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AHAJII3 EOEKTUBHOCTI IPEHATAJIBHOI JIATHOCTHUKH Y CIM'SIX 3
PENNPOAYKTUBHUMHU BTPATAMU B AHAMHE3I

Y «lncmumym, cnaoxoeoi namonozii HAMHY Ykpainuy

AHANI3 E®EKTMBHOCTI MPEHATAINBHOI OJATHOCTUKWM Y CIM'AX 3 PEMNPOAYKTUBHUMW BTPATAMW B AHAMHE3I.
MeToto poboTn 6yno BUBYEHHSI echeKTUBHOCTI MpeHaTanbHOoi AiarHOCTUKK Y CiM'siX 3 PenpoayKTUBHUMK BTpaTtamu B aHaMHesi.
O6ctexeHo 50 BariTHUX XiHOK 3 PU3MKOM XPOMOCOMHOI NaToNOrii: MeANKO-reHETUYHE KOHCYSIbTYBaHHS BariTHUX, npeHatasnbHe
coMaToreHeTU4YHe JoCnigXeHHA Nnofa, iHBa3vBHI MeToau npeHaTanbHoi giarHocTuku. MNpu komnnekcHomy obctexeHHi 50 cimen
BCTAHOBMEHO, IO KIiHIYHUIA nepebir BariTHOCTI y XiHOK 3 penpoAyKTUBHUMU BTpaTtaMu B aHaAMHeE3i CYNpOBOAXYBaBCS BUCOKUM
piBHEM HeBuHowyBaHHs (13,0%), nepepgyacHux nonoris (13,8%) Ta 3aTpUMKOIO BHYTPILLHLOYTpo6HOro po3sutky (C3PIM) (28,7%)
Ha ¢oHi nnaueHTapHoi HegocTaTHocTi (60,0%). OiarHoctoBaHo C3PI y 21 Bunagky (42,4%) B aHamMHe3i HapoAXeHHA AiTen 3
XpomMocomHoto natonorieto; y 15(30,5%) 3 HUX BUABIIEHO aHOMarbHi KapioTunu (36anaHcoBaHi) y 04HOIo 3 NOAPYXXKA 5K MOX/IMBY
eTionorito C3PI. O6ctexeHo 21 cim'i, SKMM NpoBeAEHO UMUTOreHeTUYHe focnigXeHHs, Ta B6yno BUABEHO HOCINCTBO XPOMOCOMHUX
nepebynoBy ofHoro 3 noapyxxs y 15 (71%). MNicna npoBeAeHHs iHBa3WBHOI NpeHaTasnbHol' giarHoctukn y 18 i3 21 cimeit Hapogunucs
3p00poBi Aitn (85%). YaBox BUNagkax B pe3ynbTaTi NpoBefeHoi' iHBa3UBHOI' 4OMOMOroBOi AiarHOCTUKU BUSIBNEHO 36anaHcoBaHi
TpaHcnokKauiiTa Hapoaunucs 300poBi AiTW. 3anpornoHOBaHi METOAMKU NMPOrHO3YBaHHS i3 3aCTOCYBaHHSIM Pi3HUX METOLAIB NpeHaTanbHoT
niarHocTuku (6ioximiuHuin ckpuHiHr | Ta |l TpumecTpiB Ta iHBa3uBHa NpeHaTanbHa AiarHocTuka 3a nokasamu) 4alTb MOXIIMBICTb 3
BEJTMKOI iIMOBIPHICTIO NMOMepeanTU BUHUKHEHHSI PenpoayKTUBHMX BTPAT Ta NepuHaTanbHOi NaTonorii.

AHAJTIN3 3OPEKTUBHOCTU MPEHATAINbHOW OUMAMHOCTUKM B CEMbAX C PEMPOOYKTUMBHLIM MOTEPAM B
AHAMHES3E. Llenbto paboTbl 6bir10 n3yyeHne aphekTMBHOCTM NpeHaTanbHOW ANarHOCTUKM B CEMbSIX C PENPOAYKTUBHLIMW NOTEPSIMU
B aHamHe3e. O6cnenoBaHo 50 6epeMeHHbIX XEHLUMH C PUCKOM XPOMOCOMHOW MaTonornu: MeamKo-reHeTUYeckoe KOHCYNbTMpOBaHue
6epeMeHHbIX, NpeHaTanbHOeCOMaToreHeTMYeCcKoe NCCIIefOBaHNA Mnoaa, HBa3vBHbIE METOAbI NpeHaTanbHON AnarHocTuku. Mpu
KomnniekcHom o6cnepoBaHun 50 cemelt yCTaHOBNEHO, YTO KIIMHUYECKOE TedeHne 6epeMEeHHOCTH Y XEHLUMH C penpoayKTUBHbLIMM
noTepsiMm1 B aHaMHe3e COMpPOBOXAArNoCh BbICOKMM ypoBHEM HeBbiHawmBaHus (13,0%), npexaeBpemMeHHbIx pofos (13,8%) n 3apepxkoi
BHYTpUyTpo6HOro passutua nnoga (C3PIM) (28,7%) Ha doHe nnaueHTapHon HegoctaTtouHocT (60,0%). B 21 cnyyae (42,4%)
aunarHocTtupoBaH C3Pl1 y XeHLWMH ¢ poxaeHneM feTen ¢ XpOMOCOMHOW natonornen B aHamHese; y 15 (30,5%) 13 Hux BbiSBNEHbI
aHoMarnbHble KapuoTunbl (c6anaHcMpoBaHHbIE) Y OQHOIO U3 CYNpyros, YTO MOXHO TPaKTOBaTb Kak BO3MOXHYH aTuonoruto C3PI1.
O6cnepoBaHo 21 ceMbsl, KOTOPbIM NPOBEAEHO YNbTPa3ByKOBOE UCCnefoBaHne, 1 6bino o6HapyXeHO HOCUTENBCTBO XPOMOCOMHBIX
nepecTpoek y ogHoro u3 cynpyros B 15 (71%). Nocne npoBefeHns MHBa3MBHOWN NpeHaTanbHoOW AnarHocTuku y 18 ns 21 cemen
pogunuck 3goposble aetn (85%). B aByx cnyyasx B pe3ynbrate NpoBeAeHHON MHBaA3UBHOW AOPOAOBOW AUNArHOCTUKMN BbISIBIIEHO
cbanaHcMpoBaHHble TpaHCcnoKauMm U poaunuch 340poBble AeTu. [peanoXeHHble METOAMKM NPOrHO3UPOBAHUSI C NPUMEHEHUEM
pa3nuyHbIX METOAOB NpeHaTanbHOW AWNArHOCTUKKU (BMOXMMUYECKUii CKpUHUHT | 1 Il TpuMecTpoB u MHBa3uWBHas npeHaTanbHas
OMarHocTuka'no'nokasaHusm)' garT'BO3MOXHOCTL'C'60MNbLUON'BEPOATHOCTLIO peaynpeanTh' BO3HMKHOBEHME pENPOAYKTMBHBLIX IOTEPb
n'nepuHaTanbHON'NaTonorumn.

THE ANALYSIS OF THE EFFECTIVENESS OF PRENATAL DIAGNOSIS IN FAMILIES WITH REPRODUCTIVE LOSSES IN
ANAMNESIS . The aim was to study the effectiveness of prenatal diagnosis in families with a history of reproductive losses . We examined
50 pregnant women at risk of chromosomal disease: genetic counseling pregnant, prenatal fetal research, invasive prenatal diagnosis.
Complex examination of 50 families found that the clinical course of pregnancy in women with a history of reproductive losses accompanied
by a high level of miscarriage (13.0%), preterm delivery (13.8%), and intrauterine growth retardation (IUGR) (28.7%) due to placental
insufficiency (60.0 %). In 21 cases (42.4%) diagnosed with IUGR in women with children born with a chromosomal abnormality in
history; 15 (30.5%) of them revealed abnormal karyotypes (balanced) one of the spouses, which can be interpreted as a possible etiology
of IUGR . We examined 21 families who underwent ultrasound and found carriage of chromosomal rearrangements in one of the spouses
in 15 (71%). After invasive prenatal diagnosis in 18 of 21 families were born healthy children (85%). In two cases, as a result of invasive
prenatal diagnosis revealed a balanced translocation and healthy children were born. The proposed forecasting techniques using different
methods of prenatal diagnosis (biochemical screening | and Il trimesters and invasive prenatal diagnosis by prescription) provide an
opportunity to preventthe occurrence of a high probability of loss of reproductive and perinatal pathology.

Knio4yoBi cnosa: npeHaTtasnbHa fjiarHOCTMKa, NPUPOAXEHi Baan PO3BUTKY, XpPOMOCOMHa NaTosnoris
KnioyeBble cnoBa: npeHaTanbHasa AnarHoCTUKa, BPOXAEHHbIE MOPOKN pa3BUTUA, XPOMOCOMHas NaTonorus
Keywords: prenatal diagnosis of congenital malformations, chromosomal abnormalities

BCTYN. CborogHi npobnema penpoAyKTUBHUX BTpaT nepuHaTtanbHoi mMeaunumuun [3,4]. OcobnuBe 3HaAYeHHSA

i nepuHaTanbHOI NaTonorii € OAHI€ 3 HanaKTyanbHIWMWX.
Cepep, pi3HUX rpyn BUCOKOrO PU3NKY B OCTaHHiI poKu Bce
yacTiwe BUAINAITb XiHOK 3 MOPYLWEHHAM PenpoayKTUB-
HOi dyHKUIii B aHamHe3i [1, 2].

AHTeHaTanbHa fiarHocTuka ta npodinaktuka natonorii
nnopa crana B OCTaHHi POKM HaWBaXJIMBILWOW YaCTUHO

AXTyanbHI NUTaHHS MeAiaTpil, aKymepcTBa Ta TIHEKOJIOTiT

MaloTb HayKOBi AOCNiAXEHHA, fKi CNpAMOBaHi Ha o no-
JIOroBY OXOpOHYy nnoja i po3pobky 3axopiB, wo 3abes-
neyywTb HapoAXeHHs 3p0poBoi anTUHK [5,6].
dopmyBaHHA nartonorii B nepuHatanbHOMY nepioAi B
99,5% BunaakiB noB'A3aHO 3i cTaHaMu, AKi BUHUKAKTb
00 no4yaTky MnonoriB, y nepioA nosnoris i 3'ABNATLCA A0
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MOMEHTY HapOAXEHHSA AUTUHU, | Tinbkn y 0,5% maniokis
BUHWKAKOTb B MePLUA TUXAEHb XUTTS [7].

Wopoky B YKpaiHi HapoaxyeTbca manxe 12 Tuc. giten
3 npupoaxeHmmun Bagamu po3suTtky (MBP). YacTtoTa ix B
nepxasi 3a 1993-1998 pp. popisHioBana 260 Bunapkis
Ha 10000 HoBoHapoaxeHux [8,9,10]. CamoBInNbHi BUKUOHI
(CB) nnogamu 3 XpOMOCOMHOK MNaTOJSOTIE - Ue NposB
npupogHoro Bigbopy B nonynsauii noguun [11,12,13,14].
WopiyHo B YkpaiHi cepen 5% HapopxeHux giten 3 BBP
Ta cnapgkoBol natosnorielo 1-2% BuNagkiB HECYMICHI 3
XuTTaM. B nopanbwomy Big cnagkoBMX Ta BPOAXEHUX
BaA cTpaxpae 6nm3bko 10% HaceneHHsa, a 20% Big no-
nynauii BNpoooBX XWUTTS BUMarae Menuko-reHeTU4Hoi
nopagyn abo KoHcynbTyBaHHS [13].

Benuka KinbkiCTb ypopXeHux Ta cnagKoBUX 3axBoO-
ptoBaHb Ha BCiX CTafisix OHTOreHesy nwauHU notpebye
HOBOrO niaxoay Ao npob6nemu ix npodinaktuku. Bax-
NIMBY poOnib Yy MaTosorii penpoayKuinHux npouecis Bigirpa-
10Tb MyTauii B reHeTMYHOMY anapaTi CTaTeBUX KIiTUH.
3arnbenb 3HA4YyHOI YacTUHWM 3uroT Ta embpioHiB, 0,5%
BUNApKiB paHHbOI ANTAYO0i cMepTHOCTi Ta 1% MepTBOHa-
poAXxeHb 3yMOBMEHi ycnagKkyBaHHSAM FeHiB, WO CnpuUym-
HSIlOTb CMEPTb OpraHi3my.

36epexeHHA Ta BigHOBNEHHA PeNnpoOAyKTUBHOIO 3A40-
pOB'Sl HA CbOrOAHI € aKTyaslbHOW He TiNMbKM MefuyHolo, a
N BaxnuBol i B couianbHomy, GionoriyHoMy Ta NcCuxo-
noriyHoMmy nnaHax. Bce ue He Kpawum 4MHOM BiabU-
BA€ETbCS Ha NPUPOCTi HaceneHHs, AemorpadivyHux nokas-
HUKax Ta reHooHAi YKpainu.

MagiHHA HapoaXyBaHOCTI i 36iNblIEHHS CMEpPTHOCTI, B
TOMY YUCAi OWTAYOI, PiCT 3aXBOPIOBAHOCTI Ta iHBanigHOCTI
niten, wo nos'aAzaHi 3 MNMBP (go 40-50% nepuHaTanbHOI
cmepTHocTi Ta go 30% 3axBOplOBAHOCTI) BKalye Ha He-
06XigHicTb NpoBefeHHs edekTUBHOI npodinaktukm MBP,
CBO€YACHOI Ta afgeKBaTHOI npeHaTanbHoi giarHoctukn (M0)
[1,6,15]. Bkpai HeobxigHUM € npoBefeHHA AaHWX 3axofiB
y ciM'AAX 3 penpoAoyKTUBHMMW BTpaTamu B aHaMHe3i (ca-
MOBIfbHI BUKWAHI, 3aBMepsii BariTHOCTI Y Pi3HUX TEPMiHaX,
CUHAPOM 3aTPUMKK PO3BUTKY MnoAy, BUNaAKW HapOOXEeH-
HA OiTen i3 XxpOMOCOMHOIO NaTosOri€ed, MOHOFEHHUMU CUH-
apoMamMu Ta MynbTudakTopHot nartonorieto [9,13,16].

ODocnipntn cTtaH penpoayKTUBHOI (YHKUIi Yy XiHOK
rpynu pusuky, po3pobuTtu Kputepii neprHaTanbHoOro pu-
3KMKYy, npoaHanidyBatum eqeKTUBHICTb NpeHaTanbHOI
[iarHOCTMKKM y ciM'siX 3 penpoAyKTUBHUMM BTpaTamu B
aHaMHe3i, 3 MeTo NpodiNakTUKM HapOAXEHHA AiTen 3
BPOAXEHNMMN Bajamu pO3BUTKY Ta NepuHaTanbHol na-
TOMNOri€l0 € akTyalbHUM 3aBAAHHSIM Cy4YacHOro akyluep-
CcTBa Ta NepuHaTosoril.

MeToto po6oTu 6yno BMBYEHHS edeKTUBHOCTI npe-
HaTasnbHOI AiarHOCTUKN Y CiM'sIX 3 penpoayKTUBHUMK BTpa-
Tamu B aHaMHe3si.

MATEPIATKM TA METOAWN. O6cTtexeHo 50 BariT-
HUX XiHOK 3 pM3MKOM XPOMOCOMHOI natonorii, Meauko-
reHeTUYHe KOHCYNbTyBaHHA BariTHUX NPOBOAMIMOCH Ha
OCHOBI opraHisauii po6oTu no npeHaTanbHin AiarHocTuui
3 ABOETANHUM MPUHLUMNOM HaAaHHSA AOMOMOrU BariTHUM
XiHKaM ,rpynu pu3nky" no HapoAXEHHIK piTen 3 npu-
poAXeHUMU BagamMu pO3BUTKY Ta CNafKkoBUMMK 3axXBOplo-
BaHHaAMN [17].

CeneKkTMBHUI CKPUHIHI BariTHMX NpoBOAUTbLCS 3a A0-
nomMorot anaparTis, WO MNpauloTb B peanbHOMY MacLlu-
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Tabi yacy 3 BMKOPWUCTAHHAM KOHBEKCHOro, fiHillHOro Ta
ceKkTopanbHOro partymka (4acrtorta 3,5 MIu). Ekcnoauuis
ynbTpa3BykoBoro gocnigxeHHa 15-30 xBunuH. B xopi
o6CcTeXeHHA BMKOPUCTOBYBANOChb NpeHaTanbHe coMaTo-
reHeTUYHe [OChigXeHHs nnoga BignoBiAHO nigxoay A0
npeHatanbHoi giarHoctuku [17]. Mpwu BMABNEHHI npupoa-
XeHux Bag po3sutky (MBP) nnoga npoBoamBcs npeHa-
TanbHUN CUHAPOMOJSIOFIYHMI aHani3, To6To BUAINEHHSA 3
YCi€i CYKYMHOCTi MaTosfloriYHUX O3HaK TaKoro KIliHiYHOro
CUMNTOMOKOMMNEKCY, AKW/A A03BONIMB [AiarHoCTyBaTu
BM3HayeHun cuHgpom MIMBP (MHOXWHHI npupopXeHi
BagM poO3BMUTKY). |HBa3MBHi MeToau npeHaTanbHOI Aiar-
HOCTUKKW. (TpaHcabaoMiHaNbHUN aMHioUeHTe3, nnaueH-
TOUEeHTEe3) NpPoBOAUNMCA NI NOCTINHUM KOHTPOJIEM exor-
padii B 2-3 TpumecTpax BariTHocTi. 3a pe3ynbTtatamu
UMTOTeHEeTUYHUX Ta OioXiMiYHUX AocnigXeHb BariTHUM
6yno pekoMeHAOBaHO MPOJSIOHTYBaTW BariTHICTb 4M ne-
pepuBaTu 3a MeAWYHUMU MOoKa3amu.

PE3YNbTATU OOCNIOXEHb TATX OBFOBOPEH-
HA. NonepeaxeHHA HapoOXeHHs AiTel 3 XPOMOCOMHMU-
Mu abepauismu i, ocobnmeo 3 cuHgpomom [layHa, € oa-
HUM i3 HanBaXxUBIWMX 3aBAaHb NpeHaTanbHOi AiarHoc-
TMku. Onsa Binbopy BariTHUX 3 BUCOKUM PU3UKOM XPOMO-
COMHMX 3aXBOpPIOBaHb y Nsoga NpoBOAMIIOCH KOMMEeKCcHe
OOCnigXeHHS piBHIB TeXHiIYHMX mapkepis, B | i Il Tpume-
CcTpax BariTHOCTI. ¥ | TpumecTpi B cupoBaTLi KpoBi BariT-
HWX BU3HaAYaBCA piBEeHb acoLiioBaHOro 3 BariTHicTio b6inka
A (PAPP-A) i BinbHOI cy6oauHuLI XOpPiOHIYHOrO roHano-
TponiHy ( (BXI). OnA BM3HAYEHHA TOYHOrO TEpPMiHy Bari-
THOCTiI BMKopucTaHo ¥Y3[-gocniagXeHHa 3 BUMIpOBaHHAM
KYNpukKo-TiM'AHOro po3BuUTKY eMbpioHa, fike, ik npaBu-
10, BUKOHYyBanocb B AeHb 3abopy KpoBi y BariTHoi. B
3anexHocTi Big 3MiH GioxiMiYHMX MapkepiB BariTHi 6ynu
nopineHi Ha kinbka rpyn. JaHi nogaxi B Tabnuuax 1 ta 2.

Ak BUAHO 3 gaHux Tabnuui 1, BariTHi rpynu pusunky 3
3aHUXeHuM piBHeMm (meHwe 0,4 Mom) PAPP-A Ta 3aHu-
XeHum piBHem pXI cknanu 18%, 3aHuxeHum PAPP-A Ta
nipuwerHnm PXI - 20%, nigBuweHum piBHem PAPP-A
Ta 3aHUXeHuM piBHeM pXI - 36%, 3aHUXEHUM piBHEM

Tabnuua 1. BioximiuHi mapkepu MBP Ta
XpOMOCOMHOI natonorii | TpumecTpy y XiHOK rpynu

pU3nNKy

KINTIbKICTb BaritTHux

MokasHuku a6c. %
PAPP-A i + PXT i 9 18
PAPP-A i + PXT t 10 20
PAPP-A t + PXI i 18 36
PAPP-A i 13 26
Bcboro 50 100

Tabnuusa 2. bioximiyHi mapkepu MBP Ta
XpoMOoCOMHOI natonorii Il TpuMecTpy y XiHOK rpynu

pU3nNKy

KinbkKicTb BariTHux

MokasHuKu abc. %

aFP 1 + PXI t 10 20
aFP t + H-E3 i 14 28
aFP t + PXI i + H-E3 i 26 52
aFP 1 + PXT t 10 20
Bcboro 50 100
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PAPP-A - 26%. BaritTHuM, y sKux 6yrno BUABMEHO 3aHU-
XeHHSA piBHA PAPP-A B KpOBi po3LMpPEHO KOMMJEKC npe-
HaTanbHWX 3axoAiB B || TpumecTpi i3 3acToCcyBaHHAM iHBa-
3UBHUX METOAMK, BariTHi, y sikux 6yno BuaABneHo nigsu-
weHHa PAPP-A B KpoBi 3 napanenbHUM 3aHuxeHHsam PXI
NpoBEeAEHO AOCHiAXEHHA PpiBHIB 6ioxiMiyHUX MapkepiB
B Il TpumecTpi (16-18 TuxpeHb) -aFP, PXI, H-E3 (Tabn.2).

3 paHux Tabnuui 2 BMAHO, WO 3aHUXEHWN piBeHb
aFP 3 nigBuweHHsam PXI cnoctepiraeca y 20% ob6cTe-
XEeHUX nauieHTok, nigsuweHHa aFP Tta 3aHuxeHHs H-E3
-y 28%. MNigBuweHnit piseHb aFP (6inbwe sk 25 Mom)
3 napanenbHUM 3aHuxeHHam PXI i H-E3 cnocTepirascsa y
52% XxiHOK. BariTHUM XiHkam 3 3aHuXeHum piBHem aFP
Ta nigeuweHum pisHem XI B noganbwomy 6ynu 3acto-
COBaHi iHBa3MBHi MeTOAM MpeHaTanbHOi AiarHOCTUKMW.

Bcim iHWKUM BariTHUM XiHKaMm 3 NigBULEHUM PiBHEM
aFP ta 3aHuxeHum piBHem PXI i H-E3 pekomeHpgoBaHe
OnHaMiyHe Y3 06CTeXEeHHs 3 MeTOK BUKIIIOYEHHSA MaTo-
norii nnoay (CMHAPOM 3aTpUMKK PO3BUTKY, TiNOKCii nno-
4y) Ta nnaueHtTu (nepepyacHe [03piBaHHA NnaueHTw,
KanbuuHO3), AeTanbHe AoMnnepoMeTpuyHe AOCHiAXEHHS,
KappioTokorpadis.

B pesynbTaTti npoBeaeHoi po6oTu Npu KOMMNMEKCHO-
My ob6cTexeHHi 50 ciMeil BCTAHOBNEHO, WO KRiHIYHMIA
nepebir BariTHOCTi y XiHOK 3 penpoAyKTUBHUMUK BTpaTa-
MU B aHaMHe3i CynpoBOAXYBaBCA BUCOKUM PiBHEM He-
BuHowyBaHHA (13,0%), nepepyacHux nonorie (13,8%)
Ta 3aTPUMKOI BHYTPiWHbOYTpo6HOro po3sutky (C3PIM)
(28,7%) Ha doHi nnaueHTapHoi HegocTaTHoCcTi (60,0%).

OiarHoctoBaHo C3PIy 21 Bunagky (42,4%) B aHam-
He3i HapoAXEHHA AiTen 3 XpPOMOCOMHOK MNaToSOoriel; y
15(30,5%) 3 HMX BUSIBNEHO aHOMasbHi Kapiotunu (36a-
NaHCOBaHi) ¥y OQHOro 3 NOAPYXXS fK MOXIMBY eTiono-
rito C3PT1.

AKYLIEpPCTBO Ta TiHEKOJIOTisl

BariTHUM, y fikux 6yno BUSIBNEHO 3aHUXEHHS piBHSA
PAPP-A B kpoBi Hux4e 0,4 MoM (26%) po3WwMpeHO KOM-
nnekc npeHaTanbHuX 3axoAiB B Il TpumecTpi i3 3acTocy-
BaHHAM iHBa3UBHMX MeTOLiB. BariTHi, y skux 6yno Busie-
neHo nigsuweHHa PAPP-A B KpoBi 3 napanefnbHuM 3a-
HUxeHHsM PXI npoBeneHo pocnigXeHHs piBHiB 6ioxi-
MiyHMx MapkepiB B Il TpumecTpi (16-18 TuxHiB) - aFP,
PXT, H - Es.

3a paHumu bGioximiyHux mapkepie MNBP Ta xpomo-
COMHI naTonorii 3aHuxeHun piseHo PAPP-A B cupoBaTui
KpoBi 6yB y 26% ob6cTexeHux, akum Gynu 3anponoHo-
BaHi iHBa3WBHi MeToAM npeHaTanbHOi giarHoctuku B |l
TpumecTpi. B pe3ynbrati UMTONOrYHNX JOCNIAXEHD KYNb-
TYpPU aMHiOUMTIB Ta BOPCUH NNaUEHTU, BIATUX LUASXOM
aMHioueHTe3y Ta NnaueHToLeHTe3y BUSIBNIEHO 3 BuUNag-
Kn (4%) aHOManbHOro Kapiotuny. YciMm iHWUM BariTHUM,
y fIkux He 6yno BuUSIBMIEHO aHOManbHOro Kapiotuny,
BariTHiCTb peKOMEeHA0BaHO MPOSIOHTYBaTW 3 NoAanbLliMM
ONHAMiYHUM Y3 - crnocTepexXeHHAM.

Hamu npoBepeHo aHania eeKTUMBHOCTI npeHaTanb-
HOi AiarHOCTUKMK Yy CiM'AX, A€ LWAAXOM LUTOreHEeTUYHOro
06CTEeXEeHHA BUABMIEHO HOCINCTBO XPOMOCOMHUX MyTauin
a60 Hapoaunuch AiTM 3 XPOMOCOMHOL NaTosoriel BHac-
niaokK HoBoi MyTauii Ta giarHoctoBaHo C3PI1 pi3Horo cTy-
neHs.

O6cTexeHo 21 ciM'l, AKUM NpoBeAEHO LUTOrEHeTUY-
He pocnigxeHHs, 6yno BUABMEHO HOCINCTBO XPOMOCOM-
HUX nepebynoB y ogHoro 3 noapyxxa y 15 (71%). Y
KOXHiIN poAMHIi B aHaMHe3i Mano Micue HapoAXeHHSA
antunn i3 MIMBP B noegHaHHi i3 C3PI pi3Horo ctynexs
(xpomocomHoOi nartonorii, Bunagkm BepudikoBaHi LUTO-
reHeTu4Ho) abo penpoayKTUBHI BTpaTu (3aBMUPAHHA 4
BUKWAHI B Pi3HMX TEpPMiHaX BariTHOCTI)

OTpuMmaHi paHi npegcrtasneHi B Tabnuui 3.

Tabnuusa 3. Cim'i 3 BUnagkaMu XpoMOCOMHOT naTtonoriily notoMmcrtea

No XiHku YOMOBIKM MoTtomcTBO
1 2 3 4
1 46, XX, 16 gh- 46, xy 1 BariTHiCTb - aHTeHaTanbHa 3arnbenb nnoay;
2 BariTHicTb - nig cnoctepexeHHam MMTIL - 3gopoBa antuHa.
2 45, XX, der (13;15) 46, xy 1 BariTHiCTb - 340pOBa ANTUHA, 2 BariTHICTb - )eHOTMNOBO - c-M [laTay;
<P11;q11) 3 BariTHICTb - 3gopoBa guTuHa; Hocin 45 XY, der (13;15) (p11 ;911 )mat
3 46, XX,1(5;10) (q34;qter) 46, xy 1 BariTHicTb - MIBP,
2 BariTHicTb - nig cnoctepexeHHsm MMl L-3gopoBa gutuHa
4 45, XX, der (14;21) 46, xy 1 BariTHicTb - c-M [dayHa TpaHcnokauinHum,
(gq11;p11) 2 BariTHICTb - 300poBa AWTUHA
5 46, XX t( 5;10) (q14;912) 46,XY 1 BariTHiCTb - 3@aBMepna y nepwomy TpumecTpi
2 BariTHicTb - nig cnoctepexeHHam y MMIL, 3popoBa autuHa Hocin TpaHo-
nokauii
6 45,XX,der(13;14) 46,XY 1 BariTHiCTb - 3aBMepna y neplomy TpumecTpi
(9q10;910), 1gh+ 2 BariTHICTb - 3aBMepna y neplomy TpumecTpi
3 BariTHicTb - nig cnoctepexeHHam y MMI'L, 3gopoBa guTuHa
7 46,XX 46,XY, 1(6;9) 1 BariTHiCTb - 3aBMepna y nepwomy TpUMecTpi
(qter -13;qter) 2 BariTHicTb - nig cnoctepexeHHam y MMIL, 3popoBa autuHa Hocin TpaHo-
nokauii
8 46,XX, t(6;11) (923;923 ) 46,xy 1 BariTHiCTb - 3aBMepna y neplomy TpumecTpi
2 BariTHiCTb - nig cnoctepexeHHAM y MMILL camoBinbHMI BUKMAEHb y nep-
LWOMY TpUMeECTPI
9 46, XX 46, xy, 22, pst 1 BariTHicTb - c-m EgBapaca (47, XX +18), BuaABneHu npeHartanbHo, nepe-
pUBaHHS 3a Mej nokasamu
2 BariTHiCTb - nig cnoctepexeHHam MMTIL - 3gopoBa anTtuHa
10 46, XX 46, xy, 9gh+ 1 BariTHicTb - 3aBmepna 8 - 9 Tux.,
eKcTpaBapiaHT 2 BariTHiCTb - 3aBMepna 8 Tux.;
HOpMM 3 BariTHicTb - mig cnoctepexeHHam MMIL - 3gopoBa guTuHa
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MpopnoBxeHHA Tabn. 3

1 2 3 4
" 46, XX 46, xy, 9gh+ 1 BariTHiCTb - 340poBa AMTUHA
eKcTpaBapiaHT 2 BariTHICTb - NepepBaHa 3a Mep,. nokasamu , rigpouedanis
HOpMU 3 BariTHICTb - nig cnoctepexeHHsm MMIL, - 3gopoBa guTnHa
12 46, XX, inv9(p1,2;92,12) 46, xy 1 BariTHiCTb - 3aBMepna 8 - 9 Tux.,
2 BariTHICTb - aHTeHaTanbHa 3arnbenb 39 -40 TUX. BpOAXeHa Baja cepus;
3 BariTHICTb - Nig cnoctepexeHHsm MMILL, nicns npeHatanbHOi iHBa3WBHOI
niarHoctukm 46, XX, po3wenuHa rybu i nigHe6iHHA.
4 BariTHiCTb 7- nig cnoctepexeHHsaM y ML, 3agopoBa gutuHa
13 46,XX 46,XY(y ogHomy i3 |1 BariTHiCTb - 3aBmepna 8 - 9 Tux.,
45 mito3iB 47,XXY |2 BariTHiCTb - 340p0OBa AUTHHA.
14 46, XX 46, xy 1 BariTHiCTb - c-m [JayHa( 47, XX+21)
2 BariTHIiCTb - nig cnoctepexeHHam MMILL - 3gopoBa auTuHa
15 46, XX 46, xy 1 BariTHICTb - xnonuuk nomep Ha 7 noby, BpoaXeHa Baga cepus - ChiflbHUNM
apTepianbHuii cToBOyp,
2 BariTHicTb - 3aBmepna 9-10 Tux., npoBeaeHa Gioncis xopioHa 45,X0;
3 BariTHICTb - nig cnoctepexeHHsm MMIL, - 3gopoBa aguTnHa
16 46, XX 46, xy 1 BariTHicTb - MMNBP: c-m OayHa (47, XX+21), cungpom TlipwnpyHra, cy6To-
TanbHa opma, CTeHo3 12-nanoi KULWKK, Kinble BUAHA NiALNyHKOBa 3ano-
3a, AedekT MixnepeacepaHOi Neperopoaku.
2 BariTHiCTb - nig cnoctepexeHHam MMIL, - 3gopoBa agnTuHa
17 45X | 46,XX (3:33) 46.XY 1 BariTHICTb - CaMOBINIbHUI BUKUAEHb Y APYroMy TPUMECTPI
2 BariTHIiCTb - nig cnoctepexeHHam y ML, , npoBoamnuck 3axoamn Ha 36e-
PEXEHHA -CaMOBINbHWUIA BUKUAEHb Y APYrOMY TPUMECTPI
18 46, XX 46.XY 1 .BariTHicTb - cuHgpom OdayHa(MIMNBP BBP WKT aTpesia 12-nanoi Kuwkw,
OMLM), 47.XY+21;
2 BariTHiCTb - nig, cnoctepexeHHam MMIL, - 3gopoBa anTuHa
19 46, XX 46.XY 1 .BariTHicTb - cuHgpom [OayHa 47,XY+21(BBP CCC OMLM);
2 BariTHiCTb - nig, cnoctepexeHHam MMIL, - 3gopoBa anTMHa
20 46,XX 46,XY 1 BariTHicTb rirpoma wwui, 45 XO
2 BariTHICTb - nig cnoctepexeHHam y MILL 3gopoBa guTuHa.
21 46.XX/47 XXX [28;3] 46.XY 1 BariTHICTb - 340POBUIN XOMNYMK;
2 BariTHICTb - CaMOBISIbHWUI BUKMAEHb Y 1 TpumMecTpi;
3 BariTHICTb 300poBa AiBYMHKA, MNiCNA NpeHaTanbHOi iHBA3UBHOI AiarHOCTUKMN.

AK BMAHO i3 AaHWUX, HaBeaeHux y Tabnuui 3, nig yvac
cnocTepexeHHA (MpoBeAeHHA NpekoHuenuinHoi npod-
inakTWKK Ta NnpeHaTanbHoi giarHocTukn), y 18 i3 21 cimen
Hapoaunucsa 3p0poBi Aitn (85%). Y gBox Bunagkax B
pe3ynbTaTi NpoBefeHOi iHBa3MBHOI AONONOroBOi giarHo-
CTUKWN BUsiBNeHo 36anaHcoBaHi TpaHcnokauiita Hapoau-
nuca 300poBi AiTK.

BUCHOBOK. 3anponoHoBaHi MeToAWKM MPOTrHO3Yy-
BaHHA i3 3aCTOCYyBaHHAM pi3HUX MeTOofiB NpeHaTanbHOI
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