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AHAAI3 E@EKTUBHOCTI ITPEHATAABHOI AIATHOCTUKU Y CIM'X 3
PEITPOAYKTUBHVMU BTPATAMU B AHAMHES3I

AY «Incmumym cnagkoBoi namoaorii HAMHY Ykpainu»

AHAJI3 EOEKTVBHOCTI MPEHATAJILHOI OIATHOCTUKMN Y CIM*AX 3 PEMPOOYKTVIBH/MW BTPATAMU B AHAMHESI.
MeToto poboTn ByNo BUBYEHHST ePEKTVBHOCTI NPeHaTasibHOI AiarHOCTUKKL Yy CiM’SX 3 PENPOAYKTUBHUMW BTpaTaMy B aHaAMHESI.
O6cTexeHo 50 BariTHUX XIHOK 3 PU3NKOM XPOMOCOMHOI NaTosoril: MEANKO-TeHETUYHE KOHCYNIbTYBaHHS BariTHWX, NpeHaTanbHe
coMaToreHeTMYHe OOCNIOKEHHS nnoaa, iHBasBHI MeETOAW NpeHaTasibHOl AiarHOCTUKK. [Mpy KoMNNekCHOMY ob6cTexeHHi 50 cimein
BCTAHOBJIEHO, LLO KJiHIYHWIA Nepebir BariTHOCTI Y XiHOK 3 PenpoAyKTUBHUMK BTpaTamMu B aHaMHe3i CynpoBOAXKYBaBCS BUCOKUM
piBHEM HeBUHoLLYBaHHSA (13,0%), nepenyacHux nonoris (13,8%) Ta 3aTpUMKOI BHYTPILLHLOYTPOOGHOro po3sutky (C3PI1) (28,7%)
Ha doHi nnaueHTapHol HepocTtatHocTi (60,0%). OiarHoctoBaHo C3PI y 21 Bunaaky (42,4%) B aHaMHe3i HAPOLKEHHS AiTen 3
XPOMOCOMHoto natonorieto; y 15(30,5%) 3 HUX BUSIBNEHO aHOMarlbHi KapioTunu (36anaHcoBaHi) y 0AHOI0 3 MOAPYXKSA 9K MOXIIMBY
etionorito C3PT1. O6¢cTexeHo 21 cimM‘T, aKMM NPOBEAEHO LNTOrEHETUNYHE AOCTIAXEHHS, Ta Oy0 BUSBIEHO HOCIACTBO XPOMOCOMHMX
nepebynoB y ofHoOro 3 noapyXoksa y 15 (71%). MNicns npoBeaeHHs iHBa3WBHOI NpeHaTanbHoI AiarHocTku y 18 i3 21 cimeli Hapoounmcs
300poBi AiTh (85%). Y ABox BMNagkax B pe3ynbTaTi NpoBeaeHol iHBa3MBHOI I0MOSIOroBOl AiarHOCTUKM BUSIBNEHO 36anaHcoBaHi
TpaHcokaLli Ta HapoaMNCS 300POBI AiTW. 3anpPoNoHOBaHI METOAMKM NPOrHO3YBaHHS i3 3aCTOCYBaHHSIM PI3HUX METOAIB NpeHaTasnbHol
niarHoCTUKKM (6ioXiMiYHMIA CKPUHIHT | Ta |l TpMMecTpIB Ta iHBa3MBHA NpeHaTasnbHa iarHOCTVKa 32 MoKa3aMm) JaloTb MOXIUBICTb 3
BEJINKOIO IMOBIPHICTIO MOonepeanT BUHMKHEHHS PENPOAYKTMBHUX BTPAT Ta NepuHaTasnibHOI NaTonaoril.

AHANNS 3DDEKTUBHOCTU MPEHATASIBHOW AMATHOCTUKWM B CEMbAX C PEMPOAYKTMBHLIM MOTEPSAM B
AHAMHESE. Llenbio paboTbl 6b110 13ydeHne apOekTUBHOCTM NPeHaTabHOM ANarHOCTUKN B CEMbSIX C PEMPOAYKTUBHBIMU NOTEPSMUA
B aHaMHe3e. O6cnenosaHo 50 6epeMEHHbIX XEHLLWH C PUCKOM XPOMOCOMHOWM MNaToNorn: MemKo-reHeTUHECKOE KOHCYNbTUPOBaHe
6epeMeHHbIX, NPeHaTaIbHOE COMATOreHETUYECKOE NCCIIeA0BaHMs NNoAA, NMHBA3UBHbIE METObI MPeHaTaslbHOM AnarHOCTUKK. [pun
KoMMnekcHoM obcnenoBaHnm 50 ceMen YCTaHOBIEHO, YTO KIIMHUYECKOE TeYyeHe 6EPEMEHHOCTI Y XXEHLLUMH C PENPOAYKTUBHBIMN
noTepsiMM B aHaMHe3e COMPOBOXAAN0CH BbICOKMM YPOBHEM HeBbIHaLLMBaHuA (13,0%), npexxaeBpemeHHbIX pofos (13,8%) 1 3apepkoi
BHYTpUyTpobHOro passutus nnoga (C3PI1) (28,7%) Ha doHe nnaueHTapHon HegocTaTodHocTK (60,0%). B 21 cnydae (42,4%)
nuarHocTupoBaH C3PI1y XeHLUMH C pOXAEHNEM AEeTEN C XPOMOCOMHOW natonornein B aHamHese; y 15 (30,5%) 13 HMX BbISIBNEHDI
aHoMaJibHble KapuoTunbl (COanaHCcMpPoBaHHbIE) Y OOHOMO U3 CYNPYroB, HTO MOXHO TPaKTOBaTh Kak BO3MOXHYIO aTuonoruio C3Pr1.
O6cnenoBaHo 21 ceMbsi, KOTOPbIM NMPOBEAEHO YNbTPA3BYKOBOE UCCNEA0BaHNE, U OblfIo 06HAPYXXEHO HOCUTENBCTBO XPOMOCOMHbIX
nepecTpoek y oaHoro 13 cynpyroB B 15 (71%). Nocne npoBeaeHWs MHBa3MBHOW NpeHaTasibHOW auarHocTukn y 18 ns 21 cemeii
poonnunck 300poBble Aetn (85%). B aByx cnyyasx B pesynbtate NpOBeAEeHHOM NHBA3NBHOW JOPOAOBOV ANArHOCTUKN BbISIBIIEHO
cH6anaHCUPOBaHHbIE TPAHCNOKALIMM N POAMIINCH 300PO0BbIE AeTU. [peanoXeHHble METOAMKM NPOrHO3MPOBaHUSA C MPUMEHEHNEM
pasnNyHbIX METOLOB MPeHaTaNIbHON AMArHOCTUKM (BUOXUMNYECKNIA CKPUHUHE | 1 || TPUMECTPOB 1 MHBA3MBHAsS NpeHaTasbHas
[OMarHoCTVKa No nokasaHnsim) Aal0T BO3MOXHOCTb C G0MbLLION BEPOATHOCTBLIO MPeaynpeanTb BOHUKHOBEHME PENPOAYKTUBHbBIX MOTEPD
1 NepuHaTanbHON NaToNornu.

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 prevent the occurrence of a high probability of loss of reproductive and perinatal pathology.

KniouoBi cnoBa: npeHartasnbHa giarHocTuka, NPMPOOXKEHI Baam PO3BUTKY, XPOMOCOMHA NaTonorisa
KnioueBble cnoBa: npeHaTasnbHas AMarHoCTKa, BPOXAEHHbIE MOPOKN Pa3BUTUS, XPOMOCOMHAs NaTonorus
Key words: prenatal diagnosis of congenital malformations, chromosomal abnormalities

BCTYM. CborogHi npobnema penpoaykTMBHUX BTpaT
i nepuHaTanbHOI NATOJOrIT € O4HIEIO 3 HAMAKTYyaNbHILLINX.
Cepep, pi3Hux rpyn BUCOKOrO pU3NKy B OCTaHHI POKU BCE
YyacTile BUAINAI0Tb XIHOK 3 NOPYLUEHHAM PENPOAYKTUB-
HOT dYHKLUIi B aHamHesi [1, 2].

AHTeHaTanbHa aiarHocTuka Ta npodinakTnka naTtonorii
naoaa crtana B OCTaHHIi POKN HANBAXX/IMBILLOK YaCTUHOO

nepuHaTtanbHoi meanunHn [3,4]. OcobnvBe 3HaYeHHS
MaloTb HayKOBI JOCHIAXEHHS, SKi CNPAMOBaHI Ha 40 Nno-
JIOrOBY OXOPOHY njofa i po3pobky 3axoais, W0 3abe3-
neyvyTb HAPOOXKEHHSA 300POBOI AUTUHM [5,6].
dopmyBaHHa NaToNorii B nepuHaTasbHOMY Nepioai B
99,5% BunaakiB NOB’A3aHO 3i cTaHaMu, SKi BUHUKAIOTb
[0 NoYaTKy Nosorie, y nepioa nonorie i 3’ABAF0TbCA 40
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MOMEHTY HApPOOXEHHS ANTUHWK, i Tinbkn y 0,5% mantokis
BUHWUKAIOTb B MEPLUNIA TUXAEHb XUTTH [7].

LLlopoky B YkpaiHi HapooxyeTbca malixe 12 Tuc. aitei
3 npupoaxeHnmu sagamun po3suTky (MBP). YacToTa ix B
nepxasi 3a 1993-1998 pp. popisHioBana 260 Bunaakis
Ha 10000 HoBoHapoaxeHux [8,9,10]. CamoBinbHi BUKUAHI
(CB) nnopamu 3 XxpOMOCOMHOIO NaTOJIOTIE0 - e NposiB
npupogHoro Biadopy B nonynsauii nlognun [11,12,13,14].
LLlopiyHO B YKpaiHi cepen 5% HapoaxeHux aiteri 3 BBP
Ta crnaakoBoto natonorieto 1-2% BuNaakiB HECYMICHI 3
XUTTAM. B nopanbiomMy Big, CNagkoBUX Ta BPOOXEHUX
Bapg, cTpaxaae 6nm3bko 10% HaceneHHs, a 20% Big, no-
nynauii BNPOA0BX XUTTA BMMArae mMeamko-reHeTU4HOI
nopaau abo KoHcynbTyBaHHs [13].

Benuka KinbKiCTb ypOAXEHUX Ta CNafKOBUX 3aXBO-
plOBaHb Ha BCiX CTafisiX OHTOreHe3y NAUHN NoTpebye
HOBOro niaxony A0 npobnemu ix npodinakTukn. Bax-
NIBY POAb Y NATOJOriT PENPOAYKLIHUX NPOLLECIB Biairpa-
I0Tb MyTauii B reHeTU4YHOMY anapaTti CTaTeBUX KAIiTWH.
3arnbenb 3HAYHOI YACTUHW 3UroT Ta emOpioHis, 0,5%
BUNAAKIB PAHHBOI ANTAYO0I CMePTHOCTI Ta 1% mepTBOHa-
POOXEHb 3YMOBNEHI YCNAAKYBaHHAM FEHIB, LLO CNpuyn-
HAOTb CMEPTb OPraHi3my.

306epexeHHs Ta BiAHOBNEHHS PENPOAYKTUBHOIO 30-
POB’Sl HA CbOrOAHI € aKTyasibHOI HE TiNlbkM MEeANYHOI0, a
1 BaXJIMBOIO i B coujanbHOMy, GionorivHOMy Ta MCKXO-
noriyHoMy nnaHax. Bce ue He kpawumm YnHOM BinbOu-
BAETbCS HA NPUPOCTI HACENEeHHs, AeMorpadiyHmMx NoKas-
HUKax Ta reHodoHAai YkpaiHu.

MapjHHA HAapOaKYBAHOCTI i 36iNbLUEHHS CMEPTHOCTI, B
TOMY YMCAi AUTSYOI, PICT 3aXBOPIOBAHOCTI Ta iHBANIAHOCTI
aiten, wo noe’asaxi 3 MNMBP (no 40-50% nepuHaTanbHOI
cmepTHocTi Ta go 30% 3axBOpPKOBAHOCTI) BKA3ye Ha He-
obxigHiCcTb NpoBeneHHs edekTuBHOI npodinakTukm MNBP,
CBOEYACHOI Ta aAeKBaTHOI NpeHaTanbHOI AiarHoCTukm (MA0)
[1,6,15]. Bkpaii HeobXigHMM € NPOBEAEHHS AaHUX 3axX04iB
y CiM’ax 3 penpoaykTUBHUMU BTpATamMu B aHaAMHE3i (ca-
MOBIJIbHI BUKMAHI, 3aBMEPi BariTHOCTI Yy Pi3HMX TEPMIHAX,
CUMHAPOM 3aTPUMKM PO3BUTKY NAOAY, BUNAAKN HAPOAXKEH-
HS1 OITEN i3 XPOMOCOMHOIO NaTONOrED, MOHOrEHHUMWN CUH-
Jpomamu Ta MynbTudakTopHoto natonorieio [ 9,13,16].

Jocnigntn ctaH penpoayKTUBHOI GYHKLUiT Yy XIHOK
rpynu pusnky, po3pobuTn KPUTEPIi NepuHaTanbLHOro pu-
3KnKy, npoaHanidyBatn eOeEKTUBHICTb NPEeHaTabHOI
[iarHOCTUKN y CiM’ax 3 PenpoAyKTUBHUMMK BTpaTamMu B
aHaMHe3i, 3 MeTOol NPOdINAKTUKN HAPOOXKEHHS AiTen 3
BPOLKEHMMW BaAamun PO3BUTKY Ta NepuHaTanbHOK na-
TOJIOTEI0 € aKTyaslbHUM 3aBAAHHSAM CYy4aCHOrO akyLuep-
CTBa Ta NEPUHATONOTII.

MeToto po60TM B6yno BUBYEHHS €(PEKTUBHOCTI npe-
HaTanbHOI AjarHOCTUKM Y CiM’ X 3 PENPOAYKTUBHMMU BTpa-
Tamu B aHaMHe3i.

MATEPIAJIN TA METOAWN. O6c¢ctexeHo 50 Barit-
HUX XIHOK 3 PU3NKOM XPOMOCOMHOI natonorii, Meguko-
reHeTMYHe KOHCYNbTYBaHHSA BariTHUX MPOBOAMSIOCH Ha
OCHOBI OpraHisaii po60TV No NpeHaTasbHii giarHoCTUL,
3 ABOETaNHMM NPUHLMAOM HaAaHHS ONOMOrM BariTHUM
XIHKaM ,Fpynu pusunky” no HAPOOXEHHIO AiTEN 3 npu-
POOXEHMMUN BaAaMUN PO3BUTKY Ta CMAAKOBUMM 32XBOPIO-
BaHHAMM [17].

CenekTUBHWUIA CKPUHIHT BariTHUX NPOBOAUTbLCA 3a A0-
NOMOrol0 anaparis, L0 NPauol0Th B peasbHOMY MacLu-

Tabi yacy 3 BMKOPUCTAHHAM KOHBEKCHOIO, NiHIAHOro Ta
ceKTopasnbHOro gatuvka (4actota 3,5 Mru). Ekcno3auuis
yAbTPa3BYKOBOro gochigxeHHs 15-30 xBunuH. B xoai
06CTEXEHHS BUKOPUCTOBYBANOCH NPEHaTaNlbHeE COMATO-
reHeTUYHE AOCNIOKEHHS nao4a BiANOBIAHO Migxo4y A0
npeHaTanbHoi AiarHoCcTuky [17]. MNpu BUSBNEHHI NpUpoA.-
XeHux Bag, po3sutky (MBP) nnopga npoBoanBCa npeHa-
TanbHWI CUHAPOMONOTIYHUI aHani3, TO6TO BUAINEHHS 3
YCi€i CYKYMHOCTiI NaTONOrNiYHMX O3HAK TAaKOro KAiHiYHOro
CYMMATOMOKOMMAEKCY, AKUA A03BONAMB AiarHOCTyBaTu
Bu3HavyeHnn cuHagpom MIBP (MHOXWHHI npupoaXeHi
BaAu PO3BUTKY). IHBA3MBHI METOAM MpeHaTanbHOI aiar-
HOCTUKW. (TpaHcabaoMiHaNbHUIA aMHIOLLEeHTEe3, NiaLeH-
TOLEHTEZ) NPOBOANANCS NiJ, NOCTIMHUM KOHTPONEM EXOr -
padii B 2-3 TpMmecTpax BariTHOCTi. 3a pe3ynbTatamu
LUTOrEeHeTUYHMX Ta OioXiMiYHUX AOChniaXeHb BariTHUM
Oyn0 pPeEKOMEHA0BAHO MPOJIOHIYBATK BariTHICTL 4K ne-
pepmBaTty 3a MEANYHUMN NOKa3amu.

PE3YJIbTATU AOCJIOXEHb TA TX OGFOBOPEH-
H4. lNonepeaXXeHHsa HapOAXKEHHS OiTEN 3 XPOMOCOMHN-
Mu abepauisamm i, 0cobnrBo 3 cMHAPOMOM JlayHa, € oA-
HUM i3 HaBaXJIMBILLMX 3aBAAHb MPEHaTaNbHOI AiarHoC-
TUKW. ns Bio®opy BariTHUX 3 BUCOKMM PU3UKOM XPOMO-
COMHUX 3aXBOPIOBAHb Y N104a NPOBOANIOCH KOMMIEKCHE
DOCHNIOXEHHS PiBHIB TEXHIYHMX Mapkepis, B | i Il Tpume-
CTpax BariTHOCTI. Y | TpumecTpi B CMpoBaTLi KPOBI BariT-
HMX BU3HA4YaBCS PiBEHb aCOLIIOBAHOrO 3 BariTHICTIO Ginka
A (PAPP-A) i BinbHOI cy60auHUL XOPIOHIYHOro roHano-
TponiHy ( (BXI). Ana BU3HAYEHHS TOYHOrO TEPMiHy Bari-
THOCTI BUKOpucTaHo Y3/ -00CnioKeHHs 3 BUMIPIOBAHHSAM
KYNpuKO-TiM’AHOrO PO3BUTKY eMOpioHa, ske, K NpaBu-
N0, BUKOHYBaNoOCb B AeHb 3a0opy KpOBi y BariTHoi. B
3aNexXHOCTi Bif, 3MiH BioXiMiYHMX MapKepiB BariTHi Oynu
noaineHi Ha kinbka rpyn. JaHi nopaHi B Tabnuuax 1 1a 2.

9K BUOHO 3 gaHux Tabnuui 1, BariTHi rpynun pusuky 3
3aHmxeHnm pisHeM (meHwe 0,4 Mom) PAPP-A Ta 3aHu-
xeHum pisHem BXI cknanun 18%, 3aHmxeHum PAPP-A Ta
nigsuweHum BXI — 20%, nigBuuwieHnum piBHem PAPP-A
Ta 3aHmkeHuM piBHeM PBXI - 36%, 3aHWXEHUM piBHEM

Tabnuua 1. BioximiuHi mapkepu MNMBP Ta
XpOMOCOMHOT natonorii | TpumecTpy y XiHOK rpynu

pU3NKy
KifbKicTb BariTHUX

MokasHukn a6, %
PAPP-A | + BXI | 9 18
PAPP-A | + BXI t 10 20
PAPP-A t + BXI | 18 36
PAPP-A { 13 26
Bcboro 50 100

Tabnuua 2. BioximiyHi mapkepu MNBP Ta
xpomMmocomHol natosnorii Il TpumecTpy y XiHOK rpynu

pU3nNKy

KinbKiCTb BariTHUX

Moka3HuKkn 260, %
oFP | + BXI 1t 10 20
oaFP 1t +H-E3 { 14 28
oFP t +BXIC{ +H-E3 { 26 52
aFP { + BXI 1t 10 20
Bcboro 50 100
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PAPP-A — 26%. BariTHum, y akux 6yno BUSBNEHO 3aHU-
XeHHs piBHa PAPP-A B KPOBi pO3LLIMPEHO KOMMNEKC npe-
HaTanbHWX 3axogiB B Il TpUMECTpI i3 3aCTOCYBaHHAM iHBaA-
3MBHUX METOAMK, BariTHi, y kux Oyno BUSBAEHO NiaBu-
weHHs PAPP-A B kpoBi 3 napanenbHUM 3aHUXeHHAM BXI
NPOBEAEHO AOCHIOXEHHS PiBHIB BiOXiMiYHUX MapKepiB
B Il TpumecTpi (16-18 TuxaeHs) - oFP, BXT, H-E3 (Tabn.2).

3 paHux Tabnuui 2 BUOHO, WO 3aHWXKEHWUIA PiBEHb
oFP 3 nigeuweHHsm BXIT cnocTtepirascsa y 20% obcTe-
XXEHUX NaALEHTOK, MiaBuLLLEHHA oFP Ta 3aHuXeHHa H-E3
—y 28%. MipBuweHnii piseHb aoFP (Oinblwe sk 25 Mom)
3 napanenbHUM 3aHmxeHHaMm BXI i H-E3 cnocTtepirascs y
52% xiHoK. BariTHMUM XiHkam 3 3aHWXeHuM piBHem aFP
Ta nigeuweHum pisHeMm XI' B noganbwomy 0ynu 3acTo-
COBAaHi iHBa3MBHI METOAN NPeHaTanbHOI AiarHOCTUKMN.

Bcim iHWMM BariTHUM XiHKaM 3 NiABULLLEHMM PIBHEM
oFP Ta 3aHmxeHum pisHem BXI i H-E3 pekomeHpoBaHe
anHaMiyHe Y3 0O0CTEeXEeHHS 3 MeTO BUKJIIOYEHHS NaTo-
norii nnoay (CUHAPOM 3aTPUMKK PO3BUTKY, FNOKCIi Nno-
Ay) Ta nnaueHTu (nepegyacHe A03PiBAHHSA MNALEHTH,
KanbUWHO3), AeTaNbHE AONNEPOMETPUYHE AOCHIAXKEHHS,
Kapaiotokorpadis.

B pesynbTaTi npoBeaeHoi poboTy NpU KOMMIEKCHO-
My obcTexeHHi 50 cimeli BCTAHOBNEHO, WO KJiHIYHWIA
nepeobir BariTHOCTI y XIHOK 3 PENPOAYKTUBHMMY BTpaTa-
MU B @aHaMHe3i CynpoOBOAXYBABCSH BMCOKUM PiBHEM He-
BuHowyBaHHA (13,0%), nepepyacHux nonoris (13,8%)
Ta 3aTPUMKOIO BHYTPILLHLOYTPOOHOro po3sutky (C3PI)
(28,7%) Ha doHi nnaueHTapHoi HepocTaTHoCTi (60,0%).

[JiarHocToBaHo C3PIMy 21 Bunaaky (42,4%) B aHam-
HE3i HAPOIOXXEHHS AiTEN 3 XPOMOCOMHOIO NaTONOriIElD; Y
15(30,5%) 3 HUX BUSABNEHO aHOManbHi kapioTunu (36a-
JIAHCOBAHi) y OOHOro 3 NOAPYX>KS 9K MOXIMBY €TiONo-
rito C3PIT.

BariTHuMm, y gkux 6yno BUSIBIEHO 3aHMXEHHS PIiBHSA
PAPP-A B kpoBi H/xu4e 0,4 MoM (26%) po3LMpeHO KOM-
NNekc npeHaTanbHUx 3axoais B Il TpMmecTpi i3 3acTocy-
BaHHAM iHBA3MBHUX MeToZiB. BariTHi, y akux 6yno BuaB-
neHo nigsuweHHa PAPP-A B kpoBi 3 napanenbHum 3a-
HUWKeHHAM XTI npoBefeHO A0CNIOXEHHS PiBHIB Oioxi-
MiyHUX mapkepiB B Il TpumecTpi (16-18 TuxHiB) - oFP,
BXI, n - E,.

3a paHumm GioximiyHnx mapkepis MBP Tta xpomo-
COMHI naTonorii 3aHnxeHun piseHo PAPP-A B cupoBarui
KpoBi 6yB y 26% 0OCTEXEHMX, SKMM OynM 3anponoHo-
BaHi iHBA3MBHI METOAM NMpeHaTanbHOI AiarHocTuku B I
TpUMeECTpi. B pedynbTati LMTONOriYHNX AOCNIAKEHD KYb-
TYpWU aMHIOLUMTIB Ta BOPCUH MNALLEHTU, B3ATUX LLISIXOM
aMHIOLEHTE3Y Ta NNaueHToLEeHTe3y BUSIBAIEHO 3 BUNas-
K1 (4%) aHOManbHOro KapiotTuny. YCim iHWINM BariTHUM,
y fIkux He Oyno BUABNEHO aHOManbHOro KapioTuny,
BariTHICTb PEKOMEHA0BAHO NPOMOHIYBATA 3 NOAANbLLNM
OMHaMiYHUM Y3 - CNOCTEPEXEHHSAM.

Hamu npoBeneHo aHania ebekTMBHOCTI NpeHaTasb-
HOI [iarHOCTUKK Yy CiM’aX, € WASXOM UUTOrEHETUYHOIO
06CTEXEHHS BUSIBNIEHO HOCINCTBO XPOMOCOMHMX MyTalLliit
ab0 HapoOUNCH AiTU 3 XPOMOCOMHOIO NaTOJIOriEl0 BHAC-
nipok HoBoiI MyTauii Ta giarHoctoBaHo C3PI1 pi3Horo cTy-
neHsl.

O6cTexeHo 21 ciM'l, 9KMM NpoBeAEHO LUTOreHeTny-
He O0ChiaXeHHs, 6yno BUSBAEHO HOCIACTBO XPOMOCOM-
HUX NepebynoB y ofHOro 3 nogpyxxa y 15 (71%). Y
KOXHIilA POAUHI B @HAMHE3I Mano MiCcLe HapOAXEHHS
onTuHM i3 MMNBP B noeaHaHHi i3 C3PI1 pisHoro ctyneHs
(XxpomMOCOMHOI natonorii, Bunagky BepudikoBaHi LMTO-
reHeTnyHo) abo penpoayKTUBHI BTPaTK (3aBMUPAHHS YK
BUKWAHI B Pi3HUX TEPMiIHAX BariTHOCTI)

OTpumaHi paHi npeactaeneHi B Tabnuui 3.

Tabnuuga 3. Cim“T 3 BUNagkaMu XpoMOCOMHOI naTosorii y noTomcTBa

Ne 2KiHkn YHonosikn [loToMCTBO
1 2 3 4
1 46, XX, 16 gh- 46, xy 1 BariTHICTb — aHTeHaTaJlbHa 3arnbenb Nnoay;
2 BariTHiCTb — nia, cnoctepexxeHHsMm MMI 'L, — 3i10poBa AMTUHA.
2 45, XX, der (13;15) 46, xy 1 BariTHICTb — 300pOBa ANTUHA, 2 BariTHICTL — PEeHOTUMOBO — c-M [aTay;
(p11;q11) 3 BariTHICTb — 300pOBa AUTUHA; Hocil 45 XY, der (13;15) (p11;q11)mat
3 46, XX,1(5;10) (g34;qter) 46, xy 1 BariTHicTb — MINBP,
2 BariTHiCTb — Nig, cnocrepexeHHsm MMI'L-300poBa anTuHa
4 45, XX, der (14;21) 46, xy 1 BariTHiCTb — ¢-M [JayHa TpaHCNOKaLinHWIA,
(q11;p11) 2 BariTHICTb — 300pOBa AUTUHA
5 46, XX ( 5;10) (q14;912) 46,XY 1 BariTHICTb — 3aBMEpNa y NEPLLOMY TPUMECTPi
2 BariTHICTb — Nif, cnoctepexeHHsm y MMI'LL 3popoBa auTrHa HOCIM TpaHe-
JIOKaLLi
6 45,XX,der(13;14) 46,XY 1 BariTHICTb — 3aBMEpANa y NEPLLOMY TPUMECTPi
(910;g10), 1gh+ 2 BariTHICTb — 3aBMEpPNA y NePLLIOMY TPUMECTPI
3 BariTHiCTb — nif, cnocrepexxeHHam y MMI'LL spoposa autnHa
7 46,XX 46,XY, 1(6;9) 1 BariTHICTb — 3aBMepna y NepLLIoMy TPUMECTpi
(gter —13;qter) 2 BariTHiCTb — Nig, cnoctepexeHHsaM y MMI'LL 3mopoBa AnTMHA HOCI TpaHe-
JIoKaLji
8 46,XX, 1(6;11) (g23;923 ) 46,xy 1 BariTHICTb — 3aBMEpNa y NEPLLOMY TPUMECTPi
2 BariTHICTb — Nif, cnoctepexxeHHsM y MMI'LL camOBINbHWIA BUKNAEHb Y Mep-
LIOMY TPUMECTPI
9 46, XX 46, xy, 22, pst 1 BariTHiCTb — ¢-M Engapaca (47, XX +18), BusaBneHuii npeHatanbHo, nepe-
PUBAHHS 3a Mef, NoKasamMu
2 BariTHiCTb — nig, cnoctepexxeHHaMm MMI'LL — 3aopoBa anTrHa
10 46, XX 46, xy, 9gh+ 1 BariTHICTb — 3aBMepna 8 — 9 Tnx.,
eKkcTpaBapiaHT 2 BariTHICTb — 3aBMepna 8 Tmx.;
HOPpMU 3 BariTHICTb — nig cnocrepexeHHam MMI'LL — 3gopoBa autrHa
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MpopoBxeHHa Tabn. 3

1 2 3

4

11 46, XX 46, xy, 9gh+
eKcTpaBapiaHT
HOpPMU

1 BariTHICTb - 300pOBa OUTUHA
2 BariTHICTb — NepepBaHa 3a MeA,. Nokasamu , rigpouedanis
3 BariTHiCTb — nif, cnoctepexeHHsm MMI'LL — 30opoBa auTrHa

12 |46, XX, inv9 (p1,2,q2,12) 46, xy

1 BariTHiCTb — 3aBMepna 8 — 9 Tnx.,

2 BariTHICTb — aHTeHaTasnbHa 3arnbdens 39 -40 TXK. BPOIKEHA Baaa Cepus;
3 BariTHICTb — nig, cnoctepexeHHsm MMIL, nicns npeHaTanbHOI iHBa3MBHOT
AjarHocTuku 46, XX, posLienvHa ryov i nigHebiHHS.

4 BariTHICTb 7- nig, crnoctepexedHam y MI'L, 3nopoBa gutnHa

13 46, XX 46,XY(y opHoMY i3

45 miTosiB 47, XXY

1 BariTHiCTb — 3aBMepna 8 — 9 Tmx.,
2 BariTHICTb — 340POBA ANTUHA.

14 46, XX 46, xy

1 BariTHiCTe — ¢-m JayHa( 47, XX+21)
2 BariTHICTb — nig, cnoctepexeHHam MMI'LL — 3popoBa antrnHa

15 46, XX 46, xy

1 BariTHICTb — XJTIONYMK NOMeP Ha 7 o0y, BpoOXXeHa BaAa cepus — ChiflbHUIA
apTepianbH1i CTOBOYP,

2 BariTHicTb — 3aBMepna 9-10 Tux., npoBefeHa bioncisa xopioHa 45,X0;

3 BariTHiCTb — nif, cnoctepexeHHsm MMI'LL — 3gopoBa auTrHa

16 46, XX 46, xy

1 BariTHicTe — MIMBP: ¢c-m JayHa (47, XX+21), cuiagpom lipwnpyHra, cybto-
TanbHa popma, CTEHO3 12-nanoi KALLKK, KiflbLe BUAHA MiaWyHKOBa 3ano-
3a, AedekT MiXnepeacepaHoi Neperopoaxu.

2 BariTHICTb - Nig, cnoctepexeHHam MMI'L, — 3gopoBa auTmnHa

17 45X / 46,XX (3:33) 46,XY

1 BariTHICTb — CAMOBISIbHWIA BUKMAEHD Y APYrOMY TPUMECTPI
2 BariTHICTb — nig, cnocTepexenHam y MILL , npoBoannmnces 3axoam Ha 36e-
PEXEHHS —CAMOBIJIbHUIM BUKMAEHD Y APYrOMY TPUMECTPI

18 46, XX 46, XY

1.BariTHicTe — cnHapom dayHa(MINBP BBP LLUKT atpesia 12-nanoi KMwku,
OMLLM), 47 Xy+21;
2 BariTHICTb - Nig, cnoctepexeHHam MMI'L, — 3gopoBa autmnHa

19 46, XX 46,XY

1.BariTHiCTb — cMHapom ayHa 47, XY+21(BBP CCC AMLLM);
2 BariTHICTb - Nig, cnoctepexeHHam MMI'LL, — 3a0poBa AUTUHA

20 46,XX 46,XY

1 BariTHiCTb rirpoma i, 45 XO
2 BariTHIiCTb — Nifg, cnocTepexeHHam y MI'LL 3n0poBa AUTHHA.

21 46,XX/47 XXX [28;3] 46,XY

1 BariTHICTb — 300POBUI XNOM4YUK;
2 BariTHICTb — CAMOBINBHNIA BUKMAEHE Y 1 TPUMECTPI;
3 BariTHICTb 300POBA AjBYMHKA, NMiCNsi NPEHATaNLHOI IHBA3MBHOI AjarHOCTUKN.

9k BUOHO i3 gaHux, HaBeageHux y Tabnuui 3, nig yac
CMNOCTEPEXEHHA (NPOBEAEHHSA MPEKOHLENUINHOI Npod-
inakTukmn Ta NpeHaTanbHoiI giarHocTukn), y 18 i3 21 cimeii
Hapoaunuca 300poBi aitn (85%). Y noBox Bunagkax B
pe3ynbTaTti NPOBeAEeHO! iIHBa3MBHOI L0ONOIOrOBOI AiarHo-
CTUKM BUSIBNIEHO 36aNaHCOBaHi TpaHcnokaLlii Ta Hapoau-
nncsa 300pOBi OiTu.

BUCHOBOK. 3anponoHoBaHi MeToaMK1u NpOrHo3y-
BaHHS i3 3aCTOCYBAHHSAM PISHUX METOLIB NpPeHaTanbHOl
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