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MerTa. TeopeTnuyHUI aHani3 Ta y3araJbHeHHA AaHUX HAyKOBOI NiTepaTypu, AKi CTOCYTbCA
MOJeKyNAPHO-reHeTUYHOro aHanisy BinbHoi dpetanbHoi AHK (8pAHK) B KpoBi BariTHOI 3 MeTot0
BUABNEHHA MJI04iIB 3 TPMCOMIi€l0 Xxpomocom 21, 18 Ta 13.
Pe3ynbrati. AHani3 faHyx HayKoBOI NiTepaTypy CTOCOBHO MOJIEKYNIAPHO-TeHETUYHOIo aHanisy
BdHK B KpoBi NoKa3aB, LLI0 OCHOBHOIO NepeBaroto 3anpornoHOBaHOro MeToay € AeTeKuia >99%
BUMNaAKiB TpUcomii xpomocom 21 Ta 18 y nnopa 3 4acToTol XMOHO-NMO3UTUBHMX pe3ynbTaTiB
<1%, Wo 3HaYHO edeKTMBHiILLE 3a iHLWI ICHYIOUI NPOTOKONN CKPUHIHTY BariTHUX. [na Tpucomii
Xpomocomu 13, yactoTa AKoi y nonynauiiy 30 pasis MeHLua 3a Tpyucomito 21, BiACOTOK aeTeKLil
10 80% npu YacTui XMOHO-NO3UTUBHUX pe3ynbTaTis 0,05%.
BrcHoBKU. MeToA HeiHBa3MBHOIO NPeHaTaNbHOro TECTYBaHHA € 6e3nepeyHo HalePpeKTUBHILLIMM
3 ICHYIOUMX CKPVHIHIOBUX TeCTiB ANA OAHOMILHUX BariTHOCTEN 3 BUCOKOW crneundiyHicTio
i B 6inbloCTi BUNaAKiB B TenepilHi Yac 3aCTOCOBYETHCA BXe NPW BUABNEHOMY PU3UNKY
XPOMOCOMHOI aHoMarii Nnoaa.
KniouoBi cnoBa: npeHaTaNbHUN CKPWHIHT, HeiHBa3VBHa NpeHaTaNnbHa AiarHOCTMKa, TPUCOMIA
21, cunapom [layHa, cuHgpom [Matay, cuHapom EgBappaca, MoneKkynapHO-reHeTUYHUI aHanis,
BinbHa petanbHa HK.

BCTYN

MpeHaTanbHa fiarHOCTMKa XPOMOCOMHUX aHOManiin € €AMHMM 3aCOO0OM HafaHHA
popfunHi 06rpyHTOBaHOI iHGOPMaLii LLOAO MOXINBOCTI HAPOAPKEHHA ANTVHM i3 BiTaNbHUM
cuHgpomom (JayHa), cybnetanbHum (cuHgpomm Matay, EaBappaca), a Takox iHWmmm
XPOMOCOMHVMUW aHoManiaMU. HapoaXeHHA AUTVHW 3 XPOMOCOMHUM CUHAPOMOM [OAAE
POLMHI 3HAYHNX MOPaNbHO-ETUYHKX NPobieM, NoTpebye maTepianbHUX 3aTpaT, BNIMBAE
Ha AKICTb XUTTA POANHI Ta CTBOPIOE MEBHNIN EKOHOMIYHNI TUCK Ha AepaBy. OKpim Liboro,
aHeynnoigii € OAHiI€I0 3 OCHOBHNX NPUYUH NeprHaTanbHOI CMEPTHOCTI Ta 3aiMatoTb Barome
Micue cepel NPUYNH AUTAYOI iIHBaNIAHOCTI.

MprurHoI0 NoABU eMBpioHa 3 XPOMOCOMHOI0 aHOMANIEID Y NepeBaXHili 6inbwoCTi €
cnopafmnyHi MyTaLiiy rameTtax 6aTbKiB, TOMY KOXKHY BariTHiCTb MOTPIOHO po3rnAapaTh AK Taky,
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LU0 Ma€ NeBHWIN pU3UK. 1A Toro, wob BU3HaUNTU CTYNiHb PU3MKY AJ1 KOHKPETHOrO NoAaa,
NPOTArOM YiTKO perfnameHTOBaHMX TEPMiHIB BariTHOCTI NPOBOAATb MOro 0O6CTEXEHHS,
AKi y 6inbWOCTi BUNAAKiB € HeiHBa3uBHUMU (Y30, 6ioximiuHi MapKepun KpoBi BariTHOI).
DopMyBaHHA rpyny BUCOKOTO PU3UKY TiNbKM Ha OCHOBI aHaMHe3y abo BiKy BariTHOI €
HeepeKTUBHUM, agxe 70% fiTe 3 XPOMOCOMHUMY aHOManiAMM HapPOOXKYIOTb »KiHKM 3
HeoOTAXXeHNM aHaMHe30M Ta MosioALWi 3a 35 pokis [1].

AIK BifOMO, Ha CbOroAHi NpoBefieHHA NpeHaTaNbHOIro CKPUHIHIY 3 PO3PaxyHKOM
PUV3UKY ONA KOXKHOI BariTHOI pernameHTOBaHO AitlourMun Hakasamm MO3 YkpaiHu. Ane,
HaBiTb 3a YMOB JOTPUMAHHA AKOCTI Ha BCiX eTanax, npy NpoBeAeHHi CKPUHIHIY HEMOXINBO
JOCArHYTN epeKkTMBHOCTI 90%, a y GinbluocTi BUnaakiB edeKTUBHICTb He gocArae i 70%
3 BEJIMKOIO KiNbKiCTIO XMOHO-NO3UTUBHUX pe3ynbTaTiB. [HWwo npobnemoto NnpoBeAeHHs
npeHaTanbHOrO CKPUHIHFY € 3BePHEHHA XiHKWU Y HeiHbOpPMaTUBHI TepMiHM BariTHOCTI
[2]. Ha »kanb, KoMmnnekcHi npeHaTanbHi Nporpamu, Aki BKIIIOYaTb MaCoBUI GioXiMiYHMIA
Ta yNbTPa3BYKOBUIN CKPUHIHIK, NpauioloTb He Y BCiX perioHax YKpaiHu, a 6inbwictb
X BUKOHYIOTb NPMBaTHI CTPYKTYPU Pi3HOrO PiBHA, WO YHEMOXIINBIIOE KOHTPOSb Ta
BNPOBaXeHHA €ANHMX YHidIKOBaHMX CTaHAAPTIB Ha BCil TepuTopi [3].

3 iHworo 60Ky, iHBa3MBHI AiarHOCTUYHI Npoueaypy NoTPebyioTb 06FPYHTOBAHOrO
NpU3HaYeHHsn, OCKiNbKM Byab-AKi XipypriyHi BTPyYaHHA MNOEAHaHI 3 MEBHUM PU3NKOM
YCKNlafiHEHb, HaBiTb AKLO i He3HauHMX. ToMy BUHMKIA noTpeba y 3anpoBagKeHHi
HOBOFO HeiHBa3MBHOrO METOAY TeCTYBaHHSA, pe3ysibTaT AKOro 3abesneuyBaB 61 BUCOKY
ePeKTUBHICTb BUABNEHHA aHeYMIOIAHNX MOAIB, 3MEHIUEHHA YacTOTV NPOBeAeHHA
HeobrpyHTOBaHVX iHBa3MBHMX BTPYYaHb Ta, AK pe3ynbTaT, NigBuLieHHA ebeKTUBHOCTI
npeHaTanbHOI AiarHOCTUKM Ta 3MEHLLEHHA FeHeTUYHOrO BaHTaXKy nonynauii.

MATEPIAJTN TA METOOU

TeopeTnyHMIN aHani3 Ta y3aranbHeHHA JaHMX HAayKOBOI NliTepaTypu, AKi CTOCY0TbCA
MOJNEKYNAPHO-reHeTNYHOro aHanisy BinbHoi ¢etanbHoi AHK (BGJAHK) B KpoBi BariTHOI 3
MeTOI0 BUABMNEHHA NJ104iB 3 TpUCoMmi€ro xpomocom 21, 18 Ta 13.

PE3YNBTATW TA IX OBFOBOPEHHS

HewonaBHO Ha PUHKY MeMYHMX NOCAyr YKpaiHu 3'ABMBCA MeTof HeiHBa3VWBHOrO
npeHatanbHoro TectyBaHHaA (HIMT) Ha ocHOBHI MoXnMBI Tpycomii y nnoaa (21, 18 Ta 13
XPOMOCOM), Npu AKOMY aHanisytoTb BGHK y KpoBi BariTHOI 3a JOMOMOro cyyacHux
MOJEKYNIAPHO-TEHETNYHIX MeToauK (ideHTudikauia Ta o6UNCNIEHHs MINbOHIB GpparmeHTiB
OHK). 3anexxHo Big nabopatopii, MOXyTb Oy T BUKOPUCTaHI pi3Hi METOAN 3 Pi3HOIO YYTNIMBICTIO
Ta BiICOTKOM X1OHO-MO3UTVBHUX pe3ynbTaTis [4].

HeiHBa3umBHa piarHocTrka peTanbHWX aHeynnoigin 6yna BNpoBag»KeHa y NPaKTuKy
3aBAAKKN BUKopucTaHHio BOAHK y matepuHcbKkuin nnasmi, wo 6yna sigkputa y 1997
poui [5] Ta Hajana MOXNMBICTb HeiHBa3VMBHO JOC/IAXYBaT/ reHeTUYHMIA MaTepian
deTanbHOro noxopxkeHHs. byno BctaHoBneHo, wWo Axepenom unpkyniotouoi BGAHK y
nna3mi MaTePUHCbKOT KPOBI € MaLEeHTa, a came KNiTMHWU TpodpobnacTy [6]. AnsA TecTyBaHHsA
aHeynnoigi BUKOPUCTOBYIOTb TOM daKT, Lo Npu Tprcomii xpomocomu 21y nnoga Kinbkictb
dparmeHTiB L€l XPOMOCOMM Y KPOBi MaTepi MPOMOPLIHO GiNbLWWIA, HiXK KOHTPONbHUX
XPOMOCOM (CRiBBigHOLWEHHA 3:2), NpK YyTAMBOCTI Ta cneundiuHocTi 99% [7, 8].

BrinpobyBaHHA Ta BUBYEHHA edeKTy Bif 3aCTOCyBaHHA HOBOrO MeTOAYy BiibyBanocb
KowTom rpaHTy the Fetal Medicine Foundation (United Kingdom) 3 BukopucTaHHAM
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nnasmu KpoBi BariTHMX, AKAM NPOBOAWAN KOMBIHOBaHE NPOCiBHe JOCNigKeHHA Yy 11-13
TUXKHIB BariTHOCTI Ta HaJanu NUCbMOBY iIHPOPMOBaHY 3rofly Ha BUKOPUCTAHHSA 3pa3ky
ix 6iomaTepiany y HayKoBOMy JochifxeHHi [9]. 3pa3ku nna3mm BariTHUX aHanisyBanu 3
BMKOPUCTaHHAM Habopy Harmony Prenatal Test (undposuin aHanis o6paHux perioHis
xpomocom, Ariosa Diagnostics Inc) [10, 11]. BignoBigHo go pekomeHaauii BUpOOHMKIB
Habopy, pe3ynbraT AOCAIAXKEHHA NignArae cTaTUCTUYHIN 06pobLi, OcTaTOUHO MaE
BMPaXKaTncA y BiACOTKax MMOBIpHOCTI Tprcomiiy nnopa Big <0,01% o >99% Ta mae mexy
BMCOKOro pusunky 1%. [laHomy BunpobyBaHH0 nepegysana Banigauisa metogy HIMNT y
KiIbKOX KNiHIYHUX BOCNiAXEHHAX 3 BUKOPUCTaHHAM TexHonorii cukeeHcy [IHK octaHHboro
nokoniHHA [12, 13, 14, 15, 16, 17]. 3 pocnigxKeHHA Oynu BUKIIOYEHI 3pa3Kuy Miasmm KpPoBi
BariTHMX, y AKMX Manu MicLe NepepriBaHHA BariTHOCTi, MEPTBOHAPOAXKEHHS, He 6yno
BiZJoMO pe3ynbTaTy nonoris abo KapioTuny nnoga nicnA iHBasUBHOI NpoLeaypu, a Takox
BMMNAZKW, fie KapioTuMn nyiofda MaB aHoMarlito, BigMiHHY Bifi Tprcomii 21 abo 18 (MoHocomil
Xpomocomu X, AeneLwii, [0AaTKOBI MapKepHi XpOMOCOMMU, MO3aiLiM3M TOLLO). 3a TaKNX YMOB
piBeHb AeTeKuii Tpucomii 21 Ta 18 cepep 1949 BariTHux cknas 100% (8 Bunaakis Tprcomii
21 Ta 3 BMNagKku Tprcomii 18) npu yacToTi XMOHO-NO3UTUBHUX pe3ynbTaTi 0,1%, To6TO
99,9% nnopiB 3 HOPManbHUM KapioTUNOM OTpUMany pusnk Tpucomii <1% [9]. Y aBox
BMNafKax BariTHi 3 eynioigH1M NaoaoM oTpruManu pusnk Tpucomii 18 6nmsbko 10%, wo
MO>Ha MOACHUTV MOXKJIMBUM BI/IBOM OOMEXXEHOTO MNlaLieHTapHOro Mo3ailii3My, OCKINbKI
BOAHK Mae noxofxeHHs 3 KNiTuH TpodobnacTty [18]

B iHWwoMy pocnifeHHi nna3my Kposi BariTHux Bigbupanu gna HINT nepepn
npoBefeHHAM 6ioncii xopioHy Ta TectyBanv 300 eynnoigHux BariTHocTel, 50 — 3 TpUCOMi€lo
21 1a 50 BariTHoCTen - 3 Tpucomieto 18 y nnopa. B pesynsrati HINT 6yno BuABneHo BCi
nnoaun 3 Tpucomieto 21 1a 98% nnogis 3 TPMCOMIiE 18 3 YAaCTKOK XMOHO-MO3UTUBHUX
pe3ynbraTie 0%. 3a3HaueHo, Wo y 1% He BAANOCb OTPMMATU pe3ynbTaT TeCTYBaHHA 3
TEXHIYHUX NPUYKH [19]

OCHOBHOI0 MepeBaroio 3anponoHOBaHOro MeTogy € getekuia >99% Bunaakis
Tpucomii xpomocom 21 Ta 18 y nnofa 3 4acToOTOK XMOHO-NO3UTUBHUX pe3ynbTaTiB <1%,
L0 3HAYHO edeKTVBHiLLEe 3a iHLWIi iCHYUi NPOTOKONN CKPUHUHTY BariTHux [20, 21]. Ans
Tpucomii xpomocomu 13, yactoTa AKoi y nonynauii y 30 pa3is meHwa 3a Tpucomito 21,
6yno BM3HauYeHO 3HAYHO MEHLUMIA BiACOTOK AeTeKuii (36%) [13]. Ane nicna mogudikauii
ANropUTMY iHWIMMKM JOCNIAHMKaMU BiCOTOK AeTeKLUii 36inbLeHo go 80% npw YacTui XMbHo-
no3nTNBHMX pe3ynbraTis 0,05% [22]

Jensen T. Ta cniBaB. y CBOEMY AOCNIAXEHHI AOAANN A0 MONEKYNAPHO-TEHETUYHNX
MeToamn 6ioiHGopMaTUKN Ansi CTBOPEHHS 6ibnioTekn BGAHK, wo go3sonuno 36inbwmntu
piBeHb aeTekuii Tprcomin 21, 18 Ta 13 o 100% 3 YaCTKOI XMOHO-NO3UTUBHIWX Pe3yNbTaTiB
0,09%, 0,01% Ta 0,08% BignosigHo [23]

HIMT moxe 3acTocoByBaTUCh Nif Yac NEPLUIOrO Bi3UTY XiHKM 3 NPUBOAY BariTHOCTI y
TepMiHi 11-13 TXHiB, BiANOBIAHO 4O HOBOIO MNOrNAAY Ha NPoLeC CrnocTepeXeHHsA BariTHOCTi
[20, 24]. Ana TecTyBaHHA BUKOPUCTOBYIOTb MN1a3My KPOBi BariTHOI, AKy nonepegHbo
TecTyloTb Ha BMIcT y Hiln BGJHK, wo mae 6yTn He meHLwwe 4% Big BCiel BinbHOT AHK. Ona
BuABNeHHA BGJHK BMKOPNCTOBYIOTb XpPOMOCOMO-CeUndiUHNIA CENeKTUBHUI CUKBEHC
HernoniMopdHUX Ta nonimopdHUX NOKYCIB, 3a AKMMMK deTanbHi aneni BigpisHATbCA Bif
MaTepuHCbKux. B cepegHbomy, deTanbHa ¢pakuis y nnasmi Kposi matepi ctaHoBUTb 10%

36. HayK. npaub cnispo6it. HMAMNO 327
imeHi M. J1. LWynnka 22 (3)/2013



AKYLLEPCTBO I TTHEKONOTIA

(7,8-13,0%). Ao BmicT BOAHK MeHLWw i 3a 4%, pi3HULA MiXX TPUCOMHUMU Ta AUCOMHUMN
BariTHOCTAMUN Moxe OyTun He BuaBneHa. [15, 25]. Bmict BGAHK 36inbLuyeTbca i3 HApoCTaHHAM
nnaweHTapHoi Macy i 0bepHeHO NPOMNOPLiNHMI A0 Barv Ta 3pOCTy BariTHOI, TOMY OXKUPIHHA
BariTHol € Npo6nemoto AnsA NpoBeAeHHA JaHOro TecTy [26]. Ane € I iHLWi xapaKTepucTnkn
nnopa i BariTHoi, wo snnaueatoTb Ha BMicT BGHK y Kposi BariTHOI, a came: BmicT BOAHK
36inblyeTbes i3 36inbweHHAam PAPP-A, BinbHoro B-XIT1, naniHHA BariTHOI, Npu Tpucomii
21 y nnofa Ta y npeAcTaBHMKIB EBPONENCbKOI pacy NOPIiBHAHO 3 AQPUKaHCbKOH. IHLi
XapaKTeprCTUKK NJofa Ta BariTHOI Noka3anu HefoCTOBipHiI 3MiHW (BiK BariTHoi, meTtog
3auaTTA, CTaTb NNoAa, Npw Tprucomii 18 Ta Bapiauii po3mipy Komipuesoro npoctopy) [25].

Nicolaides KH Ta cniBaB. 3a3HauatoTb, wo metog HIMT He moxe po3rnagatnch Ak
anbTepHaTVBa ylbTPa3ByKOBOMY OOCTEXeHHI0 Mnoga y 11-13 TUXKHIB, OCKINbKM CKaHyBaHHSA
nnofa [O3BOJAE BUABUTU AedeKTn po3BUTKY, AKi He nos'A3aHi 3 Tpucomiamu 21 1a 18,
CMPOrHO3yBaTU MOXJIVBI YCKNafHeHHA nepebiry BariTHOCTI (Mpeeknamcis, nepegyacHe
HapogkeHHsn) [9] Kpim Toro, iHBa3MBHa NpeHaTasibHa AiiarHOCTUKa Ma€ OyTn 3aCToCcoBaHa
npv HeratuBHomy pe3ynbraTi HIMT, ane HaABHOCTI po3LWMPEHOro KOMipLIeBOro NpocTopy,
iHLINX YNbTPa3BYKOBMX MapKepiB Ta CTPYKTYpHUX AedekTiB nnoaa [27]

BMCHOBKN

Ha cboropHi metog HIMNT € 6e3nepeyHo HanepeKTUBHILLMM 3 iCHYUNX CKPUHIHTOBMX
TecTiB ANA OAHOMJIOAHNX BariTHOCTEN, Xxo4a 1 He BUPILLY€E BCi 3aBAaHHA NpeHaTanbHOT
AiarHOCTUKM i B GiNblUIOCTI BUMAAKIiB 3aCTOCOBYETbCS BXe MPY BUABNEHOMY PU3UKY
XPOMOCOMHOI aHOManii Nnoaa, BigTepPMiHOBYOUN BUKOHAHHA iHBa3MBHOIO BTPYYaHHA Ha
1-2 TvxHi. beanepeuHoto nepesaroto metogy HIMT € MOXNMBICTb 3aCTOCYBaHHA 3 12 TMXKHA
BariTHOCTI, He3aNeXHiCTb pe3ynbTaTy TeCTYBaHHA Bif BiKy BariTHOI, KBanidikauii nikapsa Y3/
Ta CTaHiB, WO 3a3BMYall BNIMBAIOTb Ha PO3PaxyHOK iHAMBIAYyanbHOMO PU3UKY ANA BariTHOI
Ha OCHOBI BifxuneHHsA 6ioximiuHUX MapKepiB. OCHOBHVM TEXHIUHNM OOMEXKeHHAM MeToay
€ BUABMIEHHA PU3MKY TiIbKN TUX TPUCOMIT, Ha AKi 3AiCHIOBany TecTyBaHHA. Cnig po3ymiTn,
o 6yab-AKe HeiHBa3UBHe TECTYBaHHSA He € anibTepHATVBOO NpeHaTanbHil diarHocTuj i3
3aCTOCYBaHHAM CTaHAAPTHWX iHBa3MBHUX METOAIB, XOUa NpW aieKBaTHOMY 3aCTOCYBaHHi
3Ha4yHo nigBuLye ii epekTMBHICTb. MoTeHuiliHO, meTog HIMT moxke 6yTn BUKOPUCTAHWUI
ANA yHiBepCcanbHOro CKpUHiHra Ha Tpucomii 21, 18 Ta 13 BCix BariTHWMX, ane 3a ymoBsu
3MeHLUEeHHA M0ro BapToCTi.
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HoBbIl HeMHBa3VBHbIN MeTO NPeHaTasIbHOro TeCTUPOBAHUA -
onpepeneHune ceobopgHon [IHK nnopa B KpoBu 6epemeHHoOM

HauunoHanbHaa MegnumMHCKas akageMma NocsieAUnIIOMHOro o6pasoBaHus
nmenm MJ1.Wynuka,

MeauuunHckun yeHTp OO0 «KnnHrKa reHeTUKM penpoaykumm «Buktopumsa»»
Llenb. TeopeTnyecknii aHanu3 1 o606LieHre AaHHbIX HayYHOWN NuTepaTypbl OTHOCUTENIBHO
MONeKynApHO-reHeTUYeCcKoro aHanmsa csobopHon ¢etanoHon AHK (pAHK) B Kposu
6epemMeHHON C Lenbio BbIABNEHUS NIOLOB C TpUcoMmuen xpomocom 21, 18 1 13.

Pe3ynbratbl. AHanM3 faHHbIX HayYHOW NUTEPaTyPbl OTHOCUTENIBHO MOJIEKYNIAPHO-TEHETUYECKOTO
aHanusa ¢HK B KpoBM NoKasasn, YTo OCHOBHbIM MPENMYLLECTBOM NPeANOXeHHOro MeToaa
ABNAeTCA AeTekuma >99% cnyyaes TpMCOMMI XpomMocom 21 1 18 y nnofga € YaCTOTOW NOXKHO-
NONOXNTENbHBIX pe3ynbTatoB < 1%, 4To 3HauUTeNbHO 3dpdeKkTUBHEE APYrMx NPOTOKONOB
CKPUHUHIa 6epemeHHbIX. 118 TpMcoMum XpomMocombl 13, yactota KoTopoli B nonynauuy B 30 pas3
MeHbLUe Tprcommm 21, yactoTa BbiiBneHuA gocturaet 80%, Npy YacToTe NOMHO-MONOXKUTENbHBIX
pesynbraTos 0,05%

BbiBoAbl. MeTof HEMHBA3VBHON NpeHaTanbHOMN ANarHOCTUKN ABAAETCA CaMbiM SPEKTUBHBIM
N3 CyLeCcTBYOWMX CKPUHMHIOBbIX TECTOB ANIA OAHOMIOAHbBIX HepeMeHHOCTelN C BbICOKOM
cneundryHOCTbIO 1 B GONBLUMHCTBE C/lyYaeB B HACTOsLEe BPeMA MCMOMb3yeTca yxe npu
BbIABNEHHOM PYCKe XPOMOCOMHbIX aHOManui nnopga.

KntoueBble cnoBa: npeHaTanbHbIl CKPUHUHT, HEMHBa3MBHAA NpeHaTaNbHaA AMarHoCTuKa,
TprcomuA 21, cunapom [layHa, cuHppom MaTay, cuHapom EaBapaca, MoneKynapHO-reHeTUYeCKnin
aHanus, ceobopHan dpetanbHas JHK.
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New noninvasive prenatal testing is an identification of free fetal
dna in the blood of pregnant women.

Shupyk National Medical Academy of Postgraduate Education,

Medical Center “The Reproductive Genetics Clinic “Victoria”
Aim. A review of scientific literature on the molecular-genetic analysis of free fetal DNA in the
blood of pregnants in order to identify fetuses with trisomy 21, 18 and 13.
Results. Review of the scientific literature regarding the molecular genetic analysis of ffDNA
showed that the main advantage of the method is the detection of> 99% of trisomies 21 and
18 in a fetus with a false-positive rate <1%, which is significantly more effective than other
screening protocols. For trisomy 13, which frequency in the population to 30 times less then
trisomy 21, the detection rate up to 80% with a false-positive rate of 0.05%.
Conclusions.The method of non-invasive prenatal diagnosis is the most efficient of the existing
screening tests for singleton pregnancies with high specificity and in most cases is used when
the risk of chromosomal abnormalities is already defined.
Key words: prenatal screening, non-invasive prenatal diagnosis, trisomy 21, Down syndrome,
Patau syndrome, Edwards syndrome, molecular genetic analysis, free fetal DNA.
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NPO-3ANAJIbHN CTATYC TA IHCYNIIHOPE3UCTEHTHICTb B
EHE3I METABOJNIMHOIO CMHAPOMY

HauioHanbHa megnyHa akagemis nicnagmMniIoMHOI OCBITH

imeHi MJ1. Wynnka
Bctyn. 3rigHo cyuyacHux yaBneHb, iHcyniHope3ncTeHTHICTb (IP) % ue nepBrHHe cenekTMBHe
i cneundiuHe nopyweHHA 6ionoriyHoil Ail iHCYNiHa, WO CYNPOBOAXKYETHCA 3HUXKEHHAM
yTunisadii rnioKo3un TKaHMHaMK, NepeBaxHO CKeNTIETHMM M'A3aMK, Ta NPU3BOANTb [0 XPOHiYHOT
rinepiHcyniHemii (I'1).
Merta. Bu3HaueHHsA npo-3ananbHOro CTaTycy Ta MOro 3aneXHiCTb Bif piBHA iHCYNiHeMIl y XiHOK
3 MC Ta CIKA.
Matepianu. NpoBefeHO KoMMeKcHe KNiHiYHe 0OCTEXEHHA CTaHy PenpPOAYKTUBHOIO 340POB'A
y 33 XiHoK penpogyKtusHoro BiKy 3 ClKf, 35 xiHok 3 MC i 54 300poBUX NaLiEHTOK, O CKNanu
rpyny KoHTponio (KI). BusHaueHHA BMICTY iHCYniHy Ta iHTepnelikiHy-6 (IJ1-6) y nna3mi KpoBi
06CTEXEHMX XKIHOK NPOBOAWY HA iIMyHOPEepMEHTHOMY aHanizaTopi-GoToMeTpi BUPOOGHMLTBA
“Avareness Technology”. IMyHodepMeHTHe gocigkeHHsA ELISA BUKOHYBaNOCh 3 BUKOPUCTAaHHAM
[BOX cneumndiyHmx aHTUTIN. Bumip onTuyHOI winbHocTi npoBefeHo Ha doTtomeTpi MSR-1000
(Syntron, USA, 1995). EHgOKpUHONOriYHi oCnigKeHHA NpoBeaeHi B nabopaTopii eHAOKpUHONOTr i
3 rpynoto Gioximii Y «IHcTuTyT MAT AMH YKpaiHu» (3aB. nabopaTtopi€to — 4. mega, H., npodecop 3.b.
XomiHcbKa).
Pesynbratn. NMokasaHo, wo Ha i MC cnocTepiraeTbca rinepiHcyniHemis, Wo natoreHeTUYHO
B3aEMOMOB'A3YE OXMPiIHHA, NOPYWEHHA KapborigpaTHoro metaboniamy, apTepianbHy
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