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KNIHIYHI TA TEHETUYHI OCOB/IMBOCTI MOAPYKA 3 PENPOAYKUINHUMU
BTPATAMWU B AHAMHE3I, LLLO 3YMOBJ/IEHI PO3BUTKOM EMBPIOHIB/NNOAIB
I3 AHOMAJ/IbHUM KAPIOTUTIOM
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38’A30K ny6iKauii 3 nNfaHOBMMM HayKOBO-A0CAIA-
HUMM poboTtamu. PoboTa € dparmeHtom HAP «leHe-
TUYHI NepeayMOBM pPerynapHUX Ta CnopagnuyHmxX penpo-
OYKUiNHKX BTPAT y NtoanHU», Ne aeprKaBHOi peecTpalii:
0119U002288.

Bctyn. OpHielo 3 HalinowmMpeHiwmx npobaem aky-
lwepcTBa Ta riHeKonorii € penpoaykuiniHi BTpaTtn (PB).
B ymoBax HecnpuatamBoi pgemorpadiyHoi cuTyalil,
KO/IN KOXKHIi N'ATb POKiB Ha 20% 3MEHLIYETbCA KifbKiCTb
KIHOK, 34aTHUX HAapPOAUTU AUTUHY, 0COBAMBO aKTyasb-
HUM € penpoayKLiliHe 340pOB’s AK OKpemux ocib, Tak
i nonynauii B uisiomy, 36epeskeHHs i po3BUTOK HaxkaHOI
BaritHocTi [1,2]. Y 6inbluocTi KpaiH CBiTy YacToTa HEBU-
HOLYBaAHHA BariTHOCTi cTaHOBUTb 10% — 42% i He mae
TeHAEHLji A0 3HUKeHHSA [3]. 3a OCTaHHi poKM 3pocTae
Taka $opma HEBUHOLYBAHHA, AK BariTHICTb, WO He
PO3BUBAETLCA, NPMYOMY, B YKpPAiHi il YacTKa CTaHOBUTb
0o 30% Big, 3aranbHOI KinbKkocTi [4]. AHOManii po3su-
TKY eMOpioHiB, 3yMOB/AEHI F€HETUYHUMMU YMHHUKAMWU,
BBAXKalOTb HAMMNOLIMPEHILIO NpuyYMHOlO PB Ha paHHix
TepmiHax. Lle, 30Kpema, maiixke 70% BariTHOCTEN, WO He
po3BuBatoTbCA A0 6 TMKHIB, 50% — Ao 10 TMKHIB | 5% —
nicna 12 TuxkHiB BariTHocTi [3,4]. Ocobansy npobnemy
CTAHOBAATb NOBTOPHiI PB, 3ymoBneHi pisHUMMKM npuymn-
Hamu, 30Kpema, aHOManiAMM KapiotTuny B OAHOrO 3 Mno-
OPYMKA, HAMYaCTiWe 3 PeunnpPoOKHUMK i pobepTCoHIB-
CbKMMUW TpaHc/oKauiamu [5,6]. Y nitepatypi HaBogATb
[aHi CTOCOBHO CMiBBiAHOLWEHHA PELMNPOKHMUX TPAHCNO0-
Kauil fo pobeptcoHiscbkux: 1,6%:0,6% [7]; 5,9%:0,7%
[6]; 24,7%:17,7% [8]. Cepes iHWMX XPOMOCOMHUX aHO-
manin (XA) y nap i3 PB cnig BigmiTUTM mani foAaTKoBsi
MapKepHi XpoMocomu, AKi BUABAAOTb y 4,7% ocib, mo-
3aiYHM Kapiotn — y 4,1%, retepomopdHi BapiaHTy,
30Kpema, iHBepcito xpomocomun Y —y 1,6% nauieHTiB
Ta iHBepcito xpomocomun 9 —y 1,2% [9]. Cepen nauieH-
TiB, AKI Mann XA, nepeBarkatoTb XiHKkM y 71,2% Bunag-
KiB [8]. Xoua yactoTa XA y 6aTbKiB BifiHOCHO HE3HayHa
i cTaHOBUTL Big 3,5% [8] 33 AaHMMK O4HMX aBTOpIB, A0
9,6% — 17,4% ocib npwu 36inbweHHi Kinbkocti PB [10,11]
— 32 JaHMMMU iHLWKX, OAHAK NPOTOKO/ OBCTEXEHHA Nap
i3 PB Ha cborogHi BKAtOYae 060B’A3KOBE TECTYBAHHA Ha
XPOMOCOMHI Nepebya0Bu KOXHOTO 3 6aTbKiB, a He inLe
abopTuBHOro matepiany [5]. IcHye H13Ka NOBIAOMNEHDb
npo BiACYTHICTb 3B’A3KY XA 3 KiNbKicTio NOBTOpPHUX PB
[6,12]. Bci iHWi YUHHMKKN He TeHeTUYHOI Npupoam, fAKi
BM/IMBAOTb Ha MOPYLIEHHSA pPenpoayKuinHoi ¢yHKuii,
MOXYTb BYTU NPUCYTHIMKM OZHOYACHO, ab0o X Hesanex-
HO Bif reHeTUYHUx [10]. MPUINHATO BBaXKaTH, LLLO rOCTPI
iHpeKUiHi 3axBoploBaHHA Oyab-AKOI NMpupoau, aBTo-
iMyHHa naTtonoria, eHAOKPWUHHI MOPYLUEHHS, Pi3Ki me-
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TaboniuHi po3naan, aHaTOMiYHI aHomanii, BiKk maTtepis
i 6aTbKiB, 3abpyAHEHHA OOBKINASA, WKIAMBI 3BUYKM Ta
iHWe, € MMOBIPHMMM MPUYNUHAMM HECTNIPUATAMBOTO 3a-
BepLUeHHs BariTHocTi [13].

Merta gocnigeHHa. [locnigntn ctateBo-BiKOBI, re-
HEeasIoNiYHi, LUMTOreHeTUYHi XapPaKTePUCTUKU, XPOHIiYHi
3aXBOPIOBAHHA Y NOAPYXKXKA 3 PB, y AKMX BUABNEHI Pi3Hi
3a CMEKTPOM XPOMOCOMHI aHoManii B abopTycis.

O6’eKT i meToam pocnigKeHHA. [poBeaeHO KAiHiu-
HUI ornag, NabopaTopHi AOCNIAKEHHSA, aHaNi3 meamy-
HOI ZOKYMEHTaLLii, B TOMY YMCAi, JaHUX KapiOTUNYBaHHA
embpioHis/niogis, y akux 6yno niarsepaskeHo XA, 3a
nepiog 2018-2019 pokis cnoctepexeHHA. BMKOHaHO
UMTOreHeTUYHe AochigKeHHa nimdouunTis nepudbepuy-
HOT KpoBi Big 45 nogpy»Hix nap (90 oci6) i3 PB B aHam-
Hesi 3 niaTBepaxeHnmn XA B 6ionoriyHomy matepiani
embpioHis/nnogais. Bik nauieHTis ctaHoBMB Big 21 0o 48
POKiB: 4onoBikiB — Big 23 oo 48 pokiB, XiHOK — Big 21
00 45 pokis. Y nauieHTis i3 PB KNiTUHM KPOBI KyNbTUBY-
BanW in vitro B noxusHomy cepegosulli RPMI 3 ito-
reMarrloTMHIHOM NpoTArom 72 rog y TepmocTati npu t
=37°C. [inA 3ynuMHKM Noainy KNiTUH Ha cTagii meTadasn
00 cymiwi goaasanu 10 MKr/Ma pO3UMHY KOAXILUHY, a
ONA OTPUMAHHA Kpawoi mopdonorii xpomocom — 100
MKI/MA po3unHy Bpomuctoro etugito. Cymiw posuu-
HiB 3i 3pa3Kom peTesibHO 360BTyBaAM 3 MeToto 3abes-
MeYyeHHs KOHTAKTy 3 yciMa peareHTamu Ta iHKybyBanu
B TepmocTati npu 37°C. Yepes 1,5 roa. BMKOHYBanu
LeHTPUdYryBaHHA KAITUH NpoTarom 6 xs. npu 1500 06/
xB. Hapocagosy piguHy Bigbupanu, sanuwatoum 0,5 mn
PO34MHY i3 KNiITUHaMW, fofaBann y npobipky 5 ma rino-
TOHIYHOTrO PO34MHY X/IopucToro Kanito (0,075 M) Ta iHKy-
6yBanu B TepmocTaTi npu 37°C. Yepes 50 xB. cycneHsito
KNITUH LeHTpudyrysann npotarom 6 x8. npu 1500 06/
XB, BifAbupanu cynepHaTaHT i A4oAaBaAn NPUrOTOBAHUN
ex tempore 5 mn po3umHy oxonopgyKeHoro ¢ikcatopa
— CYMiLlUi €TUI0BOTrO CNUPTY i IbOAAHOI OLTOBOI KMC/IO-
TM y cnissigHoweHHi 3 : 1 i suTpumysanm 30 xB B XO-
noaunbHUKY npun 5 — 82C. MaHinynauito nosToptoBaam
Tpuui. MNoTim Hagocagosy pianHy Bigbupanu, a 0,5 mn
cycneHsii KNiTUH po3KanyBasiv Ha nonepeaHbo OX0J0-
[)KeHe MOKpe npeameTHe ckenble. lNpenapatn dap-
6yBann andepeHLiasibHO 3 BUKOPUCTAHHAM GapBHMKA
PomaHoBcbKoro-Timsu, posunHeHoro y ¢ochatHomy by-
depi (pH=6,8) i goaasanm 5 kpanenb 0,25 %-ro Po3ynHy
TPUNCUHY. AHANI3 NPOBOANAN 3 BUKOPUCTAHHAM CBIT/10-
BOro MiKpocKony 3rigHo 3 pekomeHaauismm ISCN [14].
AHanizyBanu B KOXXHOMY BMNaaKy Big 20 y Hopmi go 35
MeTadasHUX NAACTUHOK (NPW BMABMEHHI NAaTONOrMYHOro
KNOHY KNiTUH) i3 AKiICHOO MOPdO/IOriErd XPOMOCOM.
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CTaTUCcTU4YHE onpaLtoBaHHA OTPUMAHMUX
eKCNepuMMEeHTaNbHUX [AaHUX MPOBOAUO-
CA 3i 3aCTOCyBaHHAM MeToAiB BapiauiliHOi

Tabnuua — CrateBo-BiKOBi 0c061MBOCTI NaLieHTIB
i3 penpoAyKuiiHMMM BTpaTamm Ha Pi3HUX TepPMiHaX BariTHOCTI,
AKi manu em6pioHu/nnoamn 3 aHoManbHUM KapioTunom

CTAaTUCTUKM LUNSXOM PO3PAXYHKY MeaiaHu,
cepegHboro apudpmetnyHoro (M) Ta crTaH-
OAPTHOro BigXMAeHHs (M) 3 ypaxyBaHHAM
KiIbKOCTi CMOCTEPENKEHD.

Pe3ynbrat pocnigeHb Ta ix o6roso-
peHHA. CepegHilt BiK XKiHOK, y AKMUX pO3BU-

HY/UCA NIOAM 3 aHOMAJIbHUM KapioTUMom,
ctaHosmB 31,22+0,92 pokiB (21-45 pokis),

yonosikiB — 33,22+0,91 pokis (23-48 pokis).

Y 33,3% (15/45) »iHOK PB, npu AKMUX BUAB-
neHo XA y embpioHis/nnoais, peectpysanu

y Biui 35 pokiB i 6inble. Cepen NOAPYKKA
pocnigskysaHoi rpynu y 11,11% (5/45) su-

nagKis peectpyBanu noBTopHi PB. XapaKre-
PUCTUKY TPyn MaL€EHTIB 3@ CTAaTEBO-BiKOBU-

MW 0COBNBOCTAMU, B AKUX B aHaMHe3i Ha

TepmiHax meHwe/6inbwe 12 TUKHIB Byan
BMABNEHI embpioHn/naoan 3 aHOMaNbHUM

Bik naujieHTiB TepmiH nepepsaHoi
AHOManii XpoMmocom, fKi Bu- (y pokax) BariTHOCTI (y TUKHAX)
ABuan B embpioHis/nnoais YO0BiKKN MKIHKKW
(M£m) (M2m) <12 >12

AOAATKOBA KONIA 34,55£1,25 | 32,81+1,47 | 2 (14,3%) |14 (85,7%)
xpomocomu 21 (n=16)

AOCAATHOBE KOMIA 37,36%1,89 [35,27+1,75 | 2 (22,2%) | 9 (77,8%)
xpomocomu 18 (n=11)

AOAATKOBA KOMIA 34,75+2,53 | 29,75+3,64 | 3 (75,0%) | 1 (25,0%)
Xpomocomu 16 (n=4)

moHocomia 27,63+1,10 |26,63+1,40| 6 (75,0%) | 2 (25,0%)
xpomocomu X (n=8)

[,04aTKOBA Konis o
xbomocomn 13(n-1) 26.0 26,0 |1(100,0%)  _
p°6epT°°”'B(Cr:’:";)T PaHcniokalll g 674120 | 28,0£0,67 - [3(100,0%)
Tpunaoigia 69,XXX (n=2) 29,5041,50 | 26,0+2,0 - 2 (100,0%)
Pasom Bci aHomanii (n=45) | 33,22+0,91 |31,22+0,92 |14 (31,1%)|31 (69,9%)

KapioTMnom, HaBeAeHo B Tabauui.

BcTaHOBNEHO, WO cepeaHiit BiK KiHOK i YONOBIKIB, Y
AKX npu PB y embpioHiB/nnoais BMABAAAM A0AaTKOBI
Konii xpomocom 21 i 18, 6yB icTOTHO 6inblMM, NoOpiB-
HAHO 3 BIKOM XIHOK i 40noBiKiB, y embpioHiB/nnoais
Bif, AKMX AiarHocTyBasiM MOHOCOMIO Xpomocomu X
(p=0,014 i p=0,002, BianoBigHO Ans XiHOK) i (p=0,01 i
p=0,001, BiganosigHO AnA 4onosikiB). BussneHo, wWo
cepeHilt BiK Y0N0BIKIB, Yy AKUX Npu PB y KiHOK y emb-
pioHis/nnoais 6ynn popatkosi Komii xpomocom 16,
6yB icTOTHO 6iNbWMM, NMOPIBHAHO 3 BIKOM YONOBIKIB, Y
embpioHiB/nioaiB Big AKMX AiarHOCTYBa I MOHOCOMIO
xpomocomu X (p=0,01). NiaTBepaArKeHo, Wwo PB icTOTHO
yacTiwe TPanaaAnCb Ha TePMiHi > 12 TUXKHIB Npu BUAB-
NeHHi B embpioHis/nnoais Tpmucomii xpomocom 21 i 18,
nopiBHAHO 3 PB, Npu AKMX AiarHOCTYBa/In MOHOCOMItO
XPOMOCOMM X — Ha TepMiHi meHwe 12 TuxkHiB (p=0,005 i
p=0,028, BignosigHo). PB y XiHOK icTOTHO YacTiwe Tpa-
NAAAUCH HA TEPMiHi MeHwWwe 12 TUXKHIB NPU BUABNEHHI B
embpioHiB/nnoais TpMUcoMii Xxpomocomu 16, NopiBHAHO
3 PB, npu sKkux AjarHoctyBann TPUCOMIO XPOMOCOMM
21 (p=0,032). Taknm YMHOM, AaHi, HaBeAeHi B Tabauui,
CBigYaTh NPO Te, WO Y NOAPYHKKA BiNbll CTapLIOro BiKy
PB uacTiwe cnpuunHeHi po3sutkom embpioHis/nioais
i3 ,OAATKOBOK KoMieto xpomocom 18 i 21, nopiBHAHO 3
MOHOCOMi€lD Xpomocomu X. Ha TepMmiHi BariTHoOCTi 6inb-
we 12 TMXKHIB HalyacTiwe AiarHoCTyBaaAW Naogm 3 Ao-
OATKOBMMM Konisimu xpomocom 21 i 18. Y 3aranbHomy, y
rpyni naujieHTiB i3 PB, Aki Manu embpioHn/naoam 3 aHo-
ManbHMUM KapioTunom, PB yacTiwe peectpyBann Ha Tep-
MiHi 6inbwe 12 TUKHIB, NOPIBHAHO 3 TEPMIHOM MeHLLe
12 TmkHiB (69,9% : 31,1%).

Y 15,56% (7/45) oci6 suasuam TORCH-iHbeKuii. Mo-
JIOBMHA }KiHOK, Y AKUX PO3BUHYAMUCA eMOPIOHM 3 MOHO-
COMI€EIO XPOMOCOMM X, Manu LUTOMEranoBipycHy iHdek-
Lito IK OKpeMmo, TaK i B KOMBiHaL,ji 3 TOKCONN1a3MO30M i
reprnecom. 3a A4aHUMM NiTepaTypu Hanbinbw Hebesney-
HUMM Yy BUNAAKaxX 3aBMUPAHHA NNoAa € Taki iHdeKLii Ak
reprec, Tokconsaasmos i xnamigios [13]. Natonorito cTa-
TeBoi chepun BUABUAM Y KiHOK y 13,33% (6/45) iHOK:
y 6,67% (3/45) pjiarHocTyBanu KicTy Ae4YHuKa, y 4,44%
(2/45) — engomeTpios | B OAHIET XiIHKM — NOAINKU MaTKM.
Y 6,67% (6/90) nauieHTiB 4OCAIAKYBAHOT FPYNK, AK Y YO-
NOBIKIB, TaK i B KiHOK, poguyi | cTyneHA cnopigHeHoCTi

(mamu, cecTpm) TaKoX Manv penpoayKLiiHI nopyLweHHs
B aHaMHe3i: HEBMHOLLYBAHHA i 3aBMMPAHHA BariTHOCTI,
abo x TpuBane 6esnnigas — 8-10 pokis.

[iarHoctyBaHHA aHOMaIbHOTO KapioTuny y o4HOrO 3
6aTbKiB € 0AHi€IO 3 HalbiNbLI BiAOMUX NpUYKH PB. fIKLWO
Yy MOAPY)KHIX Map O4MH i3 NapTHEepiB, YacTille KiHKa,
Ma€ reHeTMYyHo 36a1aHCOBaHY CTPYKTYpPHY nepebynosy
— TpaHC/OKaL,jito, TO Taka abepauia B nepesBakHil 6inb-
LWOCTi BUNAAKIB HE NPU3BOANUTb A0 KAiIHIYHUX deHOTU-
NoBMX MPOABIB, OAHAK MOXKe iHAYKYBaTU BMHUKHEHHS
rameT i3 aHOMa/IbHOO KiNbKicTio xpomocom [9]. PobepT-
COHIBCbKi TpaHcnoKauyji 6yno suasneHo y 4,44% (2/45)
JKIHOK. 30KpeMma, Y XKiHKK, AKa Mmana 340p0BY AUTUHY Bif,
nepLoi BariTHOCTI, Apyra BariTHICTb 3aBeplunaacb 3a-
BMUPAHHAM nnoga. MNpu unuToreHeTUYHOMY A0CHiAKEH-
Hi abopTuBHOro matepiany 6yno BuABAEHO pobepTco-
HiBCbKY TpaHcnokauito: 46,XY,der(13;14)(q10;q10),+13.
Y 3B8’A3KY 3 UMM BWMKOHAAM KapioTUMyBaHHA MOAPYK-
HbOI Napu 4NA MO/MBOTO BUABNEHHA TPAHCNOKaLii
Yy 04HOro 3 noapy:xxsa. Kapiotmn XiHKM 6yB natono-
rivnmin:  45,XX,der(13;14)(q10;q10), wo cnpuynHUIO
BUHWKHEHHA 3aBMMPaAHHA Nioaa. 3a AaHUMK niTepa-
Typu came xpomocomu 13 i 14 HalyacTiwe 3aayyeHi y
BUHWKHEHHS POOEPTCOHIBCbKMX TpaHc/AoKauin [8]. Y
iHWOro NoApyx*Ka B naofga 6yno BUABNEHO KapioTun
46,XX,der(14;21)(q10;q10),+21. MaTonori4HUI KapioTun
6yB y KiHKM: 45,XX,der(14;21)(q10;q10). 3a AaHMmK
NiTepaTypu Hociasmu pobepTCOHIBCbKMX TpPaHC/OKaLil
YacTile € XKiHKWM, NpMYomy CNiBBIAHOLWIEHHA 33 CTATTIO
HaCTynHe *iHKn:4010BiKM (1,6:1) [8]. Y HacTynHOi napu
y Nao4a AiarHocTyBanu TpaHcaokKauito 46,XY,der(13;21)
(q10;910),+21, oaHaK KapioTMn nogpyKs 6yB HOp-
ManbHMM. Y OOHOro0 4YONOBiKa A0CANIAMKYBaHOI rpynu
AiarHOCTYBaNM NEPULLEHTPUYHY iHBEPCit0O Xpomocomm 9
—inv(9)(p11;912). Mepuwa BariTHiCTb Ha TepMiHi 6inblue
12 TUXKHIB APYXKMHM 3 LbOro NOAPYXKKA 3aBepLumaacb
3aBMMUPAHHAM, a B N/1043a AiarHOCTyBaM TPUCOMItO XPO-
mocomu 18. 3a pesynbTaTaMu CNOCTepeXKeHb AeAKUX
aBTOpIB iHBEPCii XPOMOCOM YacTille BUHMKAIOTb Y OCib i3
PB [9], xoua iHwWi cTBEpAKYHOTb, WO LA iHBEpCia € Napa-
disionoriyHMM BapiaHTOM HOPMU, AIKY BUABAIOTL CEPES,
0cib KoHTpo/IbHOI rpynu 3 yactoToto 1:100 [15].
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PucyHoKk 1 - CniB'Bi,qHOLI.IEH.Hﬂ embpioHiB/nnogis pisHoi cTaTi
13 aHOMaNnIAMU XpoOMOCOM.

Ha puc. 1 HaBeaeHoO cniBBiAHOLWIEHHA embpioHis/
naoAiB pisHoi cTaTi i3 XA Big 06CTEXKEHOT rpynu »KiHOK
i3 PB.

Cepepg, 45 embpioHis/nnoais, y Aknx byno niarsep-
OYKEHO aHOManil pisHMX XPOMOCOM, NepeBarkann abop-
TYCM }KiHOYOI cTaTi (2,2:1). BcTaHOB/IEHO, L0 B KapioTuni
embpioHis/niogis HavacTilwe BUABAANM [0AATKOBI
Konii HacTynHMx aBTocom — 21, 18 i 16 (puc. 2).

I3 aHOManii, NoB’A3aHMX 3i CTaTEBUMM XPOMOCOMaA-
MU, AOMiIHYBasia MOHOCOMiAA X XpOMOCOMMU. 3a gaHNUMU
niTepaTtypu TpUComii aBTOCOM € HalbinbL YacTUMK aHO-
Maniamum, ki BusaBnAOTb y 64,6% embpioHis/nnoais,
BaHi aHomanii —y 8,9% sunaakis [9,16].

BUCHOBKU. TaKMM YMHOM, OTPMMaHI AaHi cBig4aTb
npo Te, WO CrNeKkTp Aeaknx XA B embpioHis/nnogis
MOMEe 3aneXaTu Bif, BiKy MOAPYXMKA i TepmiHy nepe-
pBaHoi BariTHOcTi. TORCH-iHbeKLii BUSIBAEHO Yy KOXKHOI
CbOMOI }KiHKK 3 PB, a B KOXKHOI LLOCTOI — NaTo/0riA cTaTe-
Boi chepu. Y 4,44% noppyKHix nap 3 PB i aHomanbHum
KapioTunom B embpioHiB/nnogais, BuasneHo pobepTco-
HiBCbKi TPaHCAOKaLii.

PucyHOK 2 — CniBBigHOWEHHA Pi3HMX 32 CNEKTPOM XPOMOCOMHUX
aHomaniit B embpioHis/niogis Big noapykHix nap
i3 penpoayKuiiHMMK BTpaTaMu B aHamHesi.
1 - popatkoBa Konisa xpomocomu 21 (35,6%); 2 — goaaTkoBa Konis
xpomocomu 18 (24,4%); 3 — moHocomia xpomocomu X (17,8%);
4 - popaTtkoBa Konia xpomocomu 16 (8,9%);
5 — pobepTcoHiBCbKi TpaHcNOKaLi (6,7%); 6 — Tpunnoiain (4,4%);
7 — popaTtkoBa Konia xpomocomu 13 (2,2%).
neaneKTMBM noganblinx AOCHiA)KEHb. [eHeTn4He
TeCTyBaHHA NPOAYKTIB 3a4aTTA Yy napu, AKi 3a3Hann PB,
OOCNiAKEHHA MMOBIPHUX YMHHUKIB PUSUKY BUHUKHEH-
HA i€l natonorii B MalibyTHbOMY 3MOXKe AOMNOMOITU
BU3HAYUTU OCHOBHY eTioNorito BUHUKHEHHA BTPAT Ta Ha
niaCcTaBi OTPMMAHMX Pe3ynbTaTiB KOHCY/IbTYBaTU MaLLi€EH-

TiB CTOCOBHO NPOrHO3Yy Ha HACTYMHY BariTHICTb.
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KNIHIYHI TA TEHETUYHI OCOB/IMBOCTI NOAPYXKKA 3 PENPOAYKLUINHUMU BTPATAMU B AHAMHE3I, O

3YMOBJ/IEHI PO3BUTKOM EMBPIOHIB/NNOAIB I3 AHOMA/IbHUM KAPIOTUNOM

No3suHcbKka M. P., Mpokonuyk H. M., Mikyna M. |., KopiHeub . M., Onekciok O. b.
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MEAUYHA TEHETUKA

Pestome. Mema OocnidmceHHs. [oOCniguTn CTaTeBO-BiKOBi, reHeanoriyHi, UUTOreHeTUYHi XapaKTepucTu-
KM, XPOHiYHi 3aXBOPIOBAHHA B MOAPYMKA 3 PENpPOAYKUiMHUMK BTpaTamu, y AKUX BUABNEHI Pi3Hi 3a CMeKTpom
XPOMOCOMHi aHOManii B abopTyciB. 06’ekm i MemoOdu. MpoBeaeHO KNiHIYHUI ornaa, aHani3 MeauyHoT AOKyMeHTaLl
45 noapy:KHix nap i3 penpoayKuiiHMmmM BTpaTaMu, UMToreHeTUYHe gocniaxkeHHsa 90 3paskiB KpoBi Ta aHani3 cnek-
TPY XPOMOCOMHUX aHOMani B embpioHis/nnoais. Pesysemamu. Y 11,11% nap 6yav NoBTOPHI BTPaTH, NpUHoMy
yacTiwe Ha TepmiHi 6inbwe 12 TUKHIB. Y 15,56% ocib aiarHoctyBann TORCH-iHdekuii. MaTonorito ctatesoi chepwn
aiarHoctyBanu y 13,33% »KiHOK. Po6epTCOHIBCbKiI TpaHcaoKauil Buasmuan y 4,44% nap. Y YONOBIKiB i }KiHOK 6inbLu
CTapLIOro BiKy penpoAyKLiiHi BTpaTK YacTille CnpUYnHEHi PO3BUTKOM eMbpioHiB/nao4is i3 A0AaTKOBOI KOMiEo
xpomocomm 18, 21, a BiK NOAPYXKHIX Nap, y AKUX BUABNEHO embpioHn/nnoam 3 moHocomiero X xpomocomu, 6ys
HameHwWwwum. MiaTeepasKeHo, Wo PB icTOTHO YacTiwe TPanasAMCb Ha TePMiHi Binble 12 TUXKHIB NPU BUABNEHHI B
embpioHis/nnoais Tpucomii xpomocom 21 i 18. BucHo8KuU. BCTaHOBEHO, WO CNeKTp Aeakux XA B embpioHis/nnoais
MOXKE 3a/1eXKaTH Bif, BiKY MOAPYXKA | TepMmiHY nepepBaHoi BariTHOCTi. TORCH-iHdeKLii BUABNEHO Y KOXHOI CbOMOi
YKIHKK 3 penpoayKuitHMMK BTpaTaMM, @ B KOXKHOI LLOCTOT — NaTo/10riA cTaTeBoi chepu.

KnouoBi cnoBa: aHoOManii XxpoMoCcom, BiK MOAPYKKA, eMOPioHM, NOAPYXKHI Napu, Naoau, penpoayKLinHi BTpaTy.

KNMMHUYECKUE U TEHETUYECKUE OCOBEHHOCTU CYIMPYIKECKMUX NAP C PENPOAYKLUWOHHbIMU NOTEPA-
MW B AHAMHES3E, O6YC/IOB/IEHHbIMUW PA3BUTUEM 3MBEPMOHOB/NN0A0B C AHOMAJIbHbIM KAPUOTUNMOM

NosuHckaa M. P., Mpokonuyk H. H., Mukyna M. WU., KopuHeupb A. H., Onekciok O. b.

Pestome. Llesb uccnedosaHusA. ViccnenoBaTtb NOA0OBO3PACTHbIE, rEHEAN0OrMYecKne, LLUTOreHEeTUYECKUE XapaKTe-
PUCTUKK, XPOHUYECKNe 3ab01eBaHUA Yy CYNPYyroB ¢ PenpoayKUMOHHbIMU NOTEPAMMK, B KOTOPbIX BbIAB/IEHbI Pa3/iny-
Hbl€ MO CMNEKTPY XPOMOCOMHblE aHOManuu B abopTycoB. O6bekm u memoosl. NpoBeaeH KANHUYECKUIA OCMOTP,
aHaNM3 MegULMHCKON AOKYMeHTaumm 45 cynpyKeckux nap ¢ penpoayKUMOHHbIMU NOTEPSMM, YIbTPA3BYKOBOE MUC-
cneposaHue 90 06pasLoB KPOBY 1 aHaIM3 CNeKTPa XPOMOCOMHbIX aHOMasIMIA Y SMBp1OHOB/N1oa0B. Pe3ysibmamel.
B 11,11% nap 6b111M NOBTOPHbIE NOTEPU, MPUYEM Yallle Ha cCpoKe bonee 12 Heaenb. Y 15,56% nuu, AnarHocTMpoBanu
TORCH-uHdekumun. Matonorna nososoin chepbl bbina o6HapyKeHa y 13,33% »KeHLWnH. PobepTCOHOBCKME TPaHC/IO-
Kauuun obHapyxunun y 4,44% nap. Y poguTtenei ctapluero Bo3pacta penpoayKLMOHHbIe noTepu Yalle 6bl1v Bbi3Ba-
Hbl pa3BUTMEM 3MBPNOHOB/NI0A0B C AOMOAHUTENBHOMN KoNKel Xxpomocombl 21 1 18, a BO3pacT poauTenei, y KoTo-
pbiX 0BHapPYKEHO 3MBPUOHbI/MA0ABI C MOHOCOMMEN X XPOMOCOMbI, Bbl1 HAaUMEHbLIMM. Ha cpoke BepemeHHOCTU
6onee 12 Hegenb Yallle BCEro PErMCTPMPOBasM NAOAbI C AONONHUTENbHBIMW KONMUAMKM Xpomocom 21 1 18. Beigodsl.
YCTaHOBNEHO, YTO CMNEKTP HEKOTOPbIX XPOMOCOMHbIX aHOMaNUI y 3SMBPUOHOB/MNI0A0B MOXKET 3aBUCETb OT BO3Pac-
Ta poauTenen n cpoka npepsaHHol bepemeHHOCTU. TORCH-MHEKLMM BbIABNEHO Y KaXKA0M CeAbMOW KEHLLMHbI C
pPenpPoOAYKLUMOHHBIMW MNOTEPSAMM, @ Y KaXKA0M WEeCTON — NaToNorns NnosioBon chepbl.

KntoueBble cnoBa: aHOMaIMM XPOMOCOM, SMOPUOHBI, NI0AbI, CYNpPYKeCKUe Napbl, PenpoayKLMOHHbIE NOTEPHU.

CLINICAL AND GENETIC FEATURES OF A COUPLES WITH REPRODUCTIVE LOSSES IN THE ANAMNESIS, CAUSED
BY CHROMOSOMAL ABNOMALITIES IN EMBRYOS/FETUS

Lozynska M. R., Prokopchuk N. M., Mikula M. 1., Korinets Y. M., Oleksiuk O. B.

Abstract. The purpose of the study. To investigate the relationship of gender, age, karyotype, chronic diseases
of spouses with reproductive losses, caused by different chromosomal abnormalities in abortions/fetuses. Object
and methods. Clinical examination and analysis of medical records of 45 couples with reproductive losses were
carried out. Karyotyping of 90 blood samples of the patients with reproductive losses and analysis of spectrum
of chromosomal abnormalities in embryos/fetuses were performed. Results. The mean age of the females was
31.22+0.92 years (21-45 years) and the mean age of the males was 33.22+0.91 years (23-48 years). The age of
33.3% (15/45) of women with reproductive losses who have had chromosomal abnormalities in embryos/fetuses
were 35 years or older. Eleven percent of the patients had recurrent losses that occured more often over 12 weeks.
The mean age of males and females with reproductive losses caused by additional copies of chromosomes 21 and
18 in embryos/fetuses was significantly higher compared to the mean age of males and females who have had in
embryos/fetuses monosomy of chromosome X (p=0.014 and p=0.002, respectively for females) and (p=0.01 and
p=0.001, respectively for males) was registrated. Reproductive losses were significantly often occured at the term
of gestation more than 12 weeks when aneuploidy of chromosomes 21 and 18 were found in embryos/fetuses
compared to monosomy of chromosome X was diagnosed at less than 12 weeks (p=0,005 i p=0,028, respectively).
Fetuses with additional copies of chromosomes 21 and 18 were most frequently recorded at pregnancy of more
than 12 weeks. Female gender prevailed among the abortions with chromosomal aneuploidy in proportion (2.2:1).
In the karyotype of embryos/fetuses most often occured the additional copies of 21, 18 and 16 autosomes.

Genital pathology was diagnosed in 13.33% of females with reproductive losses in the anamnesis. TORCH
infections were confirmed in 15.56% of the patients. In 4.44% of the couples Robertsonian translocations were
detected and in 2.22% of the couples pericentric inversion of chromosome 9 were found.

Conclusions. It has been established that the spectrum of some chromosomal abnormalities in embryos/fetuses
may depend with the age of the mother. Reproductive losses caused by the development of embryos/fetuses with
additional copies of chromosomes 18 and 21 most often occured in older females and males. The age of females and
males who have had embryos/fetuses with monosomy of chromosome X was the lowest (27,63+1,10 years in males
and 26,63+1,40 years in females)._ TORCH infections are found in every seventh woman with reproductive losses,
and in almost every sixth have confirmed pathology of the sexual sphere. Karyotyping of couples with reproductive
losses makes identify individuals with an increased risk of aneuploidy development in offspring and help to give for
them an adequate genetic care.

Key words: chromosome anomalies, embryos, fetuses, married couples, reproductive losses.
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