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Crpareris npeHaTanbHOro CKPUHIHIY BPOMXEHOI
Ta cnapkoBoi naronorii B yMoBax pedopmMyBaHHS

nepuHaTtanbHOI AOMOMOrU

C.b. ApbysoBa’, B.M. Actaxos?, M.l. HikoneHko'

{IloHeupbKuii 001aCHUIl CrIeliai30BaHuii IEHTP MeJUYHOI TeHETHKH Ta NPEHATAIbHOI J[iarHOCTHKH
2JloHenbKyii HallioHAJIbHUI MeuyHuil yHiBepcureT iMm. M. T'opbkoro

CyuacHi JoCATHEHHs IPEHATAJIbHOI AiarHOCTUKH JI03BOJIAIOTh BUs-
BUTH IIMPOKHII CIIEKTP BPOXKEHOI Ta CIAJKOBOI NATOJIOTii Bjke Ha
PaHHIX TepPMiHAX BariTHOCTI IPH BUOOPI ONTUMAJIBHOI CTpaTerii Ta
CTaHapTH3alii KOKHOTO eTarny obcTeskeHHs1, PYHKIOHYBaHHi cHC-
TEMH Bi/[TIOBiIHO{ Mi/[ITOTOBKHU Ka/IPiB, KOHTPOJIIO SKOCT if ayuTy pe-
3yabTariB. Y po0OTi Ha miJCTaBi pe3y bTaris BIacHOro 12-piuHoro
JIOCBi/ly IPOBe/IeHHs] IPEHATAIbHOIO TeHeTHYHOTo CKPHHiHTy I TpH-
MecTpa BU3HAUeHO HeOOXi/Hi opraHisauiiiHi ymoBu ioro edexrus-
HOCT.

Kntouogi cnosa: dononoeosa diaznocmura, npenamanvnuti eenemu-
Huil CKpunine, 6po0IICei 6adu Po3GUMKY, XPOMOCOMHA NAMONOZI.

P03p06]ICHHH CKPUHIHTOBHMX METO/IB JIOIOJIOTOBOTO O0CTEKEHHSI,
CIIPSMOBAHUX Ha HOIIYJIAIIIO B IIJIOMY, /1€ MOKJIUBICTD BILIMHY-
TH Ha 4aCTOTY MOIMPEHOI BpojuKeHoi natostoril. [Ipenartanipuuii rene-
TUYHIIT CKPUHIHT, KUl OEHYE JJabopaTOpPHi i KIIiHIKO-liarHoCTHYHI
METO/IH, CTaB HEBI/T EMHOIO YaCTHHOIO KOMIIJIEKCHOI JIOII0JIOTOBOI Jiiar-
HOCTHKH, JIOBIBIIH B YCbOMY CBIiTi CBOIO BUCOKY eheKTuBHiCTb. Y cTa-
HOBJIEHO, 1110 B Pa3i 3aCTOCYBaHHA Cy4aCHUX METOJIB IpeHaTaJbHOi
JIArHOCTHKY MOKHA BUSIBUTH 10 95% XPOMOCOMHIX aHEYTIIONIIN i 10
80% noumpenux Bpozpkenux Baj po3sutky (BBP) mona [1, 6,9-13].
BoaHouac, He3Baskatouu Ha Te, 110 JI0TI0JI0T0B CKPUHIHTOBI 06CTeKeH-
HsI IIPOBOJIATH y Garathox perionax, vacrora BBP B Ykpaii nporsirom
OCTaHHIX JecATUpiY BCe Ie 3AIMIIAETbCA BHUCOKOIO, 2 MAJIOKOBA
cmepTHicTb y 20—-30% criprunHeHa reseTiHo0 natosorieio [3, 5]. e
3YMOBJIIOE HEOOXiHiCTh BUOOPY eheKTUBHOI HayKOBO 0OIPyHTOBAHOT
KOHIIEIIIT IIPeHaTaJbHOI JIarHOCTUKY BPOAKEHOI Ta CIIaIKOBOI I1aTo-
Jiorii i npuitHATTS Ha ii OCHOBI BizioBiHOT HarionanbHOi [Iporpamu.

Mera poGoTH: y3arajibHEHHsT BAaCHOTO 12-pidHOro 10CBiLy mpo-
BeJIEHHSI TPEHATATbHOTO TEeHETHMYHOTO CKpHUHiHTY | TpumecTpa
BariTHOCTi Ta BU3HAYEHHS OCHOBHUX OPraHisalliiiHuX MOJIOKeHb /st
panHboi eexTuBHOI MpodimakTiku BBP.

MATEPIAJZIN TA METOAN

[Tpoanasizosano pesysbratn 98 360 CKPUHIHTOBUX JIOCTi/UKEHb B
11*1 — 13*6 Tyk BariTHOCTI 3 BiZIOMUMU KATAMHECTHUYHUMU JAHUMU.
Kowmruieke meTo/iB BkitouaB yibTpasBykose gocripkeHus (Y 3/1),
GlOXiMIYHMIT CKPUHIHT MapKepiB MAaTEPUHCHKOI CHPOBATKH, PO3Paxy-
HOK IHAUBINyaJIbHOrO PU3MKY BAriTHOI Ta IHBasUBHI MaHiILyJmii y
cdopMoBaHKX IPyIIaxX BUCOKOIO FeHeTUYHOIO PU3UKY. Y ci eTalu 1po-
Bouu Gesnocepeanbo B Hamomy enrpi 3a cucremoro OSCAR (One
Stop Clinic for Assesment of Risk), mo nepenbavae orpumanus pe-
3yJIbTaTiB TIPOTSATroM 1—2 JHIB.

[Iporoxon Y 3/1 I rpumectpa, sixe npoBoamn i gac KTP mmoza
Bijt 45 MM 10 84 MM, 060B’I3KOBO BKJIIOYAE OIIHKY eXorpadiaHux Map-
KepiB XPOMOCOMHOI TaTOJIOTii (TOBIIIIHA KOMipIIEBOTO MPOCTOPY, Ha-
ABHICTB/BIZICYTHICTD KiCTOK HOCY; (PPOHTOMAKCHIAPHUII KT, TPHU-
KYCITi/la/IbHa Perypritailis, KpOBOTIK Y BEHO3HIll MPOTOIL), a TAKOX
aHaTOMIYHUX CTPYKTYP (FOJIOBHOIO MO3KY, Cepld, LIJIyHKa, HUPOK, ce-
YOBOT'O MiXypa Ta KiHI[iBOK).

PiBni GioxiMiurux Mapkepis I TpumecTpa — IIalieHTapHoro Oijika
PAPP-A (pregnancy associated plasma protein A) i Bisbroi B-cy6ou-
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HHUI XopioHiyHOro ronagorporiny (fB-XT) BUMIPIOIOTBCS METOIOM
imysodaryopectientHoro TRACE-ananisy Ha Tect-cucremMax BUPOO-
mnnrBa «BRAHMS» (Himewunna). Pospaxynok inausigyansHoro re-
HETUYHOIO PU3UKY BUKOHYIOTH 32 JIOIIOMOI0I0 KOMII'I0TepHO] I1porpa-
mu «Astraia» (Himeuunna). Iloporosi sHadenHs iHANBIZAyaIbHOTO PHI-
suky: st cunapomy daywa (C/1) — 1/250, nost cunzipomis Exsapzca
/Iaray — 1/100.

Y lentpi, skuil Hapa3i eAUHWIT B YKpaiHi OTPIIMAaB aKpenTaIlifo
y Mikaapoziii opranizarii Fetal Medicine Foundation (FMF, Besu-
ka bputanis), BIPoBajzkeHO cUCTEMY KOHTPOJIO sKOcTi. Yci Jikapi
npenaraibHoi giarnoctuku Hentpy matots inensii FMF, npoxozasrs
MIOPIYHMIT YT CBOIX pe3ysibTatiB. PazoMm i3 BHyTpilTHiM KOHTpOJIEM
HIOMICSITST TIPOBOJISITH 30BHIIITHINT KOHTPOJIb SKOCTi bioximMiuHOTO
ckpuninry B eporeiicpkiii cucremi UK NEQAS.

THBaguBHi MaHinyJIALil BKIIOYAIOTH GiOICII0 BOPCUH XOPioHA,
Tpcha6110MiHaJle1/1fx’1 aMHioIleHTe3, Tpcha6[[OMiHa]IbHy Hioncio
IUIALIeHTH, KOpZOIeHTe3. BUroToBieHHsa mpemapariB MeTadasHIX
XPOMOCOM 3 GionTaTy IJIAeHTH MPOBOATD «IPSIMIM» METOOM [2].
g kyJbTUBYBaHHA aMHIOTUYHOI DiAMHKM BUKOPUCTOBYIOTH CTaH-
JIApTHY METOZINKY 3 BIaCHIMH Moandikarisamu [7].

Otrpumani pe3ysbTaTH aHATI3yBaJM 32 JOHOMOTOI0 METOJiB
BapiaiiilHOi ~ CTAaTUCTWKHU, MeTa-aHajli3y i3 BHUKOPUCTAHHSM
KOMIT'IoTepHUX Tporpam <«Statistica», Bepcist 6.0 (StatSoft Inc.,
CIIIA) ta Microsoft Excel, Bepcist 7.0 (Microsoft, CIITA).

PE3VYJIbTATU BOCNIAXKEHHA
TATX OBrOBOPEHHS

Y3zaralbHEHO Pe3ysbTaTi KOMOIHOBAHOTO YJIBTPA3BYKOBOTO Ta
GioximiuHoro cKpuHiHTY I TpUMecTpa B obcTeskeHiil BUGIpiti (Tabmis).

Ycboro 710 TPyIM BUCOKOTO PU3MKY XPOMOCOMHOI ITATOJIOTIT 11710~
na Gyaio Brunoueno 1485 saritaux (1,5%). ¥ rpyIii pusuky BUsIBICHO
309 Bumazxis martosiorii, BroYatoun 267 aHEYIIOITiil XpoMOCOM,
CIIEKTP SIKOI IIPE/ICTABICHO Ha MAJIOHKY.

Haii6inpmy ximbkicts ckiaas CJI (164 Bumaaku), 3araabHuUii
CTYHiHb BUABJIEHHs 1Koro 0yB 93,1%, 110 CyTTEBO NepeBUILyE el
nokasuuk y 11 tpumecrpi — 68,9% [9,14]. Kisbkicts xuGHOMO3M-
TUBHUX Pe3yJibTaTiB B oOcTeskeniit Bubipii — 1,2%, yacrora BusiB-
JIEHHST XPOMOCOMHOI marosiorii — 1/5 iHBasMBHUX OCTi/KEHb
(nopiBusino i3 1/27 y Il tpumectpi), 1m0 CBiUUTD PO BUCOKY
edexruBHicTb HOPMyBaHHA IPYIl PUSUKY caMe 3a JaHUMU PaHHbO-
IO CKPUHIHTY. 3aMIIaeThest 000B’13K0BUM i o6crexenHst y 11 Tpu-
mectpi — Y3/, nacamnepen muast giarnoctuku BBP 3 miznboio
Manidecranicio, Ta 6ioXiMidHII CKPUHIHT: aHaIi3 aibga-PeTonpo-
teiny, fB-XT' Ta HEKOH'IOTOBAHOTO €CTPIOJIy /IS BIEPIITe 3BEPHYB-
MIUXCSI KIHOK, 200 aHai3 0HOTO aib(ha-peTonpoTeiny st KiHOK,
obcrexennx y I rpumectpi.

Cutizt 3BepHyTH yBary, o 6msbko 60% Jiteii 3 XpOMOCOMHOIO IMa-
Tosiorieio i 72% aireii i3 BBP GyJio giarnocToBao y BaritHuX MOJIOA-
IIOTO BiKY, MepeBaKHA OiMBINCTD SIKMX HE Masa OOTSKEHOrO aKy-
epPCHKOro abo POIMHHOTO aHaMHe3y. ToMY HeMae iHIIoi aTbTepHaTh-
BU e(heKTUBHO BUSBJISATH BPOJKEHY MATOJIOTIIO TIJI0/1A B 11ill rpyTI, Hixk
MacoBe IMpeHaTajbHe reHeTHYHe CKpHHiHroBe obcTexenHs. Tum He
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Tabnmuys 1

Pe3ynbTat npeHaTasbHOr0O reHeTMYHOr0 CKPUHIHTY B 0GCTEXEHii BMOipLi

Moka3Hukn I TpumecTp
V65 BariTHi Bikom BariTHi Bikom
<35pokiB =35 pokiB
KinbkicTb o6CcTexXeHnx 98360 90098 8262
(100%) (91,6%) (8,4%)
BklO4EHO A0 Fpynm pUsmnk 1485 721 764
A0 rpymu p Y (1,5%) (0,8%)* (9,2%)*
KinbkicTb o4ikyBaHMX 3a BIKkOBMM pPO3MNoAinioM XiHOK Bunaakis C/, 176 108 68
(1,8 /1000) (1,2 /1000) (8,2 /1000)
MpeHaTanbHO BUaABneHo Bunaakis CL, 164 99 65
P (93,1%)* (91,9%) (95,6%)
BusIBNIEHO iHLLOT XPOMOCOMHOI naTtosiorii 145 88 57
KinbkicTe XMMOHOMO3UTUBHUX pe3ybTaTiB 1,2% 0,6%" 7,9%"
pesy (1176 / 98051) (534 /89911) (642 / 8140)
BussneHo Bunaakis BBP 614 441 173

*piBeHb 3HauyLWOCTi BigMiHHOCTE! p<0,01.

MeHIle, Ha 0cOOJIMBY yBary 3acyTOBYE i KOMILIEKCHA JOMOJIOTOBA
JIiarHOCTHKA Y JKiHOK crapiioro Biky. Haui pesysbratu cBiggaTs, 1o
[PU3HAYEHHST {HBA3UBHIX 00CTEKEHD BCIM 6€3 BUKIIOUCHHS BATITHIM
BikoM >35 pokiB — Hesumnpasiano. HeoOxixni audepentiiiopatuii
MiAXiA Ta OUIHIOBAHHA IHAWBIAYAIBHOIO I€HETMYHOIO PU3UKY LI
KOKHOT JKiHKH.

3rigHo 3 gaHuMu TabJHIL, paHHiii KOMOIHOBaHMH CKpUHIHT GyB
npoBezienwii 8262 BariTHUM cTapiioro Biky. Buxozsuu 3 TpauiiitHix
[OKa3aHb /10 PU3HAYEHHS IHBA3UBHIX MaHIIMyJIsIIii, ¢/ 6yJ1o mpo-
Bectn 8262 inBasusni npouexypu. Gaxkruuno 1o rpynu pusuky 6yio
BKJIOYeHO Tiibku 9,2% xinok (764 ocobu). KibkicTs HeoOXigHIX
iHBa3MBHUX MaHiMyJIsNiil B 1i70My ckopoTmiacs Maiike Ha 90%. o
rpyI pusKKy GYJI0 BKIOYEHO TilbKK 7% JKiHOK BikoM 35 pokiB, 12%
— 36 poxis, 16% — 37 poxis, 24% — 38 poxis, 33% — 39 pokis.

JlndepentiifioBanuii mijixisi 10 BeleHHsT BariTHUX CTapHInX BiKO-
BUX TPYI 0cOOIMBO BaKJIMBHIT B YKpaiHi, OCKIIbKM TPH 3arajibHiii
TeHJeHLii 10 AITOHAPOKEHHSA Yy MOJIOAOMY Billi, BariTHi crapui 35
POKiB — 1l¢ B OCHOBHOMY KiHKH, fKi 3 Pi3HUX IIPUYNH, YacTille aKy-
IePCbKO-TIHEKOJIOTIYHIX, He MOIJIM MaTH JUTHHY paHime. [Tpusna-
YeHHS IHBA3UBHUX MAHIMYJSIIN CIPUYUHIOE Y 1IUX JKIHOK 0COOMUBY
3AKJIONOTAHICTD, | Y BUMAAKAX OOTSKEHOTO AKYIIEPChKO-TiHEKO-
JIOTIYHOTO aHAMHE3y MOsKe GYTH MOB’SI3aHO 3 OiIBIINM PUSUKOM Tiepe-
PUBaHHSA BariTHOCTI, HiX i3 PU3MKOM HaPOKEHHsI XBOPOi JIUTUHN.

VY 1uinomy, BikoBHil po3roin obcreskenoi BUOIPKK CHiBIAZAE 3
BiZIOMOCTSIMHU 11I0JI0 BiIKOBOTO CKJIajy mHopojijeil Ykpainu [4] i
CBIZMUTD TIPO T€, 1O NPEHATATbHNI CKPUHIHT Y perioni € MacoBoio
[POrpaMoIo, a He TECTYBaHHSM Y CeJIEKTUBHO BiztiGpaniit rpyri. Ile io-
3BOJISIE POOHTH OOIPYHTOBaHI BHCHOBKH IIOJI0 OCHOBHUX TMOJIOKEHD
IIPOBeZIeHHs IIPeHATaIbHOTO CKPUHIHTY.

[Tpo BucoOKi giarHOCTMYHI MOKJIMBOCTI CKPUHIHTOBOI MPOTpamMu
npeHatasnbHoi giarnoctuk BBP y 1 tpumectpi BaritHOCTI ¢BiguuTDH
MOKA3HUK BUSIBJIEHHSI XPOMOCOMHOI TIATOJIOT], SIKHUiT, 32 HAIMMU pe-
3yabTaTam, ckias 1/5 inBasusHuX obcTeskenb. Kpim Toro, e ozmieio

02 - rpucomis 18

a1 - rpucomis 21
03 - rpunaciaia 04 - monocomia X

05 - tpucomis 13 06 - crpykTypHi XpoMocomui abepauii

CnekTp XpOMOCOMHOI NaTosnorii, AiarHOCTOBaHOI
B copMOBaHili rpyni pusmky
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TiepeBaroio PaHHbOTO TIPEHATATBHOTO CKPUHIHTY € HOTO BHCOKA Jiiar-
HOCTHYHA 3HAYYIIICTD IUISI BUSIBIIEHHS UPOKoro criektpa BBP moza
HEXpPOMOCOMHO{ eTioJiorii, y ToMy umcsi JetainbHux Bajl. Biachi nani
CBifuath, mo BKe y | TpuMecTpi BariTHOCTI /1714 IiarHOCTUKY IOCTYIIHI
6msbko 74% Bax [THC, 85% nedektis nepetboi 4epeBHOi CTiHKH,
39% Baji CEUOBHUIIIBHOI CHCTEMI, 58% Ba/l OLIOPHO-PYXOBOTO alapary,
38% BpOIKEHNX B cepIid Miofa, 62% MuoxnHHNX BBP.

3a10pyKoIO JI0CATHEHHS TAKUX TTIOKA3HUKIB CTAIMN JOTPUMAH-
HSl €MHUX METOAMYHUX BUMOT, JabOpaTOPHO-AiarHOCTHYHUX
CTaH/apTiB, BIPOBAKEHHSA YHi(ikoBaHOI CHCTEMH KOHTPOJIO
AKOCTI 1 ayuTy.

Coriji 3a3HAUMTH, 1O 32 OCTAHHI POKM 30LIbIINIACS KiJIbKIiCTh
haxiBILiB, SIKi IPOXO/IMIIN TATOTOBKY Ha 6asi Haioro [lenTpy i Gpamu
y4acTb y KOHrpecax Ta 37i3j1ax, sKi MM IIPOBOAMIM 3 HPOBIAHUMHU
CBITOBUMM eKcIlepTaMu. 3arajibHuii piBeHb NPEHATAIbHOI LiarHoCTH-
K1 B ocTaHHi pok iiicHo noxpamuscs. [Ipote, 3riaHo 3 aHastizom cTa-
TUCTUYHUX Ta JAeMOTrpadhivHIX JAaHUX BUCOKY PE3YJIbTATUBHICTD IIpe-
HATJILHOT JIATHOCTUKHU Y XOJli MACOBOIO CKPUHIHTY He OYJIO JI0CSATHY-
TO B iHmmMX perioHax Yxkpainu. OCHOBHIMI YMHHUKAMH, SIKi 3yMOB-
JIOIOTH TaKy CUTYaIiIo B KPaiHi B IiJIOMY, CTa/IN TaKi.

1. CkpuHiHroBi o6cTeskeHHst (YIbTPasByKoBi Ta GioximiuHi), sKi
MOBUHHI CKJIQ/IATH €/IMHUTT KOMILTIEKC 00CTEKeHb, EPEBaKHO MPOBO-
JATh OKPeMO, 0€3 B3a€MO3B'SI3KY 3 JIIarHOCTUYHUMU OOCTEKEHHIAMH i
aHasli3y iXHbOI eeKTUBHOCTI.

2. He mpoBOATH CIIBCTAaBJIEHHS YUCJIA BUSBJIEHOI TATOJIOTI,
KiIbKOCTI XMOHOIIO3UTHBHIX Ta XUOHOHETATHBHUX PE3YJIbTATIB.

3.V bizbiocti 3akmajis BiacyTHi b0 He BiAIOBIZAIOTH CyJaCHUM
BHUMOTaM ITPOTPAMHU 3 PO3PaXyHKY iHAWBIIyaJbHOTO PUSUKY BariTHOI.

4. He porpumyloTbcs €IMHOT MeTOJ0JIOTIi POBeIeHHS
6ioxiMiuHOrO ckpuHinry. bararo 3aksaiB 1poBoAATh Taki obCTesKeH-
Hst 6€3 HAJIEKHOI TPAKTOBKK PE3YJIbTaTiB, 10 AMCKPEAUTYE TIel BUCO-
KoiH(hOpMaTHBHUIT METOZ B3arasi.

5. Kisbkicrs kBamidikoBanux haxiBiiiB yJibTpa3ByKoBOi MpeHa-
TaJIBHOI IIaTHOCTHKY 3aJMIIAEThCS BKpail Masiofo. Hanmpukian, cranom
na 01.04.13 B Ypaini nanidyerscst tipkn 25 sikapis ¥ 3/] (Brimouaro-
yn 8 sikapiB 3 Hamoro IleHTpy), 110 oTpUMaIn MiKHAPOJHUII cep-
THGIKAT, AKUH MATBEPUKYE HATEXKHY IHATOTOBKY 3 BIMipIOBAHHSI
1Box GazoBux exorpadiunux MapkepiB I Tpumectpa — KOMipIEBOro
rpoctopy Ta Kictku Hocy. Lle 30BciM HecriiBcTaBHe 3 iHIIMMU €BPO-
neficbkiMu Kpainamu i Maiike B 50 pasis Memtie mopiBHsiHo 3 Pociero.

Jlis Toro 106 3MiHUTH cuTyauilo B Kpaini na kpaiue, HEeoOXiHO:

1. 3arBepauty yHiikoBaHi KiiHiYHI MTPOTOKONM HPOBEIEHHS
KOMILJIEKCHOI TIPEeHaTabHOI AiarHOCTUKH, Ki OyayTh Mictutn Gioe-
TUYHI IIOJIOKEHHS, €INHi ﬂa60paTopno-/:[iarnocmqni CTaHfapTH,
TePMiHOJIOrII0, KPUTEPil TPAKTOBKY PE3YJIbTATIB.

2. CtBOpUTH Y KOKHiii 00J1aCTi MEPEKY 3aKJIa/liB MEPIIOTo Ta Apy-
TOTO PiBHA, 1O 3/{ICHIOIOTh CKPUHIHTOBI JI0TI0JIOTOBI 00CTEKEHHS.
BusnauuTi BiAnoBizanbHy ycTaHOBY (3aKJajl TPETBOTO PiBHA), /i€ B
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moBHOMY 00Csi3i BiKe BIPOBA/UKEHO BECh KOMILIEKC CyYacHHUX
JIOCTII/IZKEHD i Ha Ky Oy/ie TIOKJIaIeHO KOOpAMHALHH] (DyHKILi.

3. 3abesrieunty GyHKIIOHYBaHHSI MOCTIHHO /110401 yHi(iKOBaHOT
CUCTEMHU KOHTPOJIIO AKOCTi — OCHOBHOI JIaHKH, IO TIOEAHYE BCi
CKPUHIHTOBI METO/IM 1 3yMOBJIIOE eheKTUBHE MTPOBEIEHHS KOMILTEKCY
JIOIIOJIOTOBUX 00CTEKEHD.

JIBoMa OCHOBHMMM CKJIQ/IOBUMU TaKOi CUCTEMH €:

a) BHYTPIIHIll KOHTPOJIb SIKOCTI, SIKUIT 103BOJISIE CBOEYACHO B~
BUTH Ta BUIPABUTU CUCTEMHI MOMUJIKH B JabGopatopHux abo
(bYHKIOHAIBHIX JIOCTIUKEHHAX 1 3HCHIOEThCsT Ge310CePeIHbO Y
KOJKHOMY 3aKJIa/li. BiH BKJITOYa€e: TOUHe TOTPUMAHHS METOIKI BUKO-
HaHHS JIOCJI/DKeHD; aHasli3 30DKHOCTI Ta BIJITBOPIOBAHOCTI Pe3yJIb-
TaTiB; OIiHIOBAHHS TIPABUJILHOCTI BUMIPIOBaHHA yJIbTPAa3ByKOBHUX Ta
GioximMiyHNX MapkepiB, 00csriB 3i6paHoi aHaMHecTHYHOT iH(OpPMAILi,
PO3paxyHKy iHAMBIyaJIbHOIO PUSUKY BariTHOI;

6) 30BHIMHIA ayauT pe3yJbTariB, 0 SKOrO 3ajydeHi
Bi/IIOBiIA/IbHI KOOpMHYBAJIbHI yeTanoBu/pedepenc-nentpu. OcHOB-
HUMU 3aBaHHSAME ay/IUTY €:

- OIIHIOBAHHS SIKOCTI TIPOBEIEHUX Ha MICIIIX 0OCTEKEHD, 110 J10-
3BOJISIE IPOCTEKIUTH 3a CTYIIEHEM BHSIBJIEHHS TIATOJIOTTT, YHCJIOM XH0-
HOIO3UTUBHUX Ta XMOHOHETATUBHUX Pe3yJbTaTiB. Buxomsuu i3 Biac-
HUX Pe3yJIbTaTiB i PeKOMEH/AIiil TIPOBi/IHNX MiKHAPOAHUX IIEHTPiB
NIpeHaTaJbHO] JialHOCTHKHU, ITIOKa3HUKAMM 33J0BIJILHOI SKOCTI
CKPUHIHTOBOT iporpamu | TpuMecTpa € CTyIiHb BUSBIEHHS XPOMOCO-
MHOT Tiatosiorii He Hikde 3a 80% npu PiBHI XUGHO TOZUTHBHUX Pe-
sysbrati (XIIP) 5-6%. [[o6poio sAKicTIO 00CTeKeHHsT MOKHA BBasKa-
T getekio 85-90% npu pisui XIIP 3-5%. Bucokolo sikicTio ipera-
TJIBHOTO CKPUHIHTY € CTymiHb BusiBieHHs matosorii 90-95% 3
BinmosixanmM pisaem XIIP 1-3%;

- MEHEJUKMEHT SIKOCTI, SIKM 3a6e3neqye emnigemMioJioriyte OIiHIO-
BaHHA BIUIMBY IPEHATAJbHOTO I'€HETUYHOIO CKPUHIHTY Ha 4acTOTy
BBP i npuiinsaTrs HeoOXiHUX OpraHizaliifiHux pilieHs.

TosoBHa pouib y 11pohinak Tyl BPOIKEHOT Ta CIIaIKOBOT HATOJIOTIT
HaJIEKUTh MEJIMKO-TeHeTUUHil cJ1y:KGi, i B yMoBax ped)opMyBaHHst CH-
CTEMH TIePHHATAIBHOI J0MOMOTH HAJ[3BHYAITHO BaKJINBO 30eperti ii
crpykrypy. ¥ Garatbox obsactsix Ykpainu (hyHKII BioBigaIbHIxX
KOOP/IMHYBAJIbHUX 3aKJIa/liB 3 ITPEHATaJIbHOI J[iaTHOCTUKN perioHab-
HOTO PiBHSI BJK€ BUKOHYIOTDH 3aKJIA/I MEIMKO-TEHETHYHOI CTyKOH, B
SKKMX BIIPOBA/UKEHO BCi CydacHi MeTou 1o1os10roBoi giarnoctuku. e
TOBHICTIO BUIIPaB/IaHe, OCKiJIbKI BepudiKailisi IpeHaTaJIbHOro JiarHo-
3y 4acto moTpebye CreniamizoBaHyX MOrHOIeHIX TeHeTHYHNX 00CTe-

skeHb. KpiM Toro, MeToro IpeHaTaybHOl JiarHOCTUKY € He TiJIbKU caM
(haxT cBO€UACHOTO BUSBJIEHHS TTATOJIOT, ajie i BU3HaueHHs ii eTiosorii
i THIIy yCIIaJKyBaHHs, IIPOBEACHHS MEANKO-TEHETUYHOTO KOHCYJIBTY-
BAHHsI | BU3HAYEHHsI IPOTHO3Y MOTOMCTBA B POIHI Ha MailbyTHE.

BUCHOBKHU

Buracuuit 1ocBiz npoBeieHHs /I00T0I0BOI JIIarHOCTUKHY CBiZTYUTD,
110 IUPOKNUIL CIIEKTP BPOKEHOI Ta CIIaJIKOBOI 1aTOJIOTT MOKHA BUS-
BUTHU TIpeHaTajbHo, y ToMy umcai y I tpumectpi Baritnocti. Ipore,
BU3HAYAILHUMU YMOBaMU e(heKTUBHOCTI IIPOrPAMU € BIOCKOHA/ICHHS
CHCTEeMU OpTaHi3aliifHNX 3aX0/IiB, CTAaHAAPTH3AIlisl KOXKHOTO JiarHOC-
THYHOTO eTally Ta BIPOBA/LKEHHS MOCTIIHO AiI040i CHCTEMU KOHTPO-
JIO AKOCTI 1 ayAUTY pe3yJIbTaTiB.

Crtparerus npeHaTtajbHOro CKPUHUHIra BPOXAEHHOW 1
HacneacTBEHHOM NaTosIorMm B ycnoBusaix pepopmMmupo-
BaHUSA NepuHaTanbHOW NOMOLLU

C.B. Apb6y30Ba, B.M. Actaxos, M.N. HukoneHko

CoBpeMeHHbIe JIOCTIPKEHNST TPEHATATBHOM JHArHOCTUKH TIO3BOJIIIOT BbI-
SIBUTbH IIMPOKUIL CIIEKTP BPOKIEHHON 1 HACJIEJICTBEHHOM MATOJIOTH yiKe Ha
PaHHUX CPOKaX OepeMEeHHOCTH TPH BBIGOPE ONTUMAJIBHON CTpaTeruu u
CTAH/IAPTUSALMH KAXKJIOT0 aTala 00c/e10BaHnst, hyHKIIMOHUPOBAHIH CHC-
TEMBI O/ITOTOBKH Ka/[POB, KOHTPOJIs KauyecTBa 1 ay/liTa pe3y ibTaTos. B pa-
GoTe Ha OCHOBE Pe3yJIbTaTOB 12-J1eTHero cOGCTBEHHOTO OIbITA IPOBE/ICHNUSI
[PEHATAIBHOTO TEHETHYECKOr0 CKPUHUHTA | TpuMecTpa onpejiesieHbl Heol-
XO/IMBbIE OPraHU3AINOHHbIE YCIOBHS €ro a(HeKTHBHOCTN.

Kmouegvie cniosa: dopodosas duaznocmuka, npenamanyiolii eeHemuieckui
cKpunuie, 6pOINCOeHIbIE NOPOKU PA3BUMIUSL, XPOMOCOMHAS NAMOIOZUSL.

Strategy of prenatal screening for congenital
and hereditary pathology within the framework
of perinatal care

S.B. Arbuzova, V.M. Astahov, M.I. Nikolenko

Developments of prenatal diagnosis permit to detect a wide spectrum of con-
genital and hereditary pathology in early gestational age. It requires to set an
optimal screening strategy, to provide standartization of every examinations’
stage, appropriate doctor’s training, system of quality control and audit. On
the bases of 12-years own experience in prenatal diagnosis the main condi-
tions for effective prevention of congenital birth defects were determined
Key words: prenatal diagnosis, prenatal genetic screening, congenital malfor-
mations, chromosomal pathology.
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