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CYYACHUMN CTAH NPUPOOXKEHUX BAA, PO3BUTKY NNIOAUHMU

Buwinia aep>xaBHuin HaBYanbHUK 3aknag YkpaiHum

«ByKOBMHCbKUI AepXXaBHUA Meau4yHuM yHiBepcuteT» (M. HepHiBui)

AY «lHcTuTyT cnapgkoBoi natonorii HAMH Ykpaiuun» (M. JIbgiB)

2JIbBiBCbKUIA Mi>XkKOOGIACHUI MeAUKO-reHeTUYHUIN LeHTp (M. JIbBiB)

Meaunko-reHeTU4YHEe KOHCYJIbTYBAHHSI € BaXJIMBOIO
CKNag0BOI0 4aCTUHOIO KOXHOrO etany CUCTeMU MNpo-
dinakTMYHMX 3axopiB, OAHiEld 3 yMOB e(dEeKTMBHOMO
GYHKLIOHYBaHHA AKOI € criBrnpaus akylwepcbKo-riHe-
KOMOTiYyHOi i Meauko-reHeTndHoi cnyx6 MO3 YkpaiHu
B CUCTEMIi FEHETUYHOr0 MOHITOPUHrY. NpodinakTnUyHi
3ax04M Ki KOHLLEHTPYIOTbCS B CUCTEMY NMPODIiNakTUKu,
€ Ha CbOroAHI EONHUM LUASIXOM 3HUXEHHS PiBHA NPUPO-
IDKEHOT Ta cnaakoBoi naronorii. Ix MoxHa posnoainutu
noeTanHo HACTYMHUM YNHOM.

[MpexkoHuenuinHa npodinakTnka BK/IOYAE, OKPIM
caHauii ciMm’i npu NnaHoBaHil BarirTHOCTI, 3axo4m, cnps-
MOBaHi Ha 3MEHLUEHHS PIiBHSA Aii KEPOBAHUX YNHHMKIB
OOBKINNA.

[MpeHaTanbHa giarHoCTUKA NPUPOLXKEHOI i cnag-
KOBOI martonorii nnoga, sika 3abeaneyye BUSBNEHHS, B
nepLly 4yepry, MioAiB, WO MaKTb YLIKOAXEHHS, HECY-
MICHi 3 XXUTTSIM.

CKpUHYIOYi MacoBIi i CENEKTUBHI Nporpamu cepeg,
HOBOHAPOMXKEHNX AO3BONSIOTb BUSIBUTU AEsiKi NaToNo-
riyHi cTaHu i 3ab6e3neunTy agekBaTHy MeauyHy Oomno-
mMory xsopum [10].

Ha cyyacHomy etani po3sutky [, (NnpnpoaxeHi
BaAM) MPakTUYHO BCKOOW BMPOBALXYETHCSH MaCOBUNA
GioxiMiYHMIA Ta YNbTPA3BYKOBUIA CKPUHIHIM, 3aCTOCOBY-
I0TbCSI CENEKTUBHI OOCTEXEHHS B rpyrnax BUCOKOro pu-
3UKyY. [HBa31BHI OCNIOKEHHA PEKOMEHAYIOTb NPOBOAN -
TV BariTHUM XiHkam BikomM 3a 35 pokiB. HaronowyeTbcs
Ha HeOOXiAHOCTI PaHHbLOI YNLTPA3BYKOBOI AiarHOCTUKN
B | TpUMecCTpi BariTHOCTI. Ha cborogHi B NpakTuyHy ai-
SINbHICTb MOCTYMOBO 3aMPOBAAXYIOTbCS HOBITHI NpeHa-
TaslbHi TEXHOJOrNIT: MOLWYK Ta OOCIOKEHHS KIITUH rnioaa
B MaTEPUHCbKIN KPOBI, BUBHAYeHHsI deTanbHNX CTOBOY-
POBUX KNITUH Ta HYKJIEIHOBMX KUCAOT Yy Nna3mi maTepi,
ADAM 12 Ta iHWMX NOTeHLjaNIbHMX CUPOBATKOBUX Map-
kepiB. OCTaHHIM YacoM LIMPOKO 3aCTOCOBYIOTLCS Me-
Toau petockonii Ta emOpiockonii Ak i3 AiarHOCTUYHOIO,
Tak i 3 nikyBanbHOIO MeTol0. Llii meToan BMKOPUCTOBY-
toTbCs He nuwe ang M4, a n gna detanbHoi Tepanii Ta
xipyprii (BHYTPilWHbOYTPOOHA TpaHCcniaHTauis remo-
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NOETUYHUX CTOBOYPOBUX KNITUH (BPOIXKEHI iMyHoOedi-
LUMTHI cTaHW Ta remornobiHonarii), BHYTPILUHbOKITUH-
Ha OOCTaBka FeHEeTMYHOro Martepiany 3 JikyBasbHO
MeTolo (xBopoba [ioweHa, MykoBicuuaoo3), heTocko-
niyHa reHHa Tepanis BPOMKEHUX Baf, JiereHb, detoc-
KOMiYyHa OK/II03ia Tpaxei Npu Baxkux giadparmManbHUX
kunax) [6].

CyyacHuin piBeHb PO3BUTKY MEOMUVHWU Y PO3BU-
HYTUX KpaiHax pos3sonsie pocsaratn 90% BMXMBaHHS
BCiX HOBOHapomxeHux 3 MNBP npotarom 5 pokis, ane
PS40, HO30M0riN CTAaHOBAATb BENNKY MEANYHY, coLjiasb-
HY, €KOHOMi4yHy npobnemy, TOMYy MOLIYK MiABULLEHHS
edEeKTUBHOCTI NpeHaTanbHOI AiarHOCTUKM (0COBIMBO Y
CiM’AX 3 0OOTSXKEHUM PenpoaykTMBHMM aHaMHEe30M) Ta
NPEKOHLENUINHOI NPOdiNnakTUKn NPOBOOUTLCH HAYKOB-
usiMum 6araTtbox KpaiH [5,10].

[MBP 3ymoBneHi XxpOMOCOMHUMUN, FEHHUMWU, TEHOM-
HUMUW MyTauisgsMKn y 6inbLUIOCTi BUNaaKiB BUHMKAKOTb BHa-
CNiAOK HOBUX MONEKYNSAPHUX CTaHIB reHa 4M reHoMmy
ab0 ycnazkoBylOTbCS. BOHUM MOXyTb GyTn 3yMOBIEHI
3aMiHOI0 OCHOB, JeneLiil, BcTaBk/ abo NepecTaHOBKM
HYKEeOTUAIB BCEPEAVHI reHa, 3CyBY PaMku 34MTYBaH-
H$1, MOBTOPIB TPUHYKeoTuais [20].

YacTka XpOMOCOMHUX i FTEHOMHUX MyTauin 4OCUTb
Benunka, Tak, 3a gaHumu Mueller Taki nopyLeHHs € y
TPETUHM BCiX ABOTMXKHEBUX 3apoakiB [16]. binbLia yac-
TVHA 3 HUX TMHE BHYTPILWHbLOYTPOOHO, MEPEBAXHO B
nepLUInin TPMMECTP BariTHOCTI.

YacToTy XpOMOCOMHOI Natoforii y HOBOHapoaXe-
HMUX BCTAHOBJIEHO AOCTaTHbO MOBHO. Libomy cnpusanm
6e3BMOIPKOBI LUMTOreHEeTUYHI O0C/ioKEHHS BCIX XNBO-
HapomxkeHunx y paai nabopatopin CLUA, Kanagu, OaHii
i WoTnaHgji. 13 54749 pitei, XpOMOCOMHI aHomanii
BcTaHoBNeHHi y 330, ane y 4yacTuHi Bunaakie ue oynu
36anaHcoBaHi NnepebynoBu, ki He MOXYTb PO3LiHIOBa-
TUCS K XPOMOCOMHi XBOpobu. 3arasibHe 4MCio HOBO-
HaPOMXEHNX 3 XPOMOCOMHUM amncbanaHcom — 0,34%.
Bigomo, Wo 3HayHa YacTuHa giter 3 XPOMOCOMHUMM
3axXBOPIOBAHHAMU HAPOOKYETLCA MEPTBMMU. 3a JaHUN-
MW OesK1X aBTOPiB CyMapHO cepen, HOBOHAPOLXKEHNX i
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aiten, aki noMepsan y nepuHatanbHOMy nepioi Xpomo-
COMHi XBOp0OOM 3ycTpivatoTbes i3 yactoTolo 1:200 [28].
Cnin, Takox 3ayBaxkuTu, WO BeMKa KinbkiCTb BariTHOC-
TeN, sKi 3aKiHYNANCS 3aBMUPaHHAMW Ta BUKUAHSAMMN Y
nepLuoMy TPMMECTPI — Manu 3apoaKu i3 TPUCOMIED NO
21, 18, 13 xpomocomi, 45, X, noninnoigito, a TakoxXx iHwi
naTosIoriyHi kapioTMnm y matepianax gocnigkeHb 149
BUKMOHIB Ta 3aBMEPJIUX BAriTHOCTEN Yy MepLioMy Tpu-
MecTpi (3a gaHnmMu aBTopiB, fki'y 1999-2005 pp. npo-
BOAMNW AocnigXeHHs Ha 6a3i KopHenbcbkoro yHiBep-
cuteTy y Hblo-Mopky) [26].

YactoTta BpomkeHux aHomanin y M. Knesi cepepf,
yCix BUxoAiB BaritHocTemn cknana 36,23+0,61%o (cepen,
XnBoHapomxkeHnx — 37,19+0,68%o0, MepTBOHapoOaXe-
HUX — 27,38%4,17%0, caMOBINbHUX Ta iHAYKOBaHMX 3a
MeOVYHUMM MoKa3aHHAMK abopTHUX NoAiB, SAKi Mia-
TBEPO)XKEHi NaToforoaHaToOMiYHUM  OOCHIOXKEHHAM  —
27,82+1,93%0) [3]. HYacToTa reHeTu4yHMX NopyLUEHb 3
BPaxyBaHHSAM PO3PaxyHKOBMX BEIMYMH Cepen camMo-
BiNIbHUX BUKMOHIB gopisHioBana 61,14+0,81%o.

BuaHauyeHo ctpykTypy BBP cepen HoBOHapomxe-
HUX M. Knea 3a gaHMMU FeHEeTUYHOrO MOHITOPUHTY:
NPUPOAXeHi Baan cuctemn kpoBoobiry (Q20-Q28)
- 21,13%, npupoaxeHi Baan i aedopmadiji KicTKOBO-
M’a30B0oi cuctemmn (Q65-Q79) — 19,96%, npupoaxeHi
BaAM Po3BUTKY cTaTeBmx opraHis (Q50-Q56) — 11,72%,
WinvHM ryébu Ta nigHebiHHa (Q35-Q37) — 4,48%.

PospaxosaHo 4yactoty MBBP y m. Kuesi: cepeg
XMBOHapomkeHnx BoHa popisHioBana 1,02+0,11%o,
MEepPTBOHAPOMXKEHUX — 7,82%0, CAMOBINIbHUX Ta iHAY-
KoBaHMx abopTHMX nnopie — 8,13%1,05%o0. 3aranbHa
yactota MBBP cepen BunagkiB XuBO-, MepTBOHa-
poaxeHux Ta abopTHUx nnogis cknana 1,73+0,17%o.
OxapakTepu3oBaHa cTpykTypa MBBP y HapomXeHux
xueumn: 13,15% — renna natonoria (7,89% - ayto-
COMHO-A0MiHaHTHa, 5,26% — ayTOCOMHO-peLecunBsHa),
19,74% — xpomocomHa; 32,89% — mynbTudakrTopianb-
Ha natonoris, 13,16% — BpOOXEHi Baan €K30reHHOro
noxomxeHHs, 13,16% — cnopaauyHa natonoris, 3,95%
— XBOPOOU 3 HEBIAOMMM TUMOM ycnaaKyBaHHs, 3,95% —
XBOPOOW 3 HEBM3HAYEHUM TUMOM YCMaZKyBaHHS.

Brn3HaveHOo 3aranbHy 4acToTy cuHapomy JlayHa y M.
Knesi — 1,25+0,11%o0. Cepen XMBOHAPOOXEHNX BOHA
cknana 1,24+0,13%o0, CaMOBINIbHUX Ta iHAYKOBAHUX
abopTHux nnoais — 1,51+0,46%o0. MNMuToma Bara pery-
NAPHUX TPUCOMIA cepen, 0OCTEXEHUX LMUTOreHETUYHO
npobaHajs (88,66%) popisHioBana 93,02%. Mutoma
Bara ycnagkoBaHux MyTaLiii cepef, 06CTeXeHnX cimen
npob6aHaa cknana 4,55+3,91%.

BuaHayeHo CTPYKTYpy BPOAXKEHOI Ta CNaaKoBOi na-
TONOrii B IKAPHAHOMY PEECTPI: cepen reHHoI naTonorii
40,71% cknanu ayToCOMHO-pPeLLeCcrBHI xBopobu, 38,05
% — ayTOCOMHO-AOMiHaHTHI, 10,44% - cnopaguyHi,
4,78 T1a 1,24% — X-34enneHi peuecuBHi Ta AOMIHAHTHI
BiANOBIOHO; MMTOMAa Bara naTtoJIOri4YHUX CTaHIiB 3 He-
BiIOMUM TUMOM YycnaakyBaHHs aopiBHioBana 4,60%,
XBOPOO6 reHOMHOro iMnpuHTUHry — 0,18%. Cepep, xpo-
MOCOMHMX XBOPOO natonoris aytocom cknana 83,33%
3 nepesaro cuHapomy [ayHa (64,18%), ctateBux
xpoMmocom — 16,67%. BcTtaHOBNEHO piBeHb cerpera-
LiMHOI Ta MyTaLiNHOI KOMMOHEHTU cepen reHeTUYHOI
naTonorii: YacTka ycnagkoBaHUX MyTaL,ii cepef, reHHNX
XBOpPO6 3 BiAOMUM TUMOM yCnaaKyBaHHSA OOPiBHIOBaNa

88,75%, HabyTux myTauin — 11,25%; cepen Bunagkis
XPOMOCOMHOI NaToJI0orii ayTOCOM Y CiM’siX, 0OCTEXEHUX
LMTOreHeTNUYHO, YacTka yCrnaZKoOBaHUX MyTaLili cknana
16,95%; HoBmx myTauin — 83,05%.

3MiHM MOKa3HWKIB HapPOAXYyBAHOCTI, CMEPTHOCTI,
TPMBANOCTI XUTTSA CBigYaTh NPO MNOMMUONEHHS OeMO-
rpadiyHoi Kpnaun y Hawwiin kpaiHi. Halibinbw Barommm
KPUTEPIEM OLHKM CTaHy 340POB’A nonynaii, BNanBy
daKkTopiB 30BHIWHLOrO CepenoBuulla SBASIOTbLCA MO-
Ka3HMKWN CTaHy HOBOHAPOIXEHUX, @ BlaCHe PO3MOBCHO-
IKEHICTb cepepn, HUX Bag, po3BuTKy. [aHi nitepatypu
CBig4aTh, LLO BPOOXKEHI Baay pO3BUTKY 3yCTpivalOTbLCA
B cepeaHbomMy y 3-7% aiten, wo Hapoamnucs, aB 15%
Takux OiTeA BOHU HECYMICHI 3 XUTTAM. AKTyasibHICTb
npobnemun O0CnioKEeHHS PO3MNOBCIOAXKEHOCTI BPOAXKe-
HUX Ba PO3BUTKY, K OAHOrO i3 METOAiB KOPEKTHOI
OLHKN 300PO0OB’A HOBOHAPOOXKEHNX Ta MEANKO-EKOSI0-
riYHOro cTaHy TEPUTOPIi ANKTYE HEOOXIAHICTb N04AaTKO-
BUMX OOCHIAXEHb LIbOro NUTaHHs [2].

PeTpocnekTnBHe BUSIBAEHHS OiTEN 3 BPOLXKEHM-
MU BagamMu PO3BUTKY, WO nposogmnocs B Pocii (M.
HoBoky3HeLbK) O0BENO, WO B 3arajibHin CTPYKTYPI
BPOKEHNX BaL, PO3BUTKY NMpeBanoTb AedekT pos-
BuTKYy LIHC (aHOManii ronoBHOro ta CMMHHOIO MO3KY)
— 22,4%, MHOXWHHI Bagu po3Butky —19,33%), aHomanii
PO3BUTKY CEHOBUAINBHOI cuctemu — 16,94%, nedektun
KICTKOBO-M’s130BOi cuctemun — 15,28%, iHwi — 15,27%
[13].

Cepen Bag po3BUTKY HEPBOBOI TPYOKW HaivacTiwe
3yCTPIYaETbCHA CMMHHOMO3KOBa rpuxa (141 BuMnagok,
abo 4,56 Ha 10000 HapoaxeHb), Apyre Micue 3anmae
aHeHuedania. Bcboro 3a gocnigxyBaHui nepiog Bu-
aBneHo 132 Bunaakn aHeHuedanii, 3 HUX Tinbkn 9 cno-
cTepiranucs cepen HoBoHapoaxeHux, a 123 (93,18%)
— BUSIBNIEHI NPU NPOBEAEHHI NpeHaTanbHOI AiarHOCTU-
kn. MNMonynauinHa YyactoTa AaHoi Baam cepes HOBOHAPO-
mkeHunx — 0,29 Ha 10000 HapoOKeHb, a 3 ypaxyBaHHSM
nnoais — 4,27 Ha 10000 HapoaxeHb, TOOTO Malixe B 15
pasiB BuLLE. TakMm YUHOM, aBCOMOTHA KiNbKICTb BUMNaL -
KiB Li€i neTanbHOi Baan nonepenXaeTbCa Ha cTafii BHy-
TPILUHBOYTPOBHOr0 PO3BMTKY. PiflLe BCbOro B rpyni Baf,
PO3BUTKY HEPBOBOiI CUCTEMU CMOCTEPIraeTbCs eHue-
danouene. Beboro 3apeectpoBaHo 18 Bunaakie 3 4ac-
ToTol0 0,58 Ha 10000 HapoaxeHb. Take CniBBIAHOLIEH-
HS1 Ba, LLIO BXOOSTh B rpyny AedekTiB HepBOBOi TPYOKN,
CcrnocTepiraeTbcs y 6aratbox BigoMux peectpax. Benn-
KA BHECOK BPOMXEHUX BaL PO3BUTKY B Taki KPU30Bi
MOKa3HMKN, AK OUTAYA 3aXBOPIOBAHICTb, IHBasOHICTb
Ta CMEepPTHICTb, BU3Ha4Ya€ HeoOXiaHICTb BMBYEHHS Yac-
TOTW, CTPYKTYPU | PO3NOBCIOOXXEHOCTI BPOOXKEHNX Bad,
nepeayciMm Ans MiaaHyBaHHS OMNTUManbHOroO 06’emMy
0iarHOCTUYHUX, NiKyBasnbHUX, peabinitauiiiHux Ta, 6e3-
YMOBHO, NpoginakTnyHuX 3axoais [4].

MapiHHA HAPOXKYBAHOCTI i 36iNbLUEHHS CMEPTHOC-
Ti, B TOMY 4nChi guTa4o0i [22], piCT 3aXBOPIOBAHOCTI Ta
iHBanigHocCTI aiTen, wo no.’sa3ani 3 MNBP (0o 40 — 50%
nepuHaTanbHOi cMepTHOCTI Ta A0 30% 3axBOpIOBAHOC-
Ti) BKa3ye Ha HeoOXigHICTb npoBeneHHs edeKkTUBHOI
npodinaktukn NBP, cBOEYaCcHOI Ta afekBaTHOI NpeHa-
TanbHoi giarHocTukm (MA4). Bkpaih HeobxigHMM € Npo-
BELEHHS OaHMX 3ax04iB y CiM’aX 3 penpoayKTUBHUMU
BTpaTaMy B aHaMHe3i (CaMOBIIbHI BUKWOHI, 3aBMepni
BariTHOCTi Y PIBHUX TepMiHax, BMNaOKkM HapOMAXEHHS
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OiTeN i3 XPOMOCOMHOK MaTosIOri€, MOHOMEeHHUMU
cuHOpoMamMm Ta MynbTUdakTOpPHO naTonorieto) [12].

MeTtoaun, 3actocosyBaHi B 1, oouinbHO po3ainn-
TW Ha HenpsiMi, Konn 06’eKTOM AOCNIAXKEHHS € BariTHa
XiHKa, i NpaAMi, KONy gocnioxXyeTbeca cam nnia,. OcTaHHi
MOXYTb OyTW iHBa3BHMMMK (OMNepaTUBHMMM) | HeiHBa-
31BHUMN. OCHOBHE MPU3HAYEHHS HEMPSAMMUX METOAIB
— 0obip XiHOK rpyn BMCOKOro pu3uky Ans noaasnblio-
ro nornubneHoro crioctepexeHHs. MNMopsa 3 6akTepio-
NOFYHUMM OOCHIOXKEHHSMM Ha NPUXoBaHi iHdekuii Ta
aKyLLepCbKO-FHEKONOMYHNI OrNsa, BaXnvea poJib Ha-
NeXnTb MeauKo-reHEeTUYHOMY KOHCYJIbTYBaHHI0. Mpun
LLbOMY BXe Ha PIiBHI XIHOYMX KOHCYJbTaLi XIHKa MOXe
oaepxaTtu iHpopMmaLitlo NpPo Te, YN HaNeXnTb BOHA A0
rpynu BUCOKOrO PU3NKY HAPOOXKEHHS AUTUHW i3 BPO-
[DKEHOO Y/ CNaaKOBOIO NATONONIEID.

HeinBa3msHi metoan N[, 3aCTOCOBYIOTLCS MacOBO
(6e3BMOIPKOBO) i BKJIIOYAIOTh: TPMKPATHE Y/IbTPa3BYKO-
BE 0OCTEXEHHS i3 060B’I3KOBOIO OLHKOIO yNbTPa3By-
KOBMX MapKepiB XPOMOCOMHOI natonorii (KomMipuesui
NPOCTIp, PO3Mip HOCOBOI KICKM Yy NEpPLIOMY TPUMECTPI;
TOBLUMHA LUNNHOT CKIaaKW, CMiBBIAHOLLIEHHSI OOBXUHU
CTErHoBOI KiCTkM f,0 6GinapieTanbHOro po3mipy), a Takox
BU3Ha4YeHHs BioxiMiYHMX MapkepiB CUPOBaTKM KPOBI Ba-
ritHoi (PAPP-6inok, BXI" y nepwiomy TpumecTpi Ta aFP,
BXT, HekoH toroBaHuii ectpion H3). LlikaBnmu € nybnika-
uii Npo edekTBHE 3aCTOCYBaHHA AAEPHO-MArHiTHOro
pPEe30HaHCy AN AiarHOCTUKM BPOOXKEHVX Bag, PO3BUTKY
HepBOBOI TPybkn (OedekTiB CNMHHO-MO3KOBOIo Ka-
Hany, MO3KOBMX CTPYKTYp, areHesii Mo30aMCcToro Tina
[15,21,23], natonorii nnaueHTn (placenta acreta) [7],
a TakoX AesiKMX MOHOreHHuX XxBopob (Helpodidpo-
matody Tuny 1) [11]. BpaxoBytoun gaHi HeiHBa3MBHOI
M BUPIWYETLCA MUTAHHA OOUINBHOCTI NMPOBEOEHHS
iHBa3nBHOro AoobctexeHHs. Jobpe Bigomo, wo 80-
85% iHBa3nBHMX BTPyYaHb 3 MeToto ] npoBOaATbLCS Yy
>XXiIHOK Fpyny BUCOKOrO pu3unky. Y aaHuii yac npobnema
HaOIMHOI LMTOreHEeTUYHOI AiarHOCTUKU niioaa JIloAUHN
BMpiweHa. LLnpoko 3aCTOCOBYIOTbL XOPio-, NAaueHTo-,
aMHIOLLEeHTEe3, KOPAOLEHTES.

Y Benukinn 6a3si gaHux 19 peecTpiB NPMPOoKEHUX BaL,
po3BuTKY 11 EBpONENCLKNX KPaiH NMPOBOAMBCA aHani3
ePEeKTUBHOCTI 3aCTOCYBaHHS YNbTPA3BYKOBUX Map-
kepie onsa MM xpomocomMHux xBopob. Lle nocnigxkeH-
HS BKk/toYano 1738 BunaakiB XPOMOCOMHUX aHOManin
cepen 664340 HOBOHAPOAXKEHNX, MEPTBOHAPOMKEHNX
Ta nepepBaHuX NAOAIB HE 3aNEeXHO Bif, BiKy MaTepi, ke
nposoamnocs B nepiog 1996-1998 pp. HanvacTiwe 3y-
cTpiyaBcsa cuHapom dayHa (n=1050), Tpucomia no 18
napi (n=191), cungpom TepHepa (n=125), Tpucomis
no 13 napi (n=86), Tpunnoigia (n=56). YnbTpa3ByKOBi
Mapkepu 3 BiaxuneHHsamn y 37,7% i3 06CTexyBaHux Ta
y 28,6% nicnst ,OOOCTEXEHD (B T. Y. iHBA3UBHMX) NPOBE-
[eHo enimiHauiio nnogis. Mapkepu manoiHbopMaTmBHiI
(y 5,7%) ona cuHopomy KnanHoenstepa, Ta BUCOKOIH-
dopmatueHi (y 78,6%) ona Tpunnoigii. YytnmeicTb ons
cuHgpomy [ayHa 26,4%. Y 75,9% Bunagkie BariTHOCTI
nepepsaHi, 655 Bunaakie BUSBNEHO 3aBASAKN yNbTpas-
BYKOBOMY CKPUHIHry [17].

JaHi HinepnaHacbkmx aBTOPIB NOKa3yOTh KifbKiCTb
nepepBaHVX BariTHOCTEN y 3B’A3KY i3 BUSIBNEHMUN Ba-
JaMn po3BUTKY i MOPIBHIOOTL ix i3 gaHnmu EUROCAT,

a TakoX aHani3ylTb §K Lie BMIMBAE HA 3MEHLUEHHS
CMEPTHOCTI HOBOHaPOAKEeHMX [32].

3a ysarasibHeHMMN CBITOBUMW AaHUMWN, ePeKTUB-
HicTb M xpoMoCcoMHMX XBOpPOO B cepeHboMY 5%, npu-
yomy OifnblUe NOSIOBMHU BCiX XPOMOCOMHUX MOPYLUEHb
npunagae Ha TpMcomito no 21 xpomocomi. MoganbLunii
nporpec B HanpsiMKy M, XpOMOCOMHUX i FEHHUX 3aXBO-
proBaHb Oyae AOCATHYTUM i3 LUIMPOKUM 3aCTOCYBaHHSAM
METOLIB MOJIEKYNAPHOI LMTOreHeTukn [1].

LLinaxom pi3HMX MeToAjiB npeHaTanbHOI AiarHOCTUKU
BUSIBMISIOTE BiNbLUy YacTVHY BPOMXKEHMX Ba, PO3BUTKY,
XPOMOCOMHY NaTOosOrit0, MOHOFEHHI Ta MynbTudak-
TOPHI CUOPOMMU, B T. Y. HECYMICHI 3 XUTTSAM abo Taki, ki
BeAyTb A0 rMMOOKOI iHBanian3auji, a Takox KypabesbHi
XBOpPOOW, AKi NigAaTbCs YCNILWHIA XipypridHii Kopek-
uii. Papg aBTopis i3 CnoeHii [29] npoBenn oocniokeHHs
wopo M, Baxkoi kombiHOBaHOI natosorii cepus (cTe-
HO3 NlereHeBOoi apTepii i3 4edeKTOM MiXLLIYHOYKOBOI
nepetuHkn CJIA-AMLL) Bkntoya4m iHBa3nBHI METOOU
[O0OCTEXEHHS (LLUTOreHETUYHI Ta MONEKYNSIPHO-TeHe-
TWYHI). Y 19 i3 21 BunaakiB 4OCTOBIPHO AiarHOCTOBAHO
CNA-OMLU i3 pisHMMK BapiaHTaMn OCHOBHOIO CTOB-
Oypy uu rinok (90%), i3 NOCTHATANLHOIO YX NaTtaHaTo-
Mi4HOIO Bepudikauien. AHeynnogji BusaBneHi y 4 i3 25
nocnigxyBaHux Bunaakie (16%) ta wnsaxom dnioopec-
LleHTHOI in situ riopnaunsauii (FISH) ineHTndgikosaHa ae-
neuia 22q11.2'y 6 i3 238 nauieHTiB (26%). 'aTtepo i3 27
nauieHTiB (19%) manu Bagu iHWMX OpraHiB Ta CUCTEM,
11 BariTHOCTeN nepepBaHo, 11 i3 16 HOBOHAPOAXKEHUX
BUXKWIIM Y HeoHaTanbHoMy nepiogi 15 i3 16 (94%, 95%
i3 poBipymm iHTepsanom (Cl) Big, 70 oo 100), no oaHoro
poky Bmxunm 9i3 12 (75%, 95% (Cl) Big 43 no 95) Ta oo
nBox pokie 5i39 (56%, 95% i3 nosipunm iHTepBanom(Cl)
BiA 21 0o 86). NMpoBoaaTbCA AOCNIOXEHHSA NPO A0CTO-
BipHICTb MpeHaTanbHOi gjarHoctukm [18]. Tak rpyna
aBTopiB NpoTarom 43 micsuiB nopisHioBana aaxi N4 ta
aBTOMCiIN. I3 76 nepepBaHmx BariTHOCTEN 3a LEN Nepios,
y 25 BMnaaKax XxpoMOCOMHa natonoris, y 36 mopgono-
riYHi aHomanii po3BuTKy, y 15 iHLLI aKkylwepcbki cuTyail.
MoBHe cniBnafiHHA piarHodiB y 61,1%, BMNaakiB He-
crniBnafiHHA y 0aHOMy OOCHIOXKEHHI He 3adikCoBaHO.
Y 38,9% paHi M nonoBHUAMCA Ha aBTOMCIi, ane oCHO-
BHUIA OiarHo3 cnienaaas.

KinbKicTb  MOHOFE€HHMX 3axBOPIOBAHb, OOCTYMHUX
MOJIEKYNSPHIN aiarHocTuui nepesaxae 1000. Boocko-
HaNIKTLCA ePEKTUBHI Ta YHiIBepCasibHi MeToan — no-
niMepasHoi naHuroBoi peakuii, FISH-meTog. MNpoTte
[aHi MeToaou MaloTb CYTTEBE OOMEXEHHSI BHACNIAOK
BMCOKOI BAPTOCTi Ta KifIbKOCTi HO30/0MYHUX OAVNHULLb.
Y CBITi LUMPOKO 3aCTOCOBYIOTbCSH MONEKYNSAPHO-reHe-
TWYHI Ta BiOXiMiYHI METOAM Y NpeHaTanbHIN AiarHoCTN-
ui. 3okpema npoBeaeHo PobOTY, y SAKi AiarHOCTyBanu
depmeHTOoNaTii y NAoAiB i3 HEIMYHHOIO BOASHKOIO. Y 75
BUNaaKax HeiMyHHMX BOASHOK MPOBEAEHO iHBA3WBHY
M4 i pocnigpkeHo Mykononicaxapugw, ofirocaxapu-
aun, Ta 21 nisocomanbHUii GepMeHT i HaBKONOMIAHNX
BOLax Ta Ky/bTUBOBaHMX amMmHioumnTax. B pesynbsrarti no-
CcTaBfeHo 4 Ta 3anifo3peHo 2 nedekTn Ni3ocoMasnbHUX
depmeHTiB (5,3-8%) [32]. LLUnaxom mMonekynsipHO-re-
HETMYHOrO aHanidy 4iarHOCTOBAaHO NpeHaTanbHO TUPO-
3uHemito Tuny Il [27].

3a 40noMOrolo NpeHaTanbHOrO CKPUHIHIY HE MOXHa
BCTAHOBUTW TOYHOIO AiarHO3y Ta BUSABUTWU BCi BUNAOKU
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aHomarnin, npoTe BiH Jae 3MOry BULOINNTY Fpyny BariT-
HUX, Y SKUX PU3NK PO3BUTKY XPOMOCOMHUX aHOManin
BULLIMI 32 PU3NK YCKNAOHEHb iIHBA3NBHOI AiarHOCTUKMN.
lMpeHaTanbHWIM CKPUHIHT € PISHOBMAOM NOMNYNSLINHOro
CKPVHIHIY i Ma€ OXOmnoBaTu BCiX BariTHUX XiHOK. 3ae-
BiNbLLIOro CKPUHIHI BMKOPUCTOBYIOTb AN BUSIBIIEHHSA
XPOMOCOMHMX CUHOPOMIB Ta NEBHUX Bag, PO3BUTKY: Ae-
dexTiB NnepeaHboi YepeBHOI CTiHKW, HEBPaJIbHOI TPYO-
K. NpeHaTanbHUn CKPUHIHT 3anpoBafXXeHO B MeAUNYHY
npakTuky B 1973 p., konm BnepLue Oyno OBEAEHO YiT-
KM B3aEMO3B’1I30K MiX BIKOM MaTepi Ta pU3NKOM Ha-
POAXKEHHS ANTUHWN 3 CUHAPOMOM JlayHa.

MpeHaTanbHUM CKPUHIHF Mae GyTn MakCumanbHO
TOYHUM, LLO MOXJIMBO JMLUE 3a YMOBU OOTPUMAaHHSA
LiNOi HN3KM BUMOT:

* YiTKOT NPUB’A3KM 40 CTPOKY BariTHOCTI;

* NOeLHaHHSA CKPUHIHrY | Ta Il TpumecTpiB;

* noepHaHHsA OGioxiMiYHOro Ta YyNbLTPa3BYKOBOIO
CKPWHIHTIB;

* MpaBUIbHOIro BUOOPY BioxiMiYHMX MapKepiB Ta Ha-
OiiHOCTI MeToaiB BioXiMiYHOT AiarHOCTUKM;

* HaAiHMX anropuTMiB PO3pPaxyHKy puaukis. Ckpu-
HIHI MOBMHEH BYTU MaKCUMaslbHO LWBUAOKUM Ta Cnpas-
JIGTN MiHIMaNbHe CTPeCOBe HaBaHTAXXEHHS Ha BariTHy.
MauieHTuji HeobxigHO HagaBaTu iHPOpPMaLLilo NPo MeTy
CKPWHIHIY Ta nogansLui Aii y pasi BiGHeCeHHS ii 4o rpynu
puU3KKy.

[Mig yac npeHaTanbHOro CKPUHIHIY PO3PaxyHKnN pu-
31KiB FPYHTYIOTbCA Ha BU3HaveHHi MoM (multiple of
median) — MeAiaHHOI KOHLUEeHTpauii aHaniTy gnas KOH-
KPETHOro CTPOKY BariTHOCTI. [Ans 6inbll TOYHOro pos-
paxyHKy BUKOPUCTOBYETLCS ckopurosaHa MoM - no-
npaeka Ha Macy Tina, Bik, 6aratonnigHicTb Ta pakTopu
pu3unKky (LyKpoBUIA OiabeT, ropmMoHanbHa Teparnis, na-
NiHHA Towo). JlaBopaTopis MOBUMHHA MaTW TOYHI AaHi
Mpo CTPOK BariTHOCTI Ta BCi (pakTopu, HeobXxiaHi ans
po3paxyHKy ckopurosaHux MoM. HenoBHi 41 HETOYHI
DaHi MOXyTb CTaTu AXepenomM 3Ha4HUX NMOMUIIOK Y PO3-
paxyHKy pu3ukis. BinbL AOCTOBIPHI pe3yabTaTtn MOXHa
oTpuMaTu nNpu kombiHauii 3 gaHnmun Y3, 3a pesynbra-
Tamun Y3/, po3paxyHOK CTPOKY BariTHOCTi MPOBOAUTb-
CS Ha OCHOBI BEJINYMHU KYMNPUKOBO-TIM AHOIMO PO3Mi-
py (KTP), a He 3a gaTolo OCTaHHbOi MeHcTpyauii. Ans
pO3paxyHKy p13nky HeobxigHo BpaxoByBaTu gaty Y3/,
KTP, Bigyanizauito KicTOK HOCa Ta TOBLLMHY KOMIPLEBOIro
npocTopy, WO B KoMOiHauji 3 piBHeM B-XIT1 Ta PAPP-A
DA€ 3MOry JOCSArHYTU CTYNEeHs BUSBIEHHS XPOMOCOM-
HOI naTonorii Ha piBHI 92-96%.

PospaxyHok pu3unky — ocHoBa Oyab-sKOT CKPUHIH-
roeoi nporpamun. bazosi 3Ha4eHHS NOPOroBoro pu3n-
Ky B Pi3HUX KpaiHax konvBaloTbes Big, 1:250 oo 1:300.
CKPUHIHF | TpMMeCTpyY Aa€e 3MOry 3aN1eXHO Bif, CTyneHs
pU3NKy BUAIANTA 3 TPynn BariTHUX: BUCOKOrO (pU3nK
>1:250), cepenHboro (pu3uk 1:250-1:1000) Ta HU3b-
koro (pusuk <1:1000) puswnky. BaritTHum BMCOKOro pu-
31Ky NPOBOASATh iHBA3MBHI OOCTEXEHHS 3 NOAaNbLUNM
BU3HAYEHHAM kapiotuny nnoga. OcTaHHIM Yacom Bu-
OiNG0Tb Tak 3BaHy rPaHnyYHy rpyny, B sKii pu3mk cra-
HoBUTb 1:250-1:300. Came B Uit rpyni NPONyCcKaeTbCs
BinbLUICTb CNaakKoBMx aHoManii. Takum xiHkam y |l Tpu-
MeCTPi MOBTOPHO NPOBOAUTHLCS CKPUHIHT i3 BU3HAYEH-
HAM B-XIJ1, a-dpeTonpoTeiHy, HEKOH IOrOBaHOIO eCTpi-
ony. BaritTHum, y siknx NnOBTOPHUIM PU3MK 3aNULLAETLCS

BUCOKUM, PEKOMEHOYETLCSH MPOBEAEHHS iHBAa3MBHOIO
LOoCnigXeHHs. BariTHuM HEBMCOKOro puanky Ha 16-18
TUXXHSAX BariTHOCTI NPOBOAUTLCS CKPUHIHT |l TpUMecCTpy,
wo nepenbdayae BM3HAYEHHS o-deTonpoTeiny. MNnaHo-
Be Y3/ i3 monnnepomeTpieo npoBoautbcsa Ha 20-22
TUXKHSAX BariTHOCTI. Takui CKPUHIHF gae 3mory B 73%
BMNAAKIiB BUABUTM MHOXMHHI Ta i30/1bOBaHi Baau po3-
BUTKY HEXPOMOCOMHOI eTionorii, B 99% — BiakpuTi ae-
deKTN HepBOBOi TPYOKM Ta NepeaHbOoi YHePeBHOI CTIHKM.

[01OBHOIO MPUYMHOIO KiNTbKICHUX XPOMOCOMHWX aHO-
Manin y nnoga € HEPO3XOAXKEHHS XPOMOCOM Y MNPOLLECI
Meroa3y, y pesynbTaTi 9K0Oro BUHUKaKTb XPOMOCOMHO
HEepiBHO3HAYHI rameTn — CNepmMaTo30ign Ta Anuekri-
TUHW, L0 MaOTh 3aliBy XpOMOCOMY abo 3 He0CTauYelo
XPOMOCOMMU. Y4aCTb XPOMOCOMHO HEPIBHO3HA4YHUX
rameT y 3anfigHeHHi NPpU3BOAUTb 4O YTBOPEHHS 3UroT
i3 TprcomisiMm abo MOHOCOMIIMU. TakMM YMHOM, NPO-
LLlec Menoay, Lo 3abe3neyye 3Ha4Hi nepesaru ons suay
B LIJIOMY, CYNpPOBOOXYETLCA MEBHMM BiOCOTKOM Je-
dekTiB Ha iHOVBIAYaIbHOMY PiBHI. YCi MOHOCOMIi enimi-
HYIOTbCS Ha NepeaiMniaHTaLliitHoOMy eTani Y1 B NpoLLeCi
iMnnaHTaujii, 3a BAHATKOM OesKUX BUNaakiB MOHOCOMIi
X. BifbWiCTb TPUCOMIN Ta MNOANINAOIAIA APUNNHAIOTb
pPO3BUTOK Yy | TPUMECTPI BariTHOCTI, OKPIM OeAKUX BU-
nagkis Tpucowmii X, cuHgpomy KnarnHdenstepa (XXY),
Tpucowmii 21, Tpucomii 18 Ta oeaKkmx iHLWNX.

BiporigHiCTb HEPO3XOAKEHHS XPOMOCOM CTaHOBUTb
1-1,5% Ha KOXHY XpOMOCOMHY napy. BincoTok xpomo-
COMHOI naTonorii Moxe 6yTu BULLMM Y XIHOK CTapLLIOro
PEnpPOayKTMBHOIO BiKy, SIki 3a3Hanu BMMBY MyTareH-
HUX haKTopiB, y pasi Bpo4XXeHOi HECTabiNbLHOCTI Meno-
3y, Aii WKioAMBNX YNHHUKIB (BPaxOBYIOUYM SATPOrEHHI) B
nepiog, npeHaTanbHOro Po3BuTKy. BTiM, He BUKIIOYEHO,
L0 XPOMOCOMHA MaTosIoria naoaa MoXxe BUHUKHYTU B
noapyxHboi Napu 6e3 XoaHNX GpakTopiB PUSKKY.

OcKinbkn MPUPOOXKEHI XPOMOCOMHI aHoManii Mo-
XYTb BUHUKHYTU Y ByAb-gKOi XiHKM, @ NPOBEAEHHS iHBa-
3MBHOI NpeHaTasnbHOI 4iarHOCTMKN NOB’A3aHe 3 AEAKNM
PU3NKOM YCKNafIHEHb BariTHOCTI, O6yno pPo3pobneHo
METOAM BUSIBNIEHHS TPYN PU3NKY PO3BUTKY HalOinbLL
3HaYyLLUMX XPOMOCOMHUX aHOMarin 3a 4ONOMOrol He-
iHBa3MBHVX METOLIB (MpeHaTaNbHNI CKPUHIHT).

HanseBnyaHO BaxMBe 3HAYEHHSI MAE BUSIBIEHHS
MeTaboNivHNX BiAXMUNEHb i3 NofanblUMM 3’CYBaHHAM
MexaHi3MiB iX peanisauii B opraHiami Ta MOX/IMBUX Ha-
cnigkiB gns opradiamy nnoga. bioximiyHa giarHocTmka
nepenbayae npoBeAEHHS MOLUYKY OO6’EKTMBHUX MO-
Ka3HUKIB, L0 XapakTepusylTb QYHKLIOHANbHUIA CTaH
opraHie Ta cuctem nnoga. Llen Bug giarHOCTUKM gae
3MOry 3abes3neuynT CBOEYACHE BUSIBJIEHHS MPUXOBA-
HUX 03HaK PO3BUTKY MNOPYLLEHb METAOONIYHNX NPOLECIB
e 3a40Bro 40 BUHMKHEHHS OpraHiyHMX 3MiH i NposiBiB
KNiHIYHOT CUMMTOMATUKMN.

Ockinbku nnig, TiCHO NOB’A3aHMI i3 opraHiaMomM mMa-
Tepi, 3aCTOCYBaHHS PiBHOMAaHITHMX BIOXIMIYHMX METO-
[iB [ae 3MOry KOMIMJIEKCHO OLHUTU CTaH MeTabonivyHnX
nMpoLEecCiB 9K Martepi, Tak i nnoga. Takum YMHOM MOXHa
npoaHanisyBat meTaboniaMm BYMIEBOAIB, Ninigie Ta
a30TOBMICHMX CnonyK. BenetbCsa iIHTEHCUBHUIA NOLUYK
MapKepiB TOrO 4M iHLIOrO 3aXBOPIOBAHHA — AK CMag-
KOBOro, TaK i HabyToro, Lo AalTb 3MOry O4HO3HAYHO
niarHocTtyBaTu neBHy natosnorito. Tak, y 2000 p. 6yno
BiAKPUTO MapkepHi BiNkn, HaABHICTb AKMX Y MYNOBUHHIM
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KPOBI, @ 3rogoM Yy KPOBi HOBOHAPOAXEHOr0 OQHO3HAY-
HO BKa3y€e Ha pU3MK 3axXBOPIOBaHHA OfirodpeHieto, ay-
TU3MOM 4M CUHAPOMOM JlayHa.

Ha paHHix eTanax po3BUTKY MAauLeHTa BUKOHYE
POJb NIEre€Hb, NEYiHKK, LLTYHKOBO-KULLKOBOMO TPAKTy Ta
HMUPOK NN104Q, ane B NPOLECi MpeHaTanbHOro PO3BUTKY
BiAOyBaeTbCA MOCTYMNOBUA nepexin dyHKuiA Big, nna-
LLEHTW A0 Pi3HMX OpraHiB. TepMiH BaritTHOCTI 25-28 Tux-
HIB MOXHa pOo3rsagaTt 9K OANH i3 KPUTUYHUX NepIoaiB,
KON dyHKUiOHaNbHa HEeOOCTATHICTb TOrO YW iHLIOro
OpraHy NposIBNSIETbCA BUPAXKEHUMU BioXiMiYHMU Big-
XUNeHHaAMMU. OuiHKa YHKLOHYBAHHSA BHYTPILLHIX opra-
HiB NN04a, L0 NPOBOAMTLCS 3 YPaxyBaHHAM akKTUBHOCTI
depMeHTIB, piBHS KpeaTuHiHy, 6inipybiHy, Ce4YoBUHWU,
[a€ 3MOry OUiHUTK CTYNiHb EHO0reHHOI IHTOKCKKaLi Ta
CTaH KOMMEHCATOPHUX MEXaHi3MiB, ckopuryesaTtu Tak-
TUKY BEAEHHS BariTHOCTI Ta nonoris [10].

Bnnsbko 5% npupoaxeHnx aHomanin Nos’a3aHi 3
nieto nikapcbkmx 3acobis, 30% 3yMOB/EHi BMIMBOM
GionoriyHmx, QIsNYHKX (Y TOMY YMcni pagiauiiHnx), xi-
Mi4yHMX PaKTOpPIB 30BHILLIHLOIO cepenoBuLla (NoOyTOoBI,
NPOMUCAOBI, CiNbCbKOrocnogapceki), 65% — pesynb-
TaTt KOMBGIHOBAHOro BMMBY (Y TOMY YMCAi NiKAPCbKUX
3acobiB) dakTopiB, 0COBINBO FrEHETUYHUX MOPYLUEHb,
Ta iHWKX gedekTiB cnagkoBoro anapaty. 3a JaHUMu
MiXXHApPOOHUX aocnigxkeHb (1148 MeauyHMX 3aknagie y
22 kpaiHax cBiTy), 6n13bko 85% XiHOK MPOTArom BariT-
HOCTI MpUAMatoTb B cEpeHbOMY 61M3bKO 3 NiKapCbKUx
3aco06iB: aHTMbaKkTepiasbHi, MPOTUAHEMIYHI NpenapaTn
Ta aHanbretTuku. NesHy Hebe3neky CTaHOBUTb NPUIAOM
UMMM XIHKaMX FOPMOHaNbHUX KOHTpauenTueiB. 3a-
JNINLLKOBA KiflbKiCTb rectareHHoro npenapary Tpueanoi
nii peno-npoBepa BU3Ha4YaloTbCs B KPOBI Yepes 9 mics-
LiB nicns o4HOPa30BOi iH’ekuji. AKLW0 BariTHICTb HAcTae
paHille 3a NOBHE 3BiSIbHEHHS OPraHi3amy Bifg, MEAPOKCU-
MPOrecTepoHy, MOXJIMBA MOro TepartoreHHa gis.

Mpenapart aunuTPETUH — CUHTETUYHWUIA aHaNor peTun-
HOEBOI KMUCIOTU — BUKOPUCTOBYETHLCS B NiKyBaHHI BPO-
IDKEHOr0 ixTio3y Ta ncopiady. OauH i3 noro metaboniTis
eTpeTuHaT, Wo Mae nepion, HanisBuBeaeHHs 120 nio, B
€KCMNEePUMEHTI MOXE YMHUTW TepaToreHHy Aito. Maui-
E€HTKW OiTOPOAHOrO0 BiKy MPOTAroM 4 TUXKHIB A0 NO4YaTKy
Tepanii Ta HaCTyMHi 2 poku nicns ii 3aKiHYeHHS MOBUHHI
KopucTyBaTUCA eDEeKTUBHUMN MEeTO4aMWN KOHTpaLen-
Lji.

dakTopamu, Lo BU3HAYAKTb MOXJINBICTb BUKOPUC-
TaHHS Nlikapcbkux 3acobiB y nepuHaTosorii, € 6e3neuy-
HiCTb Ana MaTepi, nepebiry BariTHOCTI Ta niona, 6es-
NeYyHiCTb BigaaneHnx eekTiB (CTaH OpraHiB Ta CUCTEM,
QISNYHNI Ta NCUXIYHMIA PO3BUTOK AUTUHW, BMAMB Ha
MabyTHE MOKOJIHHSA).

[lo kaTeropii X HanexaTb npenapaTtun, TEPATOreHHY
LiI0 9KUX OOBEAEHO B eKCnepuMeHTi Ta KhiHiui. Pruauk
BMKOPWUCTAHHS TakuUx npenapartis, 6e3yMOBHO, nepe-
BaXKa€ MOXJ/IMBY KOPUCTb, TOMY Taki flikapcbki 3acobu
KaTeropmyHo npoTUnokasaHi BariTHAM Ta XiHKam, §Ki
MOXYTb 3aBariTHITU.

[o kateropii D HanexaTb npenapaTun, BUKOPUCTaH-
HS FAKMX Nig, Yac BariTHOCTI MNOB’A3aHEe 3 PU3NKOM.

[MpexkoHuenujinHa npodinakTnka nonsarae y KiiHiy-
HOMY OOCTEXEHHI MOAPYICOKS, caHaLii XPOHIYHMX BOTr-
HULW, iHdeKUji, BUSBMEHHI EHOOKPUHHMX MOPYLIEHb,
XBOPOO MOAPYXOKSA, OOCNIOXKEHHI reHeasoriyHoro ne-

peBa Ta BiTaMiHOTepanii B NepioAi nnaHyBaHHS Ta rnep-
LIOMY TPUMECTPI BariTHOCTI. JloBeAeHO edeKTMBHICTb
npuinomMy GonieBoi KUCNOTU y 003i BinbLue HeobXiaHOT
[o60B0Oi 2-4 Mr 3 MeTo NpodinakTnkn AedekTiB He-
BpasibHOi TPYOKM Ta iHWKX Bag y notomcTtea [31]. Cnig,
3ayBaXnTu, WO NPUPOSHUMU Oxepenamu donatiB €
3HaYyHa KiNbKiCTb NPOAYKTIB Xap4yBaHHS.

[Mpo Te, wo nediunt GonieBoi KNCNOTU Y XIHOK Ai-
TOPOOHOro BiKYy MPU3BOAUTL A0 PO3BUTKY MNPUPOAXKE-
Hoi naTonorii BimomMo Bxe npotarom 50 pokis. edpekTun
HEepBOBOI TPYOKM ABNSOTLCSH OOHVUMU i3 CaMUX CEPIA03-
HUX BPOOXXEHUX Bag, spina bifida Ta aHeHuedanisa. LLLo-
piyHo B CLUA BOHU peecTpytoTbes B 1 BUnaaky Ha 1000
BaritHocTen, a npmbnnaHo 4000 BariTHoCTel nepepu-
BalOTbCS fK CMOHTAHHO, Tak i LWITY4HO i3-3a NOpyLUeHb
PO3BUTKY LEHTPasibHOI HepBOBOI cuctemu nnopa. Y
1964 p. Lancet onybnikyBaB pe3ynbratv A0CiIOKEHHS,
Lo nposoaunocs B Jlisepnyi, B skomy 3 98 XiHOK, L0
Lanv XnTTa aitam 3 gedekramm LeHTpaibHOi HEPBOBOI
cuctemu, y 54 6yno BCTaHOBNEHO NMOPYLLEHHS MeTabo-
niamy doniesoi kucnotu [8].

InlocTpyBatn MOXAMBICTE NPOMDINAKTUKM BPOOXKE-
HUX Baf, PO3BUTKY MOXHa Ha npuknaai obmiHy romo-
umcTeidy. Bigpomo, Wwo roMouncTeiH € NpoaykKTOM ne-
PETBOPEHHS METIOHIHY, OAHOI 3 BOCbMMW HE3aMIHHUX
aMIHOKMCOT, BOJIOAIE BUPaXEHOK TOKCUYHOIO €0 Ha
KNTUHY. N8 3aX1CTy KNITUHW Big, MOrO NMOLUKOLXKYHOHOI
i1 iICHYIOTb cneujanbHi MexaHi3Mun ONng BUBEOEHHSN Liei
CrMoOJIyKM 3 KJITUHW B KPOB. [InA nepeTBOpeHHs Hapg-
JINLLIKY FOMOUMCTEIHY B METIOHIH MOTPiOHI BUCOKi KOH-
LeHTpauii aktmeHoi dopmMn GonieBoi KNCNOTU (5-me-
TunteTparigpodonarta). OCHOBHUM EPMEHTOM, LLO
3abe3ne4vye nepeTBopeHHs POonieBoi KMCnoTn B ii ak-
TMBHY dopmy, ABnAseTbea 5,10-meTuneHTeTparinpodo-
natpeayktaza (MTHFR). 3HMXeHHS akTUBHOCTI LbOrO
depmMeHTa SBNSETLCH OOHIEID 3 BAXJIMBUX MPUYMH
HaKOMWYEHHST TOMOLMCTEIHY B OpraHiami. lfeH MTHFR
y JIOAMHN PO3TallOBaHWIA Ha KOPOTKOMY rMJiedi nep-
woi xpomocomu- 1p36.3. ICHYE aekinbka rMoro anenb-
HWX BapiaHTiB, L0 BUKINKAOTb BaXKy HeOOCTaTHICTb
MTHFR. Hainbinblw 3aranbHuii nedekT acoLiloeTbCs 3
HEBMCOKOIO rineproMounCTEIHEMIEIO B pe3ynbTaTi TOu-
KOBOI MyTaL,ji B 4-My €K30Hi, L0 NOB’A3aHO0 i3 3aMiHOI0
umTo3uHy (C) Ha TumiH (T) B 677 HykneoTuai Big, noyar-
Ky pamMKn 34uTyBaHHS (C677—T). Lle npuseoantb Ao
3aMiHN aMIHOKUCAIOTHOIrO 3aJIULLKY BaniHy Ha anaHiH y
byHKLUiIOHYIOHOMY eH3uMi. B niogert romo3nroTHmMx no
uin myTauii, BigMivaetTbcs TepmMmonabinebHicte MTHFR Ta
3HUXKEHHS akTUBHOCTI depmeHTa npnbnnsHo no 35%
BiflL CEPEAHbOro 3Ha4YeHHs. HasaBHICTb Uiei myTauii cy-
MPOBOOXKYETLCS MNiABULLEHHSIM PIBHA FOMO UMCTEIHY B
KpOBi. IHWKM BapiaHToM nonimopdiamy reHy MTHFR
ABNAETLCA 3aMiHa afeHiHy (A) Ha unTo3uH (C) B nosuuji
1298. Lle npu3BOoanTb A0 3aMiHU 3aNULLKY MOTaMiHY
Ha 3a/MLWIOK anaHiHy B PEerynsaTtopHoMy OOMiHi dep-
MEHTY, L0 CYNPOBOOXKYETLCS HEBEIMKNUM 3HUXKEHHSM
MOro akTMBHOCTI. B niogen romMo3nroTHUX no mytauii
A1298C, BigMi4aeTbCa 3HMXEHHA akTuBHOCTI MTHFR
npu6namnaHo no 60% Big Hopmu. Anenb C677T wupo-
KO PO3MNOBCIOMAKEHM B NOoNynsuii — y NpeacTtaBHUKIB
€BPOMNEenCcbKOoi pacu 4actoTa roMo3uroT cknagae 6ins
10-12%, a reteposuroT — 6ina 50%. 3a yacToToto Ba-
piaHTIB LLbOro anens iCHyl0Tb 3Ha4Hi MiXXPacoBi Ta Mix-
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€THIiYHi BiOMIHHOCTI. HacTiwe BCbOro reH 3yCcTpiyaetbca
y €BpONenLiB, piaLlle BCbOro — y YOpPHOLKipnx adpu-
KaHUiB. Y €Bponi HarimeHLwa YyacToTa anena C677T Bu-
ABNAETLCA Y CKAHAMHABIB, @ HaMbiNblua — Yy XUTENIB
CepensemHoMoOp’s. He3anexHo Bif, perioHy, HasiBHICTb
anena C677T noe’si3aHa 3 NiABULLEHHAM PiBHS rOMO
LMCTEIHY NnasmMm, y roOMO3UroT Le NiaBULLLEHHS BMpa-
XeHe B B6inbLiii Mipi, HiXX Yy reTtepo3unroT. YucenbHi oo-
CNiOXEHHS BUSIBUAW NiaBuULLEHY YacToTy anensa C677T
cepen MaTepiB, 6aTbkiB Ta AiTen npu HasBHOCTI aedek-
Ta HepBOBOI TPYOKM y Nnoaa. BusiBneHa nocutb BUCoka
kopensuia yactotm anena C677T B nonynsauii 3 4acto-
Toto aedekTiB HepBOBOi TPYOKM. Ha aaHmin yac 38’30k
nedekTiB HEPBOBOI TPYOKM y Nioga 3 roMO3UroTHiIC-
Tio Matepi no anento C677T paxyeTbCs AOBEAEHUM.
MpoTe He 3aBXAM PO3BUTOK BULLE3ragaHux aedekTiB
00YMOBNEHNIN HU3bKMM CTaTycoM (onatiB y BariTHUX,
noe.’a3aHuni 3 anenem C677T, WO BKA3y€E Ha BaXK/IMBICTb
afekBaTHOro rnocTynneHHa GOonieBoi KUCNOTU B opra-
Hi3M nig Yac BariTHOCTi [9].

Basso i cnisaBTOpn [19] pocnigxysanu pusmk no-
BTOPEHHSA MPUPOIKEHNX aHOManih B 3aNexHOCTi Big,
3MiHN FEHETUYHUX | eKONoriYHMX HakTopiB y CiM’ax 3
0OTSXEHNM aKyLLEPCbKO-reHeTUYHUM aHaMHEe30M (BU-
nagku NBP). O6¢cTexeHo 8671 XiHOK, Siki Hapoaunun am-
TWUHY 3 AjarHocToBaHo nonepeaHboto MNMBP mix 1980 i
1992, 3 Hux 474 (5,5%) XiHOK HAPOAWSIO iHWY OUTUHY
3 MBP, y 155 (1,8%) Bunaakis 6ynun nogioHi NMBP Mmix
cubcamum abo Haniscubcamu. Y Bunaaky, konu 6ateko
3MiHMBCS, PM3NK NoAibHOI aHoManii 6yB iICTOTHO HUX-
ynm (OR = 0.26, 95% CI). Buwumii couianbHuii ctatyc
OyB noB’s3aHuni 3 6inbLu HU3bkKM pr3nkom (OR = 0.67,
95% Cl) nns cepenHboi rpynu ctatycy i OR = 0.49, 95%
Cl pna HarBuwoi rpynu ctatycy. MigBuLLEeHHs B CO-
LianbHOMyY CTaTyCi MiX ABOMa BariTHOCTAMW aBTOpU
NOB’A3YI0Tb 3HMXXEHHS BUNaAKiB NOBTOPEHHSA [BP.

FckpaBuM NpukNagoM MOCTyny Yy npeHaTtasbHIn
[iarHOCTULI, MOHITOPYBaHHI Ta NPEKOHLENLiINHIN Npo-
dinakTmui Ta NPUYMHOLIO AN ONTUMICTUYHUX NIOXOAIB €
pocnigxeHHs E. Gucciardi Ta cniBaBTopiB, Ae BMBYana-
CSl 4YacTOTa BUHUKHEHHS OedekTiB HEBPabHOI TPYOKM
B OHTapio. PiBeHb konmeaec4 Big 11.7 Ha 10000 BariT-
HocTel B 1986 no 16.2 Ha 10000 B 1995, i 3HM3MBCSA 00O
8.6 Ha 10000 no 1999 p. PiBeHb iHAYKOBAHNX BUKUOHIB
3 NpuYKH faHoi Baaw Bupic 3 17.5 Ha 10000 aboprTis B
1986 0o 50.7 Ha 10000 B 1995 i BNaB 0o 28.7 Ha 10000
B 1999 p. ABTOPU NPUXOASTb A0 BUCHOBKY, LLLO PIiCT Yac-
TOTUK B nepion, 1986-1995 pp. nos’A3aHnii 3 BAOCKOHA-
JIEHHSAM | LLMPOKMM BNPOBAIKEHHSM MpeHaTabHOI aia-
FHOCTUKM, a Pi3Ke 3HMXeHHs 1995-1999 pp. BuknnkaHe
NPakTUYHNUM 3aCTOCYBAHHSAM MPEKOHLENLIMHOI Npodi-
naxkTukm doniesoto kmcnototo [14].

LlikaBuM € oocnigXeHHs Npo B3aEMO3B’A30K NpeHa-
TaNbHOI AiarHOCTUKM, NepepuBaHHA BariTHOCTI Ta PiBHSA
autayoi cmepTHocTi y Kanagi npotarom 1991-1998 pp.
PiBeHb AMTA40T CMEpPTHOCTI KonMBaBcs Mix 6.4 1 6.1 Ha
1000 xmnBoHapooxeHux Mixxk 1991 n 1995. MNoTim 3HKU-
yBanacs oo 5.4 Ha 1000 B 1996 i 5.5 Ha 1000 y 1997.
YacTtota MasitokOBOi CMEPTHOCTI BiA MPUPOIXKEHUX
Bapn 6yna ctabinbHa Mix 1991 n 1995, ane 3HM3unacs
Ha 21% (95% pogipunii iHTepsan, 19-32%) Big 1.86 Ha
1000 B 1995 oo 1.47 Ha 1000 B 1996 1 1997. Ha ocHOBI
[aHuX 0ocnigXeHb 3p061eHO BUCHOBOK, LLLO 3pOCTaHHS

4YaCTOTU NMPEeHaTaNbHO AiarHOCTOBAHMX Bad NPUBOANTD
[0 CYTTEBOIO 3HMXEHHS 3arasbHOi ANTAY0I CMEPTHOCTI
[24,30].

Mpn pocnigxxeHHi 279642 BariTHOCTEN Y BUBYEHIN
nonynauii  MiBHiYHO-CxigHoi ®paHuii (13500 Hapo-
[)KEHb Ha Pik) OyI1 PeTPOCNEKTUBHO YMOBHO PO3AiNEHi
Ha Tpu rpynn 1979-1988, 1989-1993 i 1994-1999. Mix
1979-1988, 1989-1993 i 1994-1999, npeHaTanbHe BU-
SBNEHHS NPUPOAXEHMX Baf, 30inbUMMNOCH BiAMNOBILAHO
Big 12.0% po 25.5% i po 31.7%. OgHak, cepeq nepe-
pBaHWX BariTHocTel Oyno Ginblie Bag MOB’A3aHUX 3
XPOMOCOMHOIO NaToforieto. MowmnpeHiCTb HapOaXKeH-
HS AiTen 3 cuHgpomom ayHa ctana meHwoto Ha 80%
Bio, 1979-1988 no 1994-1999. YytnmBicTb NnpeHaTasnb-
HOIO BUSIBNIEHHS MPUPOOXKEHUX Bapn, OGyna Huk4ya Ons
i30/IbOBAHUX, HXX 019 MHOXMHHMX, NPOTE 3anexana
BiO, BUAY Baau: BMcoka ons nedekTy HepBOBOi TPYOKM
(79.7%) i Bag cevoBuainbHoi cuctemu (50.7%) i HU3bka
051 BpomkeHunx Bag, cepus (16.4%) [9].

OaHUM i3 HariMacLUTabHILWMX OOCHIAXKEHb, O OX0-
nuno nepion, 1950-1994 pp. € nonynsAuinHMn aHania
naHux, HagaHmx BOO3J i Bknoyae 36 kpaiH €Bponu,
cepenHboro Cxony, Asii, AMepukn. BuseneHo, Wwo 3a-
rafibHa AnTa4a CMEPTHICTb 3a AaHWiA Nepiog 3HmM3nnacs
Ha 68,8%, ouTa4a CMepPTHICTb Bif4 NMPUPOLXKEHUX Bapg,
po3BuTKYy Ha 33,4%, NpoTe 3pocna B OesKnx KpaiHax
LleHTpanbHOoi i JTaTuHcbkoi AMepukn Ta CxigHoi €Bpo-
nu. Cepepn NpuYMH MasntoKOBOi CMEPTHOCTI Y [MiBHiYHIN
Ta UeHTpanbHii €Bponi NpupoaxeHi Baan 3aiMaloTb
00 35-40%, 6nm3bko 30% — y AesKknx pO3BMHYTUX Kpa-
iHax, 20% -y pewTi KpaiH. TO6TO CMEPTHICTb B Npu-
pPOAXKEeHVX Bad PO3BUTKY BULLA B KpaiHax 3 nepexigHow
€KOHOMIKOI0, ane ii YacTka B CTPYKTYpi 3aranbHOi AnTs-
YOI CMEPTHOCTI BULLA B PO3BUHYTUX KpaiHax, i Lie CniB-
BiJHOLLEHHS MPsIMO MPOMOpLiHe A0 PiBHSA BanoOBOro
BHYTPILUHbOrO NMPOAYKTY HA AyLly HaceneHHs [33].

Y 2006 poui NpoBeAeHO PETPOCNEKTUBHE OOCHI-
IKeHHs edeKTUBHOCTI MpeHaTanbHOi OiarHOCTUKU Y
Benuko6putanii 3 1985 no 2000 pp. AHanidyBanu Bu-
nagku Bcix 573471 HapooKeHWX aiTel y TepMiHi recTa-
uii 24 TvxHi Ta NnepepBaHi BaritTHOCTi. Bubipka nofjineHa
Ha YOTUPUPIYHI Nepioguv, aHanidyBannca Bagm giarHoc-
TOBaHi NpeHaTtasibHO Ta BUSBJIEHI NMPOTArOM MepLuoro
POKyY XUTTS. Y aHOMy AOCAIAKEHHI noka3aHo, wo 90%
BMNaaKiB aHeHuedanii i Bag nepeaHboi HepeBHOT CTIHKN
LiarHOCTYIOTbCA A0 HAPOAXEHHS, a nuweHb y 70% pia-
dparmanbHi kKunm, 06CTPYKLii XXOBYOBMBIOHNX LUNSXIB
Ta CKeneTHi aHomanii. YacTtka nepepBaHux BariTHOCTEN
3pocna i3 23 no 47 Ha 10000 3apeecTpoBaHux Hapo-
IoxeHb [25].

Cepepn npodinakTnyHMx Nporpam icToTHE Micue 3a-
MIMa€e MOHITOPVHI MPUPOOXEHUX Bad PO3BUTKY [26].
MOHITOPUHI — Le WBNAKOAIIYA Nonepemxyroya cuc-
Tema, 3a 40NOMOrol0 9KOT MOXE 3A4iMCHIOBATUCH BUSIB-
JIEHHS 30H 3 MiABULLEHOIO YaCTOTO NPUPOOXKEHVX BaL,
PO3BUTKY, KOHTPOJIb NPUYMHHUX (PAKTOPIB, LLO BOJSIO-
Lil0Tb TepaTOreHHVMM BNacTUBOCTAMU (BOHU X i nNpu-
3BOANTb A0 BUHUKHEHHS NPUPOOXKEHMX BaL PO3BUTKY
cepen aiten, 9ki ninoanncs ixHin aii B nepion, BHyTpILW-
HbOYTPOBHOIO PO3BUTKY).
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CYYACHUI CTAH NPUPOOXKEHUX BALL PO3BUTKY JIIOAUHU

AHTOHIOK O. ., M'aTeiiko O. 3., Npokonyyk H. M., lenbHep H. B.

Pesiome. Y pobOTi ONMCYETLCA PETPOCMNEKTUBHE OOCNIOXKEHHS ePEKTUBHOCTI NMpeHaTasnibHOi AiarHOCTUKM B
Pi3HNX KpaiHax, po3rnaaanTbes NPodinakTUYHi 3axoaun, ki € Ha CbOroA4HI EAMHNUM LUASIXOM 3HUXKEHHS PIBHSA Npu-
POMXKEHOI Ta CNaaKOBOI NATONOri.

KnioyoBi cnoBa: npnpoaXeHi Baan po3BUTKY, NI0AMHA.

YOK611.012.013(075.8)

COBPEMEHHOE COCTOYHUE BPOXXAEHHbLIX MOPOKOB PASBUTUSA YEJTIOBEKA

AHTOHIOK O. ., M'aTeiiko O. 3., Npokonyyk H. M., lenbHep H. B.

Pesiome. B paboTe onucbiBaeTCcs PETPOCMNEKTVMBHOE UccnenoBaHne ap@eKkTMBHOCTU NPeHaTanbHOM anarHo-
CTUKM B PA3J/INYHbIX CTPaHax, pacCMaTpuBaloTCs NPOodUNakTU4eCckme Mepbl, KOTOpble eCTb HA CEroaHs eAVHCTBEH-
HbIM MYTEM CHUXEHWNS YPOBHSI BPOXAEHHOM U HACNEeACTBEHHOW NAaTONOr .

KnioueBble cnoBa: BpOXAeHHbIE MOPOKN Pa3BUTUS, YENTOBEK.
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CURRENT STATE OF CONGENITAL HUMAN DEVELOPMENT

Antoniuk O. P., Hnateyko O. Z., Prokopchuk N. N., Gellner N. V.

Abstract. The paper describes a retrospective study of the efficacy of prenatal diagnosis in different countries
are considered preventive measures, which are today the only way to reduce the level of congenital and hereditary
diseases.

The metods are used in prenatal diagnosis should be divided into direct and indirect groups. Direct methods are
diagnostic complex with a pregnant woman object. Indirect methods examine the fetus. The indirect method can
be invasive) and non-invasive. The main purpose of indirect methods is a methodology of choosing the women in
high-risk groups for further in-depth observation. An important role of medical and genetic counseling is near to
bacteriological tests for latent infection and obstetric and gynecological examination. It is already at antenatal clin-
ics woman is possible to obtain information about high risk of having a child with congenital or hereditary disorders.

Non-invasive methods of prenatal diagnosis are used in all or most cases and include triple maked ultrasound
assessment of mandatory ultrasound markers of chromosomal aberrations (collar area, the size of the nasal pigtails
in the first trimester, the thickness of the neck folds, the ratio of femur length biparietal to size) and determining bio-
chemical markers serum pregnant (RARR-protein BXH in the first trimester and a.FP, BXH). There are any interesting
papers on effective application of nuclear magnetic resonance to diagnose congenital process in neural tube (de-
fects spina channel brain structures agenesia corpus callosum, the pathology of the placenta (placenta acreta), as
well as some monogenic diseases (neurofibromatosis type I). There are given data noninvasive prenatal diagnosis,
the question of the expediency of invasive additional examination. Approximately 80-85% of invasive interventions
with the aim of prenatal diagnosis performed in women at high risk. at present the problem of reliable cytogenetic
diagnosis of fetal rights resolved. widely used horio-, platsento-, amniocentesis, kordotsentez.

Through various methods of prenatal diagnostics reveal most of congenital malformations, chromosomal aber-
rations, monogenic and multifactorial sydromy, including incompatible with life or that lead to profound disability
and curable disease that undergo successful surgical correction.

Using prenatal screening is not possible to set accurate diagnosis and identify all cases of anomalies, but it al-
lows you to select a group of pregnant women, for whom is the risk of chromosomal abnormalities higher than the
risk of invasive diagnostics complications. Prenatal screening is a form of general screening and should cover all
pregnant women. In most of all cases, screening is used to detect chromosomal syndromes and certain defects,
defects of the anterior abdominal wall neural tube.

Since the fetus is has one metabolistic structure with the mother, application of various biochemical methods
enables a comprehensive view of the state of metabolic of both processes persons: mother and fetus. So it is pos-
sible to analyze the metabolism of carbohydrates, lipids and nitrogen compounds for mother and fetus. Scientist
in all the world are searching intensive for markers of each disease hereditary and acquired, allowing unequivocally
pathology diagnose. In 2000 year was opened proteins marker presenting in cord blood and then the blood of new-
born clearly points to the risk of oligophrenia, autism or Down syndrome.

In the early stages placenta has function of the lungs, liver, gastrointestinal tract and kidneys for the fetus, but
during prenatal development is a gradual transition from the placenta to the functions of various organs. The ges-
tational age 25-28 weeks may be regarded as one of the critical periods when the functional failure of a organs
manifested severe biochemical abnormalities. Evaluation of the functioning internal organs of the fetus is tested by
the activity of enzymes, creatinine, bilirubin, urea, allows to assess the state of intoxication and endogenous com-
pensatory mechanisms and helps to medical stuff correct the tactics of pregnancy and childbirth.

Keywords: congenital malformations, human.
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