearty came martepian 3 TKaHWUH NNofy, a He nnaueHTn [47, 48].

loka3aHo, Lo CUHUUTIANbHI KNITUHW TPOdho6NACTY NPOTArOM BariT-
HOCTI 3 KPOB’t0 NEepeHOCATLCA L0 nereHb martepi, Ae nignsaraioTb anon-
T03y. ®etansHa [HK notpannse 3 nereHeBux Kaninapis B KpOB mMartepi
y surnagi ekaoreqHoi IHK (cffDNA — cell-free fetal-derived DNA) [49].
Ha cboroaHiwwHin aeHb cffDNA € 0oCUTb akTyanbHUM 06’ €KTOM, LU0 LWK-
POKO 3aCTOCOBYETLCA 151 NPEHATaNbHOI AiarHOCTUKN FEHETUYHUX aHO-
maninn nnogy [4, 18, 32, 35, 36, 50].

Apposmichi eputpoyuty. NpoTAroM nepLunx ABOX CTagiil reMonoesy
emMOpioHy (Me30651aCTUYHOIO Ta MEYiHKOBOM0) HA MEPLUNX OBOX TUMHSAX
BAriTHOCTI BifOYBAETLCA AKTMBHWIA €PUTPOMNOE3 Y XOBTKOBOMY MiLLKY,
a 3 M'AT0ro TWXHA rectauii — y nevinui nnogy [51]. 3 uboro BuniMBae,
L0 BXe Y NepLUIOMy TPUMECTPI BariTHOCTI 40 KPOBi MaTepi MOXYTb Haf-
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XOONUTW NEpeBaXKkHO AAEPHI epuTPOLMTH (heTanbHOro NoxomkeHHs. Lle
MonepeiHNKN 3PiNnX epuTPoOLMTIB, AKi e MICTATb Y co6i agpo. MpoTa-
rom nepiuux 10-20 TUXHIB BAriTHOCTI BMICT AlePHINX ePUTPOLIUTIB CKNa-
nae 10 % Big 3aranbHOi nonynauii KNITKH KPOBi Nnoay, B TOI 4ac Konu
y fopocnoro opradiamy carae nuwe 0,1 % [7-9].

[ins BUsABNEHHA sAepHUX eputpoumTia nnogy metogom FACS aHanisy
BUKOPUCTOBYBA/W aHTUTINIA NPOTU NOBEPXHEBUX AHTUIEHIB TPAHCHEPUHY
(CD71) Ta rnikocpopuHy A (GPA), a TaKoX BHYTPILLHLOKNITUHHI MapKepu,
TaKi K (heTanbHMin Ta eMOpioHanbHMIA remorno6in [52-55]. 3a nonepeg-
HIMU JOCHIMKEHHAMU NONYNALiS epuTPO6NacTiB MOXE CTaTh NOTEHLIN-
HUM 06’€KTOM /15 aHani3y Ta NPOBEEeHHS HeiHBa3WBHOI NpeHaTanbHOI
reHEeTUYHOI AiarHOCTUKMW NNoAY, WO 3aMiHUTb iHBA3WBHUIA aHaNi3 KNiTUH
3 aMHIOTUYHOI pignHK, XopioHa a6o KOpLOBOi KPOBI [56, 57].

BcTaHOBEHO, LLIO CTPOK XUTTS epuTpobnacTis cknagae 120 ai6, Bia-
MOBIZHO, Lie YHEMOX/TUBIIIOE NEPCUCTEHLI0 LaHWUX KNiTUH Y KPOBI MaTepi
3 ronepeHix BariTHOCTEN, Ha BiAMIHY Bif NiMOUMTIB DeTanbLHOro no-
XOKeHHs [58, 59]. pynoto gocnigHukis Choolani M. Ta iH. 6yB po3po-
6neHniA NPOTOKON BUiINEHHS DeTanbHUX epuTPOONAcTiB 3 KPOBi BariTHOI
XIiHKM Ha 8-13-My TwkHi rectauii. CopTyBaHHA AOEPHUX ePUTPOLUTIB
nnojy 3 MaTepuHcbKOi KpoBi npoBogunu metogom MACS, BUKOpMCTO-
BYHOYM NMaHenb aHTuTin npotn GPA, CD47, CD45, CD35, CD36, CD71.
Pesynbratn gocnimkeHb nokasanu Hu3bky ekcnpecito CD71 Ha noBepx-
Hi @K B NOPIBHAHHI 3 epuTpOLMTaMK AOPOCNOro opraHiamy [60], xo4a
B JOCMiIKEHHAX iHLIMX aBTOPIB B AKOCTi MapKepa sAepHUX epuUTPOLUTIB
nnogy sukopuctosysascs came CD71 [61-63]. Kpim Toro, 6yno nokasaHo
HU3bKY 4yTnuBicTb MeToAiB FISH ta MACS, po3pobneHux B nonepeaHix
eKCMNepuMeHTax iHWUMKU po6o4MMK rpynamu, Ans BULINIEHHA epUTpO-
6nacTiB nNNofy 3 BEHO3HOI KpOBi Matepi [64].

@eranbHi nimghoynty. OeTanbHi nimdoumuTn Bnepe 6ynu onuca-
Hi rpynoto gocnigHukis Ha Yoni 3 Walknowska J. y 1969 poui [65]. Ons
BUABJIEHHA DK HUMK BYNO NPOBEAEHO LNUTONOTiYHE LOCNIMKEHHSA HA Ha-
IBHICTb Y-XPOMOCOMW B KNiTUHAX KPOBi 3[40POBUX BAriTHUX XiHOK, LU0
Manu nnig 4onosidoi crarti. IHWi gocnigHukn, BukopuctoBytodn FACS-
aHanis, nposoaunu coptyaHHa OK 3 KpoBi MaTepi, BUKOPUCTOBYHOHM aH-
TUTINa A0 NoACbKOro nimcpoumtapHoro aHTureHy HLA-A2, 1o ekcnpecy-
€TbCA NINLLE HA NOBEPXHi heTanbHUX NiMGOLUTIB | HE eKCNPECYETHCA Ha
nimdpouutax marepi [20, 66]. JaHuit meTog noTpebye nonepeaHsoro HLA
TUNYBaHHs 060X 6ATbKIB, @ TAKOX YYTNNBUX MapKepiB Ans ifeHTudikawii
nimcounTi NNOAY Cepen MaTepPUHCLKNUX KNiTUH. KpiM TOro, aHanisyoun
(hetanbHi nimdpouuTn, Tpeba 6pati 40 yBaru nonepegHi icTopii BariTHoc-
Ti XiHKU — B pe3ynbTarti Mikpoxumepuamy PAPC- KNiTUHN MOXYTb Npu-
XKUTUCS B OPraHiami matepi LLe 3 nonepeaHix BariTHocTel [42].

@ertanbHi nporeHiTopHi KiTuHy. Bigomo, 1o deTanbHi reMonoeTuyHi
cToBOYpOBI (I'CK), MynbTUNOTEHTHI ME3EH3XiManbHi CTPOMANTbHI KIITUHK
(MMCK) [41] Ta enpoTenianbHi NPOreHiTOPHI KNITUHK [25] LMPKYNIOOTL
Y KpOBi MaTepi NpoTArom BaritTHOCTI. [JoCNigHUKM NpunycKaTb, Wwo OK
noTpannsTb y KPOB MaTepi Le A0 hopMyBaHHS nnaueHTu [67]. 3a pe-
3ynbTatamn LOCNiLKeHb, 0TPUMAHNX HAa MOZENAX TBApuH [68], nporeHi-
TOpHi ®K HacensoTb KPOB MaTepi Ha paHHiil cTagii po3BMTKY Nnogy nicns
iMnaHTawii i MalTb 34ATHICTb [0 MYNLTUAIHINHOTO AMCepeHLitoBaHHS
[69]. NpunyckatoTe, wo OK nposBnsa0TL CBil penapaTuBHUn NOTeHLian
B MiCLAIX MOLIKOMKEHHA TKAHUMHW B OpraHiami maTepi nif 4ac BariTHOCTI
Ta nicns HapomKeHHs [28, 43, 69-73].

Ha mopeni BariTHMX MuLen 3 iHAYKOBAHOK pPeakLied KOHTaKTHOI
rinep4yTnuUBOCT 6yN0 NPOLEMOHCTPOBAHO MirpaLito nporeHitopHux ®K
B MiCLSl NOLLKOKEHHSA TKAHWHW BariTHOI TBApUHW. Monynauis KNiTuH Big-
nosigana cpeHotuny CD31-no3uTMBHUX €HAOTENiANbHAX NPOreHiTopis,
L0 BKPUBANN BHYTPILUHIO CTIHKY KDOBOHOCHMX CyAMH matepi. To6TO Ha
MOJESIbHUX TBapUHAX MOKAa3aHo, L0 HEOAHrioreHes nif 4ac BariTHOCTI
MO>XXe 4aCTKOBO NPOXOANTY i 32 yHacTi heTanbHUX eHAoTenianbHUX npo-
reHitopis [72].

[HWi pocnimkeHHs 6ynu NpoBeAeHi Ha MULLMHUX MOAENSX 3 MOLIKO-
IDKEHHAM LLKIpY Ta CMUHHOMO MO3KY Mifl 4ac BariTHOCTI, NPOAEMOHCTPY-
BaBLUM NiABMLLEHHS KinbkocTi MK nuwe B MicusX MOLIKOMKEHHS Bifgmno-
BiJHUX TKaHWH, B MOPIBHAHHI 3 KOHTPONbHUMM TBapUHamu. OopMyBaHHA
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KPOBOHOCHUX CYOWH CMOCTEPiranu HaBKONO MiCLb YPaXEHHS, LIO BKa-
3y€ Ha penapaTuBHUiA noTeHuian ®K. 3 uboro BunnMBae, WO fpuiie Mx
Moxe 6yTu NOB’A3aHO 3 MiABULLEHHAM nponicepadii ®K B opraHismi
peuunieHTa, a He nuwe ix Mirpadieto [74]. 3okpema, Nicns ypaxeHHs
NeYiHKN Ta HUPKKM KNITUHW NNOAY 3AaTHI Mirpyeatn 4o LEHTPIB ypaXkeHb
Ta TPaHC(OPMyBATUCL Y renaTouuTi Ta Ty6ynspHi KnituHu [69], npu
MOLLKOMKEHHI MioKapay — B eHAOTENioUNTH, rMaakoM’a30Bi KNiTUHN Ta
Kapaiomioumntn [71].

B nOCnimKeHHsX Ha NOAAX OnepaTuBHE BTPYYAHHS Y BariTHMX, AKi
HAPOKYBA/IN LLNAXOM KECapeBoro pO3TUHY, OLiHIOBANOCh B SKOCTi MO-
Jeni NOLKOMKEHHA TKaHWHK. TPUCYTHICTb KepaTUHOLWTIB (heTanbHOro
MOXOMKEHHS, L0 eKCNPeCyBasn LIMTOKEPATUH, B eNifepMmicCi LKIpK XiHKK
nicns Kecapesoro po3TuHy 6yno niaTBepaxeHo metogamu FISH Ta imy-
HoumToXiMmii. Kpim uuToKepaTuHy ®OK KniTUHW ekcnpecyBanu TpaHcgop-
myto4min chaktop pocty TGF-B (transforming growth factor beta), a Takox
konareH | Ta lll Tunis, 40 MOXE BKa3yBaTy Ha y4acTb KNiTUH NIoAY Y pe-
napawii TkaHuHu matepi. Mpu ubomy OK 6ynu BifiCYTHI B TKAHUHAX Nepes-
HbOI YePEBHOI CTIHKM Y XIHOK, IKi HAPOAWUAN NPUPOLHIM LUNAXOM [28].

B iHWwMX pocnigpkeHHax ang getekuii ®K 3 BeHO3HOI KpoBi Matepi
BukopucToByBanu metos MACS Ta naHenb aHTUTIN NPOTW aHTUTEHIB
CD34, CD105, CD141 1a CD146. Ha aHanis 6panu 3pasku KpoBi XiHOK
Ha 11-13-My TWXKHAX recTauii, Lo mManu nepLuy BariTHICTb, a NNIA Y HUX
6yB 4onosivoi crati. Cepea Y-NO3UTUBHMX KNITUH BUSIBIGHO NONYNALil0
KNITWH, AKi Hecnn Ha co6i OfHOYACHO MapkKepw KniTMH Tpodpobnacty
(umtokepatuH) Ta CD105. Mopanblui AOCNIMKEHHS NOKa3anu, WO aHTK-
Tina no CD141 TakoX MarTb BUCOKY cneumndivHicTs go ®K nnoay [25,
26]. Knituuu Tpochobnacty 3 deHotunom CD105 ta CD141 BigHoCATb
[0 Nigrpynu eHAoBackynapHux. ®eTanbHi eHA0BACKYNAPHI KNITUHM TPO-
(hobnacty mirpytoTb 40 Micus NPUKPINIEHHSA NNaLeHTH, A BOHK 3acens-
t0Tb apTepii i 3aMiLLyt0Tb MaTePUHCLKI eH0TeNiaNbHI KNITUHW HA PaHHIX
CTafisx BariTHOCTI, 3a6e3neyytoyn TpaHcnNaueHTapHy TPaHCHY3ilo MK
Martip’lo Ta nnoAom [75, 76]. OgHo4acHa ekcnpecisi eHaoTenianbHoOro Ta
BACKYNAPHUX MApKepiB Ha NOBEPXHi KNITUH CBIgYMTH NpPo Te, Wwo PK, ki
noxoAdTb 3 eKTOepMarnbHOro 3apoAK0OBOro NIMCTKA, aAanTyThCA Y HO-
BOMY BaCKynspHOMY MiKpOOTOY€EHHi B 0praHiami matepi [77]. KombiHauis
eKTOAepManbHOro (LMToKepaTuH) Ta MesogepmansHux (CD105 i CD141)
MapKepiB, L0 eKCMPecyTbCsA HA NOBEPXHi KNITUH TpoghobnacTy, Moxe
CTaTy NOTEHUINHUM HA6OPOM AN AeTekLii Ta BuaineHHs OK 3 KpoBi ma-
Tepi y npeHaTanbHiil AiarHoCTULi CNafikoBMX NATONOTiA NNOAY.

B po6orti Mikhail M. Ta iH. CD34* kniTuHn 6ynu BUAINEHi 3 BEHO3HOI
KPOBI XiHOK, fIKi 3a3Hanu XipypriyHoro nepepuBaHHs BariTHoCTi Ha 9-13-
My TWXKHSIX recTauii. 3a pesynbratamn gocnimkeHHs nonynsuis ®K mana
reTeporeHHWn xapakrep 3 (PeHOTUNOM CTOBOYPOBUX Ta NPOrEHITOPHUX
KNiTMH. OgHaK Us NONynaLia TakoX MictTuna nyn KNiTWH 3 aare3uBHUMU
BNACTMBOCTAMM, LLO NOTEHLIAHO MOXYTb [aBaTh NOYATOK Pi3HUM TKaHU-
Ham marepi B neviHui, cepui, NiALWIYHKOBIM 3an03i Ta KNiTMHaM eHpoTe-
nito [13, 78].

pynoto pocnigHukie Parant Q. Ta iH. 6ynu B3ATi Ha aHani3 3pasku
3 MiDKBOPCMHYATOr0 MpOCTOPY XOPiOHA NPW HAPOKEHHI OUTUHU npu-
POJHIM LINIIXOM Ta MPKU KecapeBoMy po3TuHi. binbwicte CD34* kniTuH
B GionTati Manu petanbHe NOXOMKeHHS. KpiM TOro, KNiTUHW, WO Manu
theHotun CD34* ogHo4acHO Hecnn Ha cobi mapkep CD31 Ta He ekcnpecy-
Banu CD117, CD133, wwo BKa3ye Ha ix eHaoTenianbHe, a He reMOMNoOeTUYHE
noxoxeHHs [79]. OaHak, Ak nokasaHo y po6oTi Bianchi D. Ta iH., KNiTUHY
nnogy 3 peHotunom CD34+*CD38* 6ynu AeTeKTOBaHI cepes MOHOHYKnea-
piB KpOBi MaTepi 6inbLue HixX Yyepe3 20 pokis nicnsa nonorie [42]. 3 uboro
BunnuBae, wo CD34+ OK 3naTHi 3acensaTn opraHiam martepi 3 nonepef-
HiX BariTHOCTe, TOMY He MOXYTb 6YTU 3pY4HUM KAiHIYHO 3HAYUMUM
06’€KTOM 419 NpeHaTaNbHOl reHeTUYHOT AiarHocTukm [80].

®etanbHi MMCK 6ynu BMsBNEHi y BEHO3Hilt KPOBI MaTepi rpynoto
nocnigHukis 0’'Donoghue K. Ta iH. BCTaHOBMEHO, WO MOHOHYKNeapw,
BUZINEHI 3 NepuchepuyHoi KPoBi BariTHOT y nepiomy Tpumectpi (7-13-i
TWXHI recTauii), He eKCnpecytoTb Ha cBOili noBepxHi CD45 Ta rnikoopuH
A. 3a pesynbratamu npoToyHoi uutometpii ®K manu deHotun CD45
CD14-CD11a-CD49b-SH2*SH3*Vimentin*CD29+*CD49e*CD106* Ta HLA-II
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[74]. Me3eHximanbHe NOXOMKEHHS KNITUH 6YN0 NiaTBEPAKEHO nojanb-
LIMM iX KyNbTUBYBAHHAM Ta HaNpasfieHUM OUEPEeHLIilOBaHHAM in vitro
B OCTEOreHHOMY Ta afunoreHHOMY HanpsMKax.

Ha cborogHi dpetanbHi MMCK, oTpumani 3 KpoBi matepi y nepLiomy
TPUMECTPI BAriTHOCTI, AesKi AOCNIAHWUKN PO3INALAOTL B AKOCTI anbTep-
HATUBHOIO [PKepena CTOBOYPOBMX KNITUH ANd NOTPe6 pereHepaTuBHOI
mMeauumMHK. B nopiBHsaHHI 3 ®K, oTpumaHumm 3 abOPTUBHOrO Martepiany,
thetanbHi MMCK matoTb [OBLUI TeNOMepK Ta eKCNpecytoTb TPaHCKpUN-
LinHi chaktopn NANOG Ta Oct4, W0 perynioloTb CaMOBIAHOBNEHHS He-
ANEPEHLiA0BaHNX eMOPIOHANbHUX CTOBOYPOBUX KNiTUH. L 6inku
€ MapKepamu KNiTuH, AKi 34aTHi 4O MYNbTUNIHIRHOTO ANGEPEeHLit0BaHHA
[81, 82]. 3miHa ekcnpecii 6inky Oct4 Hanpsmy BnanBae Ha AndrepeHLia-
Lito KNiTuH. LiikaBum € Te, L0 TpaHCcKpunUinHWiA daktop Oct4 npossnse
CBOK aKTWBHICTb LLe Y oouuTi i 4O npouecy imnnaHTauii. 0mxe, @K, wwo
MIrpylOTb [0 KPOBi Matepi, € HN3bKOANMEPEHLIAOBAHUMN i, MOXIINBO,
NAOPUNOTEHTHUMMU 3 BMCOKOK 3AATHICTIO 40 CamMOBIAHOBMIEHHA. X0ya
TpaHcKpunuiiHnia chaktop Oct4 He eanHa 060B’A3KOBA 03HAKA NAOPUNO-
TEHTHWUX KJTITUH, BiH € MAPKEPOM KNITWH, AKi 36epiratoTb 34aTHICTb HAbY-
BaTy MIOPUNOTEHTHOCTI [83]. ToMy Ans LOCNIAKEHHS PereHepaTtopHoro
noteHuiany ®K BXXN1BUM € NOLLYK Ta BU3HAYEHHS €KCMPecii TpaHCKpun-
LiiHMX 6inKiB, 30Kpema Takux, sk Oct4.

KYNIbTUBYBAHHSI ®ETANbHUX KNITUH

[ns npoBeieHHs HeiHBA3MBHOrO reHETUYHOr0 CKPUHIHTY KNITUH Mio-
[y Ha HasABHICTb MOXJIMBMUX XPOMOCOMHMX abepaLiit He0bXiaHO 0TpUMa-
TV [OCTaTHIO KinbkicTb ®K 3 BeHO3HOI KpoBi MaTepi. OgHUM i3 migxomiB
AN OTPUMAHHA HEOOXiAHOI KiflbKOCTI KNITUH NAOAY € iX KYNbTUBYBAHHS
in vitro 3 04HOYACHO CYNPECIEI0 KNITUH MATEPUHCHKOTO NOXOLKEHHS.

TpuBanui 4ac BBaXanocs, WO ALEPHI epUTPOLMTU NNOLY MOXYTb
CTaTu 3py4HUM O06’€KTOM [ANs KYNbTWUBYBAHHS. [pynow LOCHILHUKIB
Choolani M. Ta iH. npoBoAuUnach NOPiBHANbHA XapakTepucTika yMoB
KYNbTUBYBAHHA epuTpo6nactis. [na aHanisy 6ynu sugineni eputpobnac-
TV 3 XOpiOHa NnoJy Ta 3 nepuepu4Hoi KpoBi BariTHoi. Monynauis em6-
PiOHANbHWUX epUTPOBNACTIB XapakTepuayBanach HWU3bKOK EKCMPecieto
CD71 [60]. Tomy B faHiit po60Ti Al COPTYBAHHA (heTanbHUX SAEPHUX
epuTpoUMTIB 3 NepudepuyHoi KpoBi MaTepi BUKOPUCTANX NOBEPXHEBUI
MapKep [0 epUTPOiIBHOro aHTUreHy rnikodopuHy A. 3a pesynsraramu fjo-
CRifKeHb, heTanbHi eputpobnacTu, Wwo 6ynu BuaineHi 3 nepudepnyHoi
KpOBi MaTepi, Manu MeHLUy 34aTHICTb J0 nponidpepauii in vitro, B nopis-
HAAHHI 3 epuTpO6RaCTUMU, BUAINEHUMM 3 X0pioHa nnogy [84]. Lie 06ymoB-
N0E HeOOXiAHICTb NOAANbLUNX LOCAIMKEHb Y HANPAMKY PO3PO6KN METOo-
0iB KYNbTUBYBaHHA (DETANIbHUX A4EPHUX ePUTPOLMTIB 3 KPOBI MaTepi Ans
npeHaTtanbHOi FeHeTUYHOI iarHOCTUKM.

Em6pioHanbHUA Ta (heTanbHUA PO3BUTOK CYNPOBOMXKYETbCA aK-
TMBHUM aHrioreHe3oM. PocToBuii thaktop aHrioreHedy VEGF (vascular
endothelial growth factor) 3 BucokoadiHHUM peLenTopoM TUPO3MHKi-
Ha3u flk-1 (fetal liver kinase 1) cnpuse gudepeHuiadii eHpoTenianbHNX
KNiTUHK 3 KNiITUH-NonepeaHukie [85, 86]. Mpyna pocnigHukis Gussin F. Ta
iH. NPUNYyCTUNIK, WO B KPOB MaTepi NiJ Yyac BariTHOCTi MOXYTb Mirpysatu
nonepegHUKN eHoTenianbHuX KNiTMHU (PETaNbHOTO MOXOMXKEHHA [87].
[na nepesipku ABULLA Mirpauii 6yna cTBOpeHa MOLeNb NOCTHATAIbHOIO
aHrioreHeay in vitro. 3pa3Ki BEHO3HOI KPOBI BariTHMX 3 N1040M Y0N0BIHOI
crari 6ynu B3ati Ha 15-20-i TWXAeHb recTawii. KynbTuByBaHHS BUAINEHUX
MOHOHYKMeapis NpoBOAWUNIM B YMOBAX iHAYKLIT eHAOTeNianbHOro aude-
peHuitoBaHHs. Cenekuito ®K cepef MaTepUHCbKMX NPOBOAKAM 32 A0MO-
MOrOt0 Pi3HOT TPMBASIOCTI KYNbTUBYBAHHA. Bifomo, Lo KONoHii nonepes-
HUKIB MATEPUHCbKUX EHOOTEeNianbHUX KNiTUH (DOPMYKOTHCA HA PaHHIN
CTafii KynbTUBYBaHHS (Ha NEPLLOMY TUXHI NacaxXyBaHHS), a KOMOHii ¢pe-
TaNbHNX eHAO0TEeNianbHMUX NPOreHiTOPiB — Ha 4-6-My TUXHI [88]. Pesynb-
TaTn JOCNiKeHb nokasanuy, Wo eHpoTeNianbHi NporeHiTopu 6ynu igeH-
TU(IKOBAHI NULLE Y KYNbTYPi KNITUH i3 3pa3KiB MOHOHYK/eapiB BariTHUX
XKIHOK i He Bynu 3HaliaeHi ceped KNiTUH KOHTPOMbHUX 3pa3kiB. OpHak, 3a
pesynbratami FISH-aHaniay knitue 3 kapiotunom XY B KynbTypi eHAOTE-
nianbHUX NPOreHiTopiB BUABNEHO He 6yno. Lle BKasye Ha matepuHCbke
NOXOKEHHS KyNbTUBOBAHMX NONEPeSHNKIB eHA0TeNianbHUX KNiTuH [89].



®ETAJIbHMIA MIKPOXMMEPU3M TA CYYACHI
MONEKYNAPHO-TEHETU4HI METO/IN B NMPEHATAJbHIN
NIATHOCTWLI CTAIKOBOI MATOJOTII nioay

XpomocomHuui MikpomaTpuyHni aHania

MeToa XpOMOCOMHOrO MiKPOMATPUYHOrO aHari3y BUMKOPWUCTOBYETHCA
ANs BUABMEHHS XPOMOCOMHUX abepaliiii, BKNOHatouyM MiHiManbHi MyTaui,
YYT/IMBOCTI 0 AKMX CTaHAAPTHOIO KapioTMNyBaHHA HeOCTaTHLO. Lie NoBHO-
FEHOMHWIA CKPUHIHT HA OCHOBI TeXHOMOrT MiKPOYiNiB, KNIt JO3BONSE BU3HA-
yatu geneuii Ta gynnikauii OHK, ogHoHykneoTuaHi nonimopdismu (SNP),
noKaniaaujto Ta Tun cneundiqHUX reHeTUYHUX 3MiH B KNITUHAX nioay.

IcHye [1Ba TMNW MiKpOYiniB, L0 BUKOPUCTOBYIOT Y KIiHiLi: nnatdop-
MU Ans NOPIBHANBHOI XPOMOCOMHOI ri6puam3adii Ta SNP-mikpodinu, 1o
BUABNAIOTb Pi3Hi TUNMW reHETUYHUX 3MiH. [laHnii MeTo[ 0CHOBaHWIA Ha ri-
6puamnsadii HK nnogy 3 yinom, wo mictute doparmentu OHK Bigomoi
nocnigosHocti. 06po6ka AaHWUX NpoOBOAUTLCA 3a AOMOMOrOH CKMagHo-
ro0 KOMM'IOTEPHOro aHanisy. BifsHa4alTb BUCOKY PO3AiNbHY 3AaTHICTb
METO0AY, LWBUAKICTb OTPMMAHHA Pe3yrbTarTiB, OCKiNbKW BiH He noTpebye
KYNbTUBYBAHHA KNiTUH, @ TAKOX CTaHLAPTU30BAHICTb Migxody, B Nopis-
HAHHI i3 3BUYANHMM LWTOrEHETUYHUM aHanisom. Hepgonikamn Metoais
XPOMOCOMHOI ri6puamnaadii Ta SNP-mikpouinis € ix By3bka cneunidHicTb
Ta HEMOX/IMBICTb BU3HAYEHHA 36aNaHCOBAHNX iHBEPCIN, 36aNaHCOBaHMX
TPAHCIIOKALLIA Ta HU3bKOPIBHEBOIO MO3aiLm3my. TakoX AN NpOBEeeHHs
XPOMOCOMHOM0 MiKPOMaTPM4HOr0 aHanidy BCe XX HeoOXiaHe iHBa3MBHE
BTPY4aHHs, ockinbkn JHK nnogy BUAINAITL 3 aMHIOTUYHOI PignHN 260
3 BOPCUH XopioHa nnogy [31].

B IKOCTi anbTepHATUBHOIO HEiHBA3MBHOIO NiAxoAy, B po6oTax Brinch
M. Ta Hatt L. Ta iH. MeTOA MIKpOMATpU4HOr0 aHanisy BUKOPMCTOBYBAM
ANA NOPIBHSANBHOI XapakTepUCTUKK eKCMPECii reHiB deTanbHUX Ta Mare-
PUHCbKWX KNITUH, BULINEHNX 3 BEHO3HOI KPOBI MaTepi. BUKkopuctoByoum
meToa MACS, neiikoumTi MaTepMHCLKOr0 NOXOMKEHHS 6ynn eniMiHOBaHi
i3 3paska kpos.i. [And igeHTudikadii Y-no3utunsHux OK 6yB 3acT0COBaHNIA
metop FISH. [1eTeKTOBaHi TaKMM YIHOM KMiTUHYU (DETANbHOr0 NOXOMKEH-
HA i30110BaNIM METOAOM Nla3epPHOi MIKPOAMCEKLT Ta BULINANU MATPUYHY
PHK ans nofanbLLoro reHeTUYHOro CKPUHIHTY. 3a pesynbTatami Mikpo-
MaTpu4HOro aHanisy 6yno BusBMeHO 28, a 3rofgomM 39 reHis, L0 MOXYTb
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cTaty NoTeHuinHUMM Mapkepamu OK. biflbLua 4acTuHA LnX reHis ekcrpe-
CYETbCA Y NNALEHTI, @ came Ha NOBEPXHi KNiTUH TpodpobnacTy [24, 25].

CexBeHyBaHHA HOBOro nokoniHHs - Next Generation Sequences

Ha CbOrofHilHiN [eHb MEeTOA CeKBEHYBaHHS HOBOIO MOKOJIIHHA
Mae NPUKNagHe 3Ha4eHHs B NMpeHaTanbHii JiarHOCTUL NS BU3HAYEHHS
XPOMOCOMHMX (heTanbHMX aHeynnoigii. Y cepnHi 2011 poky y TOHKOH-
3i, @ 3ro0M Yy XO0BTHi TOro X poky y CLUA Bnepie 6yB 3anponoHoBa-
HWUA KOMEPLiAHUA HeiHBA3UBHWIA NpeHaTanbHWUi reHeTuyHnid Tect NIPT
(noninvasive prenatal test) [24], Lo cTaB NPOMiXXKHUM METOLOM MiX CTaH-
JOAPTHUMW HEiHBA3MBHUMM Ta iHBASWBHUMMW MiAX04aMU Y NpeHatanbHii
piarHoctuui redetuyHoi naronorii nnogy [18, 50]. NIPT ocHoBanuin Ha
BussseHHi cffDNA B KpoBi MaTepi, nofansLUoMmy ii CeKBeHYBaHHi Ta aHani-
3i. Bigomo Tpu meToamyHmux nigxoamn ans nposefeHHs NIPT: noBHe cekBe-
HyBaHHs reHomy [90-94], cenekTMBHe CEKBEHYBaHHA LiNAHOK XPOMOCOM
[95-97], SNP-TecTyBaHHs — aHania nonimopHux nokycis [98-100].

Y 2014 poui KinbkoMa amepuKaHCbKUMMU KOMnaHismu 6ynu npeq-
CTaB/eHi KOMepLiHi npoayktu Ha ocHosi TexHosnorii NIPT. [Mepwum
3 Hux 6yB TecT MaterniT21Plus™, po3po6neHuii KomnaHielo Sequenom
(CLUA). Ha cborogHiwHiin aeHb komepuiitHo poctynHi NIPT TexHonorii
[03BONAIOTL iAeHTU(iKyBaTW aHeynnoigii 3a xpomocomamu 13, 16, 18,
21, 22, X, Y. Kpim TOro, faHui TecT Aae MOX/WBICTb BM3HAYUTM CTaTb
OWTUHW, NiOTBEPAUTN 6ATbKIBCTBO, BUABMTW Mikpoaeneuii Towo. Huab-
KW piBeHb NCEBLONO3UTUBHUX pe3ynbratiB (1-3 %) Ta BiACYTHICTb no-
Tpebu y iHBa3MBHUX NpoLedypax Cnpuse 3pOCTAHHIO MOMNUTY Ha AaHWiA
NpoayKT cepen HaceneHHs. OnHak BapTicTb NIPT giarHoCTuKmM 32 gaHumm
Ha 2015 pik konueanach y mexax 795-3000 fonapis CLUA [18].

e ofHUM NpUKNagom € HeiHBasMBHMIA TecT deTanbHOi TPUCOMii
(The NIFTY™ test — Non-Invasive Fetal TrisomY test), po3po6neHuit ku-
Tancbkoto komnadieto BGI. The NIFTY™ test npusHayeHnii ans giarHoc-
TYBaHHA cuHApoMy [layHa y nnoda BXe 3 12-ro TWXKHA rectauii, BUKO-
PUCTOBYHOYN KPOB XXIiHOK. [lonepenHi SOCNIMKEHHS NoKasanu HWU3bKWia
Bi[ICOTOK MCEBLOMNO3UTUBHNX pe3ynbTaTiB MeToay. OHaK OAHie 3 yMOB
QNS BUKOPUCTAHHA [aHOi TECT-CMCTEMM € BiCYTHICTb NONEPeHix BariT-
HOCTeli B aHaMHe3i. Kpim Toro, 0fHUM i3 BaroMux HefjoNiKiB TakoX € Bi-
COKa BapTiCcTb AOCiLKeHb [32].

~

Mpotarom TpuBanoro Yacy npeHatanbHa BiarHocTnka aHomani po3BuTKy nnogy 6asysanace Ha 3acTocyBaHHi iHBa3uBHUX METOLIB OTPHMAHHSA
GionoriyHoro marepiany Ana AOCNIAXEHHS, 10 AKUX HANEXaTb Bioncia XopioHa, aMHIOLEHTe3, NNaYeHTOLEHTEe3, KOPAOYEHTES i He Morna Byt
3amiHeHa HeiHBasnBHHMH METOAaMy. Ha cborofHi BXe AOBEAEHO, L0 aNbTEPHATUBHUM [KEPESIOM rEHETHYHOr0 MaTepiany nnogy Moxe BUCTY-
narv BeHo3Ha kpoB marepi. OgHak Kinbkocti @K B KpoBi maTepi npu HopMansHOMY NEPEGIry BariTHOCTi ANA KapioTHnyBaHHA HEZOCTAaTHbO. Tomy
6yno po3po6neHo pajg nigxo[is 3 METOH OTPUMAaHHSA HEOBXIAHOI KinbkocTi @K 3 BeHO3HOI KpOBI MaTepi 1A NOJaNbLUIOI0 CKPHHIHIY reHETHYHUX
naronorii nnogy.

JloHepasHa BBaxanocs, Lo nonynayia gheransHux epuTpo6nactis 3 KPoBi BariTHOI MOXe BHCTYNaTH B AKOCTi TAPreTHUX KIiTHH NS po3po6kn
nigxogis Ans HeiHBa3NBHOI NPEHATANbHOI reHETHYHOT giarHocTnky. OfHaK (heTanbHi epuTpo6RacTH, Lo 6ynu BURINEHI 3 NepuhepnyHoi KpoBi
marepi, mann MeHWy 3[aTHiCT [0 nponighepayii in vitro B NOPIBHAHKI 3 epuTpOGRacTUMM, BURINEHHMH 3 XOPioHa nnogy. Tomy 3annwacToes
aKTyansHuM nig6ip onTUManbHuX YMOB KyJbTHBYBaHHA epuTpo6aactis. 0co6mBy yBary npuBepPHYU (hETanbHIi EHAOTENianbHi NPOrexiTopy, wo
MOXYTb CTaTH MOTEHYiHUM 06 €KTOM [N NPEHATANbHOI BiarHOCTHKN XPOMOCOMHHX aHoManii nnogy. lokasao, Lo ghetansHi eHgoTenioynTn
3[1aTHi 3amilyyBaTn MaTEPHHCHKI eHROTENIaNbHi KNITHHW HA ParHiX cTagiax saritHocTi. [Toganbiui JOCHIAXeHHS MatoTb BYTH CNPAMOBAHI Y Ha-
NPAMKY Cenexyii gheTanbHux eHgoTenianbHuX NPoreHirTopiB Big MaTePUHCLKUX KNITHH B YMOBaX in vitro. detanbHi MynbTUNOTEHTHI ME3EHXi-
MaribHi cTOBOYPOBI KNITHHW, OTPUMAHI 3 KPOBi Matepi y nepLuoMy TPUMECTPI BariTHOCTI, Ha CbOroAHI PO3IrNAAAIOTH AK anbTEPHATUBHE AXEPENO
CTOBGBYPOBHX KNITHH AN NOTPEG PereHepaTnBHOi MEANLMHH.

Merogm igentudbikayii @K y opraniami matepi B 0CHOBHOMY 30CEPEAXEHi Ha BU3Ha4YeHHi Y-xpomocomu metogamu FISH Ta PCR. lpote TaKkni
nigxig € iHghopmaTHBHHUM B EKCNEPUMEHTANILHHX JOCTIAXEHHAX KNITUH NI0ZY YOMOBIYHOI CTaTi | HE MOXe BYTH YHIBEpCanbHUM ANA LHPOKOI
npeHaTansHoi RiarHoCTHKN XPOMOCOMHHUX abepauin. Tomy y KNiHiYHii npakTnyi BUKOPUCTOBYIOT METOAM HLA-TUnyBaHHs, Lo JO3BONAIOTD Bifg-
PI3HATH KNiTUHK 060X cTaTen.
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Cepep nigxopis 4o BUABNEHHSA Ta aHani3y (heTanbHOro reHeTHYHoro MaTepiany y KpoBi BariTHOI, Lo BUKNMKAOTb HAGINbLLMA iHTepec, chig
BifiI3HAYNTH reHeTHYHnI cKpuHiHr exsoreqHoi JHK nnogy, Bnginexoi 3 kpoBi matepi. KniniuHi JOCHIgXeHHA NOKa3anu HU3bKnil BiCOTOK NCEBAO-
MO3UTUBHHUX PE3YNbTaTiB, BACOKY YyT/IMBICT> METOAY Ta 6e3neyHicTb npoBeAeHHA npoyeayp. lipote BUCOKa BapTicTh JOCTIAMEHb HA CbOroj-
HilLHIA fieHb € 0fHIE0 3 npu4nH o6mexeHoro nonuty Ha NIPT-TexHonorii cepeg HaceneHHs. PO3BHTOK HOBUX eKCNPEC-NIAX0AIB AN FEHOMHOro
CEKBEHYBaHHS 3 HMXYOH0 COOGIBAPTICTIO JO3BOMUTL BUKOPUCTOBYBATH [aHy TEXHOMOTII0 HE NIMWE ANA MPEHATANbHOI JiarHoCTHKN (heTanbHux
aneynnoigin, ane i Ans BUABNEHHSA iHLUOI cNagKoBOoi NaToNorii, B TOMY YHCHI reHHUX MyTaLjii.

N

iHTEpEC He NNLLIE y NPHKNAZHOMY acnekTi npexartanbHoi BiarHocTnkn, ane i Ana (hyHAaMEHTaNbHNX JOCTIAXEHb Y PErEHEPATHBHIN MEANLUNHI

Oco61MBO aKTyanbHUM 3aNMLWAETLCA NOLYK HOBMX MAaPKepIB Ans igeHTndikayii Ta aHanisy ®K Ha KNiTHHHOMY DIBHI, L0 BUKIIMKAE HEAOUAKNIA
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