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KNIHIYHI TA TEHETUYHI OCOB/IMBOCTI MOAPYKA 3 PENPOAYKUINHUMU
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I3 AHOMAJ/IbHUM KAPIOTUTIOM
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38’A30K ny6iKauii 3 nN\aHOBMMM HayKOBO-A0CAIA-
HUMM pobotamu. PoboTa € dparmeHtom HAP «leHe-
TUYHI NepeayMOBM pPerynapHuX Ta CnopagnuyHuX penpo-
OYKUiMHMX BTPAT y NtoamnHn», Ne aeprKaBHOi peecTpauii:
0119U002288.

Bctyn. OgHielo 3 HalnowmMpeHiwmx npobiem aky-
lwepcTBa Ta riHeKonorii € penpoayKuiiHi BTpatn (PB).
B ymoBax Hecnpuatameoi agemorpadivyHoi cuTyauii,
KON KOXKHIi M'ATb POKiB Ha 20% 3MEHLYETbCA 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 6inbluocCTi KpaiH CBiTy YacToTa HEBU-
HOLYBAHHA BariTHOCTi cTaHOBUTb 10% — 42% i He mae
TEHAEHLji A0 3HWKeHHSA [3]. 3a OCTaHHi pOKKM 3pocCTaE
Taka popma HEBMHOLIYBAHHA, AK BariTHICTb, WO He
PO3BUBAETLCA, NPMYOMY, B YKpPAiHi il YacTKa CTaHOBUTb
0o 30% Big, 3aranbHOI KinbkocTi [4]. AHOManii po3su-
TKY eMOpioHiB, 3yMOB/AEHi F€HETUYHUMMU YMHHUKAMU,
BBAXKalOTb HAMMNOLIMPEHILO NpuyMHOto PB Ha paHHix
TepmiHax. Lle, 30Kpema, maiixke 70% BariTHOCTEN, WO He
po3BMBatoTbCA A0 6 TUKHIB, 50% — Ao 10 TUKHIB | 5% —
nicna 12 TuxkHiB BaritHocTi [3,4]. Ocobansy npobnemy
CTAHOBAATb NOBTOPHiI PB, 3ymoBneHi pisHUMMKM npuym-
HaMM, 30Kpema, aHOMaJTiAMM KapioTUny B 04HOrO 3 No-
OPYXKA, HalyacTiwe 3 peunnpoKHUMK i pobepTcoHiB-
CbKMMU TpaHc/ioKauiamu [5,6]. Y nitepatypi HaBogATb
[aHi CTOCOBHO CNiBBiAHOLWEHHA PeLUNPOKHUX TPAHC/IO-
Kauil fo pobeptcoHiscbkux: 1,6%:0,6% [7]; 5,9%:0,7%
[6]; 24,7%:17,7% [8]. Cepepa, iHWNX XPOMOCOMHUX aHO-
Manini (XA) y nap i3 PB cnig, BiAMITUTM Mani 4o4aTKOBI
MapKepHi XpoMocomu, AKi BuaBAAOTb y 4,7% ocib, mo-
3aluyHUi Kapiotun — y 4,1%, reTepomopdHi BapiaHTH,
30Kpema, iHBepcito xpomocomn Y — y 1,6% nauieHTiB
Ta iHBepcito xpomocomun 9 —y 1,2% [9]. Cepen nauieH-
TiB, AKi Mmanun XA, nepeBarkatoTb XiHKM y 71,2% sunaa-
KiB [8]. Xo4a yactoTa XA y 6aTbKiB BiiHOCHO HE3HayHa
i ctaHOBUTb Big, 3,5% [8] 3a AaHMMM OA4HUX aBTOPIB, A0
9,6% — 17,4% ocib npu 36inbweHHi KinbkocTi PB [10,11]
— 33 A@aHMMM iHWWKX, O4HAK NPOTOKON OBCTEXKEHHA nap
i3 PB Ha CbOroAHi BKAOYaE 060B’A3KOBE TECTYBAHHA Ha
XPOMOCOMHI NepebyaoBM KOXKHOrO 3 6aTbKiB, a He nLue
abopTuBHOro matepiany [5]. IcHye HM3Ka NOBIAOMNEHD
npo BiACYTHICTb 3B’A3Ky XA 3 KifbKicTio NOBTOpHUX PB
[6,12]. Bci iHWi YUHHMKKN HE TeHETUYHOI NpuUpoam, AKi
BM/IMBAlOTb Ha MNOPYLUIEHHA PenpoayKuiiHoi yHKL,
MOKYTb OYTM NPUCYTHIMM OAHOYACHO, abo K Hesanex-
HO BiA reHeTnyHux [10]. MpUMHATO BBaXKaTH, LLO rOCTpI
iHbeKLiHi 3axBoptoBaHHA byab-AKOi NMpuMpoam, aBTo-
iMyHHa naTonoria, eHAOKPWUHHI NOpYyLIeHHA, Pi3Ki me-
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TaboniyHi po3naam, aHaTOMIiYHI aHOMmanii, BiK maTepis
i 6aTbKiB, 3abpyAHEHHA OOBKINASA, WKIANMBI 3BUYKM Ta
iHWe, € UMOBIPHUMMN NPUYMHAMWN HECTIPUATIMBOIO 3a-
BeplUeHHs BaritHocTi [13].

MeTta gocnigeHHa. Jocniautu ctaTeBo-BiKOBI, re-
HEANOriYHi, UUTOreHETUYHI XapPaKTEPUCTUKN, XPOHIYHI
3aXBOPIOBAHHA Y NOAPYXKKA 3 PB, y AKMX BUABNEHI Pi3Hi
3a CNEKTPOM XPOMOCOMHI aHoManii B abopTycib.

O6’eKT i meToam pocnigKeHHsA. NpoBeaeHo KAiHiy-
HUW ornag, nabopaTopHi AOCNIAKEHHSA, aHaNi3 meany-
HOI AOKYMEHTAU,i, B TOMY YNCAi, @HMX KapioTUNyBaHHA
embpioHis/nnoais, y akux 6yno niatsepaxeHo XA, 3a
nepiog, 2018-2019 pokiB cnocrtepexeHHA. BMKOHAHO
LUMTOreHeTMYHe AoCNigKeHHA nimpouunTis nepudepuy-
HOI KpoBi BiA 45 nogpy:Hix nap (90 ocib) i3 PB B aHam-
Hesi 3 niaTBepaxeHnmn XA B 6ionoriyHoMy matepiani
embpioHis/nioais. Bik nauieHTis ctaHoBMB Big 21 oo 48
POKiB: 4YonoBiKiB — Big 23 00 48 pokKiB, *KiHOK — Big 21
00 45 pokiB. Y nauieHTiB i3 PB KNITUHW KPOBi KyNAbTUBY-
Banu in vitro B noxusHomy cepegosuili RPMI 3 ¢ito-
remarrroTMHIHOM MpoTArom 72 roa y TepmocTaTi npu t
=37°C. Ina 3ynnHKM noAiny KNiTUH Ha cTagii meTadasm
00 cymiwi goaasanu 10 MKr/Ma pO3UMHY KOAXILMHY, a
ONA OTPUMAHHA Kpawoi mopdonorii xpomocom — 100
MKr/M1 po3unHy 6pomumctoro etugito. Cymiw posuu-
HiB 3i 3pa3Kom peTesibHO 360BTyBaAN 3 MeTo 3abes-
neyeHHA KOHTAKTy 3 yCima peareHTamMu Ta iHKybyBanu
B TepmocTati npu 37°C. Yepes 1,5 roa. BMKOHYBanu
UeHTPUdYryBaHHA KAiTUH npoTarom 6 x8. npu 1500 06/
xB. Hapocagosy pignHy Bigbupanu, sanuwatoum 0,5 mn
PO3YMHY i3 KNiTMHaMK, Aogdasanun y npobipKy 5 mn 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
— CYMiLLi €TUI0BOTrO CNUPTY | IbOAAHOI OLTOBOI KMC/IO-
TM y cnissigHoweHHi 3 : 1 i ButTpumysanm 30 xB B XO-
noaunbHUKY npu 5 — 82C. MaHinynauito nosToptoBaam
Tpuui. MoTim Hagocagosy pianHy Bigbupanu, a 0,5 mn
cycneHsii KNiTUH po3KanyBasiu Ha nonepeaHbo OXOJ0-
[)KeHe MOKpe npeameTHe ckenble. lNpenapatn dap-
b6yBann andepeHLiasibHO 3 BUKOPUCTAHHAM HapBHMKA
PomaHoBcbKoro-Timsu, posunHeHoro y ¢ochatHomy by-
¢depi (pH=6,8) i goaasanm 5 kpanenb 0,25 %-ro Po3UnHyY
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 NIACTUHOK (NPU BUABAEHHI NAaTONOMNYHOrO
KNOHY KNITUH) i3 AKiCHOO MopdOIorieEro XpOMOCoM.

170

ISSN 2077-4214. BicHuk npo6nem 6ionorii i meguumnum — 2020 — Bun. 3 (157)



MEAWUYHA TEHETUKA

CTaTUCTUYHE onpaLtoBaHHA OTPUMAHUX
eKCNepuMMEeHTaNbHUX [AaHUX MPOBOAUIO-
CA 3i 3aCTOCyBaHHAM MeToAiB BapiauiHOi

Tabnuua — CrateBo-BiKOBi 0c061MBOCTI NaLieHTIB
i3 penpoAyKuiiHMMM BTpaTamm Ha pPisHUX TepMiHaX BariTHOCTI,
AKi manu em6pioHn/nnoamn 3 aHoManbHUM KapioTunom

CTATUCTMKM LUIAXOM PO3PaXYHKY MeaiaHu,
cepeaHboro apuometnyHoro (M) Ta craH-
OAPTHOro BigXuAeHHs (M) 3 ypaxyBaHHAM
KiNbKOCTI CocTeperkeHb.

Pe3ynbTatv AocnipKeHb Ta ix ob6roso-
peHHA. CepegHilt BiK XKiHOK, y AKMUX PO3BU-

HY/UCA NAOAM 3 aHOMAZIbHUM KapioTUMnom,
ctaHoBuB 31,22+0,92 pokiB (21-45 pokis),

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

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

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

nagKis peectpyBanu noBTopHi PB. XapaKTe-
PUCTMKY rPyn NaLi€HTIB 3@ CTaTeBO-BiKOBU-

MW 0COBMBOCTAMU, B AKMX B aHaMHe3i Ha

TepmiHax meHwe/6inbwe 12 TUKHIB Gyan

Bik naujieHTiB TepmiH nepepsaHoi
AHOManii XpoMocom, fKi Bu- (y pokax) BariTHOCTI (y TUKHAX)
ABuan B embpioHis/nnoais YO0BiKKN MKIHKKM
(M2m) (M2m) <12 >12

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

AoAaTkoea konia 37,36£1,89 | 35,27£1,75 | 2 (22,2%) | 9 (77,8%)
xpomocomu 18 (n=11)

AOAATKOBA KOMIA 34,75+2,53 |29,7543,64 | 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)

[0/4aTKOBa Konis o
Xomatomn 13(n1) 26.0 26,0 |1(100,0%)  _
p°6e"”°°”'B(C::;)Tpa”cm"a”" 28,67+1,20 | 28,0£0,67 - [3(100,0%)
Tpunnoigia 69,XXX (n=2) | 29,50+1,50 | 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%)

BuABieHi emMbpioHM/nNaoaM 3 aHOMabHUM
KapioTunom, HaBeAeHo B Tabauui.

BcTaHOBNEHO, WO CepeaHilt BiK KiHOK i YONOBIKiB, Yy
AKUX Npu PB y embpioHiB/nnoais BUABNAAN A0AATKOBI
Konii xpomocom 21 i 18, 6yB icTOTHO 6inblIMM, NopiB-
HAHO 3 BIKOM XIHOK i 40noBIiKiB, Yy embpioHis/nnoais
Bif, AKMX AiarHOCTyBa/IM MOHOCOMIO Xpomocomu X
(p=0,014 i p=0,002, BignosigHO ANA XiHOK) i (p=0,01 i
p=0,001, BignosigHO AnA 4yonosikiB). BuasneHo, wWwo
cepeaHili BiK YONOBIKIB, y AKX Npu PB y XiHOK y emb-
pioHis/nnoais 6ynn oopaTkosi Komii xpomocom 16,
OyB iCTOTHO 6iNbWKWM, NOPIBHAHO 3 BiIKOM YONOBIKIB, Y
embpioHiB/nnoais Big AKUX AiarHOCTYBa I MOHOCOMIIO
xpomocomu X (p=0,01). NMiaTeepasKeHo, wo PB ictoTHO
yacTilwe TPanAAAUCb HA TEPMIHI > 12 TUXKHIB Npwn BMAB-
NeHHi B embpioHis/nnoais Tpucomii xpomocom 21 i 18,
nopisHAHO 3 PB, npu AKMX giarHOCTyBas I MOHOCOMIO
XPOMOCOMM X — Ha TepMiHi meHwwe 12 TuxHiB (p=0,005 i
p=0,028, BianosifHO). PB y }KiHOK icTOTHO YacTile Tpa-
NAANNCL HA TEPMiHI MeHLe 12 TUXKHIB NPpWU BUABNEHHI B
embpioHis/nioais TpUcomii xpomocomm 16, NOpiBHAHO
3 PB, npu AKux AjarHOCcTyBann TPUCOMIO XPOMOCOMMU
21 (p=0,032). Takum YMHOM, AaHi, HaBeAeHi B Tabauui,
CBiYaTb NPO Te, WO Y NOAPYHKHKA BiNbll CTapLIOro BiKy
PB yvacrTille cnpuynHeHi po3BUTKOM embpioHis/naoais
i3 LO04ATKOBOIO Konieto xpomocom 18 i 21, nopiBHAHO 3
MOHOCOMi€lD Xpomocomu X. Ha TepMmiHi BariTHocTi 6isib-
we 12 TUKHIB HaMyacTiwe AiarHOCTyBanAW naogu 3 4o-
OATKOBMMM Koniamm xpomocom 21 i 18. Y 3aranbHomy, y
rpyni nawieHTis i3 PB, aki maan embpioHu/nioam 3 aHo-
MaNbHMM KapioTunom, PB yacTiwe peectpyBanu Ha Tep-
MiHi 6inbwe 12 TUKHIB, NOPIBHAHO 3 TEPMIHOM MeHLe
12 TmxkHiB (69,9% : 31,1%).

Y 15,56% (7/45) oci6 sussuam TORCH-iHdeKuii. Mo-
JIOBMHA KIHOK, Y fIKUX PO3BUHYAUCSA eMBPiOHM 3 MOHO-
COMIED XPOMOCOMM X, MaNN LLUTOMEraNoBipyCHY iHDEK-
Lito SIK OKpemo, TaK i B KOMBiHaL,ji 3 TOKCONNa3MO30M i
reprnecom. 3a 4aHUMM NiTepaTypu Hanbinbw Hebesneu-
HMMM Yy BUNAAKax 3aBMUPAHHA Nao4a € Taki iHdeKu,ii Ak
reprec, Tokconiasmos i xnamigios [13]. Natonorito cTa-
TeBOI chepn BUABUAM Y XiHOK y 13,33% (6/45) XiHOK:
y 6,67% (3/45) piarHocTyBanu KicTy sieuHuka, y 4,44%
(2/45) — eHoomeTpios i B OAHIET }KiHKK — MOAINU MaTKK.
Y 6,67% (6/90) naujeHTiB AOCNiIAKYBAHOI rPpynK, AK Y YO-
NOBIKIB, TaK i B iHOK, pogunyi | ctyneHA cnopigHeHoCTi

(mamu, cecTpm) TaKoXK Manu penpoayKLinHI nopyLweHHs
B @aHaMHe3i: HEBMHOLIYBAHHA i 3aBMMPAHHA BariTHOCTI,
abo x TpuBane 6esnnigna — 8-10 pokis..

[JiarHocTyBaHHA aHOMa/IbHOro KapioTuny y 04HOro 3
6aTbKiB € OAHI€EIO 3 HalbINbLL BiAOMUX NpUYKMH PB. AKWO
Yy NOAPYKHIX Map OAWMH i3 MapTHepiB, YacTiwe KiHKa,
Ma€ reHeTM4yHo 36a1aHCOBaHY CTPYKTYpPHY nepebynosy
— TpaHC/I0KaL,ito, To Taka abepauia B nepeBakHil 6inb-
LWOCTi BMNAAKIB HE MPU3BOANUTb A0 KAIHIYHUX GEHOTU-
NOBMX MPOABIB, OAHAK MOXKe iHAYKYBaTU BUHUKHEHHA
ramerT i3 aHOMa/IbHOO KiNbKicTio xpomocom [9]. PobepT-
COHIBCbKi TpaHc/ioKauii 6yno suasneHo y 4,44% (2/45)
XKIHOK. 30Kpema, y KiHKu1, AKa masia 340p0oBY ANTUHY Bij,
nepLwoi BariTHOCTI, Apyra BariTHICTb 3aBepLuMaacb 3a-
BMUpPaHHAM nnoga. MNpu unutoreHeTUYHOMY AO0C/iAXKEH-
Hi abopTuBHOro martepiany 6yno BMABAEHO pobepTco-
HiBCbKY TpaHcnokauito: 46,XY,der(13;14)(q10;q10),+13.
Y 38’A3KY 3 UMM BWMKOHAAM KapiOTUMyBAHHA MOLPYHK-
HbOI Napu 4NA MOX/MBOTO BUABNEHHA TPAHCNOKaLii
Yy OOHOro 3 MoApy*A. Kapiotun xiHku 6ys naTono-
rivHmii:  45,XX,der(13;14)(q10;910), wo cnpuyYnHUIO
BUHWKHEHHA 3aBMMPAHHA nioaa. 3a AaHuUMK niTepa-
Typu came xpomocomu 13 i 14 HaliyacTiwe 3anyyeHi y
BUHWKHEHHS POOEPTCOHIBCbKMX TpaHc/AoKauin [8]. Y
iHWOro noapyx*Ka B naoga 6yno BUABNEHO KapioTun
46,XX,der(14;21)(q10;q10),+21. MaTonOri4HKUI KapioTun
6yB y KiHKM: 45,XX,der(14;21)(q10;q10). 3a AaHMmMK
NiTepaTypn HoCIAMM POBEPTCOHIBCbKMX TpaHC/IOKaLin
yacTilwe € XKiHKKW, NPUYOMy CMiBBIAHOLEHHA 33 CTATTHO
HaCTynHe *iHKn:4o0n0BikKM (1,6:1) [8]. Y HacTynHOi napwu
y NaoZa AiarHocTyBanu TpaHcaokKau,ito 46,XY,der(13;21)
(910;910),+21, ogHak KapioTUn NOAPYKKA OyB HOp-
ManbHMM. Y OAHOrO YONO0BiKa AO0CANIAKYBAHOI rpynu
[iarHoCcTyBann NepuLEHTPUYHY iHBEPCi0 Xpomocomn 9
—inv(9)(p11;912). MNepwa BariTHiCTb Ha TepMiHi binblue
12 TUXKHIB APYXKMHM 3 LbOro NOAPYXKKA 3aBepLumaacb
3aBMMPaHHAM, a B N104a AiarHOCTyBaM TPUCOMItO XPO-
mocomm 18. 3a pesynbratamum CNoOCTEpPEXKeHb OeAKMX
aBTOPIB iHBEPCIi XPOMOCOM YacTille BUHMKAIOTb Y OCib i3
PB [9], xou4a iHwWi cTBEpAKYIOTH, WO LA iHBEpPCiA € Napa-
disionoriyHMM BapiaHTOM HOPMU, AKY BUABAAIOTb CEPES,
0cib KoHTpoIbHOI rpynK 3 yactoToto 1:100 [15].
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emb6pioHn/nnogn
YONOBIYOi CTaTi

emb6pioHu /nnogmn

JKiHoOYOi cTaTi
(68,9 %)

PucyHoKk 1 - CniB'Bi,qHOLI.IEH.HFI embpioHiB/nnogis pisHoi cTaTi
13 aHOMaNnIAMU XpPOMOCOM.

Ha puc. 1 HaBeaeHO cniBBiAHOLWEHHA embpioHis/
naoais pisHoi cTaTi i3 XA Big, 0bCTeXKEHOI rpynu XKiHOK
i3 PB.

Cepepg, 45 embpioHis/nnoais, y Aknx byno niarsep-
OKeHOo aHOoManii pisHMX XpOMOCOM, NepeBaxkanun abop-
TYCM }KiHoYOi cTaTi (2,2:1). BcTaHOB/EHO, WO B KapioTuni
embpioHis/niogis HalvacTilwe BUABAANM [0AATKOBI
Konii HacTynHuMx aBTocom — 21, 18 i 16 (puc. 2).

I3 aHOManii, NoB’A3aHMX 3i CTaTEBUMU XPOMOCOMa-
MU, LOMiIHYBasla MOHOCOMifA X XpOMOCOMMU. 3a gaHUMU
niTepaTtypu TpUComii aBTOCOM € HalbinbL YacTUMM aHO-
Maniamm, siKi BusaBnaoTb y 64,6% embpioHis/nnoais,
BaHi aHomanii —y 8,9% sunazakis [9,16].

BUCHOBKU. TaKMM YMHOM, OTPMMaHI AaHi cBig4aTb
npo Te, WO CMNeKTp Aeakux XA B embpioHis/nnoais
MOMEe 3anexkaTu Bif, BiKy MOAPYXXKA i TepmiHy nepe-
pBaHoi BariTHocTi. TORCH-iHbeKL,ii BUABNEHO Y KOXKHOI
CbOMOIT }KiHKM 3 PB, a B KOXKHOI LLOCTOT — NaTo/iorisa cTtate-
Boi cdepn. Y 4,44% nogpyKHix nap 3 PB i aHOManbHUM
KapioTunom B embpioHis/nnoais, suasneHo pobeptco-
HiBCbKi TPAHCOKaU,i.

PucyHOK 2 — CniBBigHOLWEHHA Pi3HMX 32 CNEKTPOM XPOMOCOMHUX
aHomaniit B embpioHis/niogis Big noapyxHix nap
i3 penpoayKuiiHMMM BTpaTaMu B aHamHesi.
1 - popatkoBa Konisa xpomocomu 21 (35,6%); 2 — poaaTkoBa 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 — popatkoBa Konia xpomocomu 13 (2,2%).
nepCHEKTMBM noganblinx AOCHiA)KEHb. [eHeTu4He
TeCTyBaHHA NPOAYKTIB 3a4aTTA Yy napu, AKi 3a3Hann PB,
AOC!’Ii,EI,)KEHHﬂ VIMOBipHMX YUHHUKIB PU3NKY BUHUKHEH-
HA i€l natonorii B MalibyTHbOMY 3MOXKe AOMNOMOITU
BU3HAYUTU OCHOBHY eTioN0rito BUHUKHEHHA BTPAT Ta Ha
NiACTaBi OTPUMAHMX pe3y/IbTaTiB KOHCY/IbTYBATM MaLi€H-

TiB CTOCOBHO NMPOrHO3Yy Ha HACTYMHY BariTHICTb.
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KNIHIYHI TA TEHETUYHI OCOB/IMBOCTI NOAPYXKKA 3 PENPOAYKLUINHUMU BTPATAMU B AHAMHE3I, O

3YMOBJ/IEHI PO3BUTKOM EMBPIOHIB/MNOAIB I3 AHOMA/IbHUM KAPIOTUNOM
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MEAWUYHA TEHETUKA

Pestome. Mema OocnidmceHHs. [OCniguTn CTaTeBO-BIKOBi, reHEanoriyHi, UUTOreHeTUYHi XapaKTepucTu-
KM, XPOHiYHi 3aXBOPIOBAHHA B MOAPYMKA 3 PEnpOAyKUiMHUMK BTpaTamu, y AKUX BUABNEHI Pi3Hi 3a CNeKTpom
XPOMOCOMHI aHOManii B abopTycis. 06’ekm i MemoOdu. MpoBeAeHO KAiHIYHUMIA Ornaa, aHani3 MeanyHoT 4OKYMeHTaLi
45 noapy:KHix nap i3 penpoayKuiiHMmmM BTpaTaMu, UMTOreHeTUYHe gocniaskeHHsa 90 3paskKiB KpoBi Ta aHai3 crnek-
TPY XPOMOCOMHMX aHOMani B embpioHis/nnoais. Pesysemamu. Y 11,11% nap 6ynv NoBTOpHI BTpaTH, NpUHomy
yacTiwe Ha TepMiHi binblwe 12 TmxkHIB. Y 15,56% ocib giarHoctysanm TORCH-iHdeKuji. MaTonorito ctateBoi chepu
aiarHoctysanu y 13,33% »KiHOK. Po6epTCOHIBCbKiI TpaHc/oKauil Buasmuan y 4,44% nap. Y YONOBIKiB i }KiHOK 6inbLu
CTapLIOro BiKy penpoAyKLiiHi BTpaTK YacTille CNpUYnHEHI PO3BMTKOM eMbpioHiB/nao4is i3 A0AaTKOBOI KOMiE
xpomocomm 18, 21, a BiK NOAPYXKHIX Nap, y AKUX BUABNEHO embpioHn/nnoam 3 moHocomiero X xpomocomu, bys
HameHwWwmm. MiaTeepasKeHo, Wo PB icTOTHO YacTiwe TPanas/AMCb Ha TePMiHi Binble 12 TUXKHIB NPU BUABNEHHI B
embpioHis/nnoais Tpucomii xpomocom 21 i 18. BucHo8KuU. BCTaHOBEHO, WO CNEKTp AeaKkux XA B embpioHis/nnoais
MOMKe 3a/1eXKaTu Bif, BiKY NOAPYXKKSA | TepMiHy nepepsaHoi BariTHOCTi. TORCH-iHeKLiT BUSBAEHO Y KOXKHOi CbOMOT
XKIHKM 3 penpoayKLinHMMM BTpaTaMu, a B KOXKHOI LLOCTOI — MaTonoria ctateBoi chepu.

KnouoBi cnoBa: aHOManii XxpoMocom, BiK MOAPYKKA, eMBPioHM, NoAPYXKHI Napu, Naoau, penpoayKLinHi BTpaTy.

KNMMHUYECKUE N TEHETUYECKUE OCOBEHHOCTU CYMPYKECKMUX NAP C PENPOAYKLUWOHHbIMU NOTEPA-
MW B AHAMHES3E, O6YC/IOB/IEHHbIMUW PA3BUTUEM SMBEPUMOHOB/NN0A0B C AHOMAJ/IbHbIM KAPUOTUMOM

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

Pestome. Llenb uccnedosaHusA. MiccnegoBaTb NONOBO3PACTHbIE, FeHEaN0rMyeckne, LMTOreHeTMYecKne xapakre-
PUCTUKK, XPOHUYECKNE 3ab01eBaHUA Y CYNPYroB C PenpoayKLMOHHbIMU NOTEPAMM, B KOTOPbIX BbIAB/EHbI Pa3/iny-
Hble MO CMEeKTPY XPOMOCOMHblE aHOManUKU B abopTycoB. O6vbeKm u memoosl. MpoBeaeH KAMHUYECKUI OCMOTP,
aHaNN3 MeAUUMHCKOM AOKYMEHTaUUn 45 cynpyKecKmx nap ¢ penpoayKUMOHHbIMU NOTEPAMM, YABTPA3BYKOBOE UC-
cneposaHvie 90 06pasLoB KPOBM M aHANN3 CNIEKTPA XPOMOCOMHbIX aHOMaAN y aM6prMoHoB/nnoaos. Pesyssmamel.
B 11,11% nap 6blM NOBTOPHbIE NOTEPU, MPUYEM Yalle Ha CpoKe bonee 12 Heaenb. Y 15,56% nnu, 4MarHoCTMpPOBaAM
TORCH-uHdekumun. Matonormna nonosoin coepbl bbina o6HapyKeHa y 13,33% KeHWmH. PobepTCOHOBCKME TPaHC/IO-
Kaunmn obHapyxunun y 4,44% nap. Y poguTtenei ctapluiero Bo3pacra penpoayKLMOHHbIe NoTepu Yalle 6bl1M Bbi3Ba-
Hbl pa3BUTMEM 3MBPMOHOB/NI0A0B C AOMNONHUTENBHOM KoNKuel xpomocombl 21 1 18, a Bo3pacT poauTenei, y Koto-
pbIX 06HapPYKEHO IMBPMOHbLI/NN0AbLI C MOHOCOMMEN X XPOMOCOMbI, Bbl1 HaMMeHbLIUM. Ha cpoke BepemMeHHOCTH
6onee 12 Hegenb Yallle BCEro PerMcTpmMpoBam nNaoAbl C 4ONOJHUTENbHBIMU KONMUAMKM XpoMmocom 21 1 18. Beigo0dbl.
YCTaHOBNEHO, YTO CMEKTP HEKOTOPbIX XPOMOCOMHbIX aHOMasMi y SM6PUOHOB/NI0A0B MOKET 3aBMCETb OT BO3pac-
Ta poauTenein U cpoka npepsaHHoM bepemeHHOCTU. TORCH-MHEKL MM BbIABNEHO Y KaXKA0W CEAbMOM ¥KEHLLMHbI C
penpoayKUNOHHBIMU NOTEPAMM, A Y KaXKAOM LLECTOM — NaToNorMa nonosoi coepsbl.

KntoueBble cnoBa: aHOMa/IMM XPOMOCOM, SMOPUOHbI, MI0AbI, CYyNpyKeCKMe 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. I., 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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