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PeripogyKTvBHa eHAOKPUHONOIIA

PEMPOAYKTUBHUMWN BTPATAMHU

KAPIOJTIOTIYHUI AHATI3 3657 BATbKIB

BCTYN

HeBurHowyBaHHsA BariTHocTi (HB) € ogHi€lo 3 ak-
TyanbHUX MeAMKO-coLiabHMX Npobnem cyyac-
HOro akyllepcTBa Ta penpogykTonorii. Bigomo,
wo 12-15% Big ycix KNiHIYHO BCTaHOBNEHUX Ba-
riTHOCTeN 3aBepLUyETbCA CaMOBINbHMM abopTom
(CA) [1, 2, 3], npy ubomy 84,2% 3 HUX NepepuBa-
€Tbca Ao 11 TuxHiB rectauii [4]. BariTHicTb, Wwo
He PO3BUBAETHCA, 0OYMOBNIOE 45-88% paHHix
penpoaykTusHux BTpat (PPB) [5].

OpHieto 3 Baromux i JoBegeHNX NPUYNH 3aB-
Mepnoi BaritTHocTi (3B) € xpomocomHi aHomanii
(XA), nowmpeHicTb AKX y | TpymecTpi Konmnea-
€TbcA Bi 38 fo 66% [6-10]. 3a3BMYal WO paHi-
we BuHKMKae 3B/CA, 1o BuLIol € YacToTa XA [2,
11]. Xoua 6inbwicte XA, wo BegyTtb fo PPB, Bu-
HVKaloTb CMOPaanYHO, 6€3CyMHIBHUM pakTopom
pur3nky HB, oKpim maTepuHcbKoro Biky [2, 12, 13],
€ 6aTbKiBCbKe HOCINCTBO 36a1aHCOBAHUX Ta MO-
3aluHMX abepaLiil XpOMOCOM. 3a PiSHUMN JaHU-
MU, BifCOTOK XA, BUABNEHUN cepel NOAPYXXKiB 3
PPB, Bapitoe Big 0,5 00 22,7%, wo cnocrepiranocs
B AOCNIAKEHHAX 3 Pi3HMM AU3aliHOM i 0cobnu-
BOCTAMY BUOIPKM Ta 3aNeXxunTb, B NepLly yepry,
Bif KinbkocTi 3B/CA B aHamHe3si [14-18].

MeTa gocnig»eHHA — 3'ACyBaTV NOWMNPEHICTb Ta
cnektp XA cepen nogpyHix nap (M) 3i cnopa-
ONYHUMM Ta 3BUYHMMM PPB, Wwo meLwKaloTb Y LeH-
TpanbHWX Ta NiBAEHHO-CXiAHUX 06acTAX YKpaiHu.

MATEPIANIA TA METOAU OOCNIAXEHHA

OpgHum 3i cneuianizoBaHUX HanNpAMKIB JiAnb-
HocTi OK3 «Mi>kobnacHuii LeHTp MeaunyHol re-
HEeTUKW | NpeHaTanbHOI AiarHOCTUKU» (M. KprBnia
Pir) € HagaHHA Me[NKO-TeHeTUYHOI KOHCYNbTa-
TUBHO-AiarHOCTUYHOI Ta NiKyBanbHO-Npodinak-
TUYHOI JONOMOTrM POAMHaAM i3 naToforieln pe-
NPOoAYKTUBHOI GYHKLT, B TOMY umchi 3 HB.
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31997 0o 2016 p. 4O HALIOrO LIeHTPY 3BEPHY-
noca 2855 nogpy»Hix nap i3 PPB, wo mewkatoTb B
WwecTtn obnactax (JHinponeTpoBcbKa, 3anopisb-
Ka, KipoBorpaacbka, Mrnkonaiscbka, Yepkacbka,
XepcoHcbKa) LeHTpanbHoro Ta liBaeHHo-Cxia-
HOro perioHiB YKpaiHu. Bcim nogpy»xam npo-
BOAWIOCb MeAUKO-TeHETUYHE KOHCY/bTyBaHHA
(KniHiKo-reHeanoriyHUMm aHani3, comaToreHeTny-
Ha ouiHKa deHOoTUNy) Ta KOMMMEKCHe KhiHiuHe,
iHCTPyMeHTanbHe i nabopaTopHe AOCNiOXKEHHS.

Okpemo 6yno npoBefeHO UWUTOreHeTUyHe
pocnigkeHHA 1869 iHkam, 1788 vonogikam Ta
1781 nogpy»Hin napi (3aranom 3657 iHauBIAy-
ymiB) i3 PPB.

KapiotnnysaHHA nimbounTis nepudepiniHoi
KpPOBi MPOoBOAWNNOCA HENPAMYM METOAOM 3 BU-
KOPUWCTaHHAM NOXKMBHOIFO cepefoBuLLa Ana Kii-
TUH Ta TKaHH RPMI (aHrn. Roswell Park Memorial
Institute medium), cMpoBaTKM embpioHanbHOT
Tenayoi, itoremarnoTuHiHy (8 1997-2005 pp.);
3 2006 poKy BMKOPWUCTOBYBAasaca KynbTypasbHa
cymiw PB-MAX «Gibco» (CLLUA) [19].

Ona ananisy 3actocoByBanu GTG — Tpaguuin-
HUA LUMTOTEHETUYHUIA METOA 3 BUKOPUCTAHHAM
andepeHuinHoro 3abapBneHHs, WO [03BONAE
BUABUTU BIOXWIEHHA B CTPYKTYpi | KifbKOCTI
XPOMOCOM. XPOMOCOMHi MpenapaTy aHasisyBa-
N 3a JOMOMOroK AOCHIAHMUBKMX MIKPOCKOMIB
Axioimager A1 Ta Axioskop-40 «Zeiss» (HimeyunHa)
Ta kKoMn'toTepHoi nporpamu «BigeoTecT-Kapio 3.1».

PE3YNIbTATU OOCNIAKEHHA

TA X OBFOBOPEHHA

B pesynbraTi KOMNNEKCHOroO KAiHiYHOro, ncu-
XOCOMATUYHOrO, NabopaTopHOro (B T. Y. rop-
MOHaNbHOro) Ta iHCTpymMeHTanbHoro (Y3[,
rictepockonisi, peHtreHorpadia, KT, MPT) o06-
cTexeHHs 2855 xiHok i3 HB (B TepmiHi Big 5 no
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22 TUKHIB recTauii Ta 6inblue), AKi 3BepHYNNCb JO HALIOrO 3a-
Knagy B nepiog Big 1997 go 2016 p. BKOYHO, Oynu BUABMEHI
aHoManii PO3BUTKY MaTKW, MOAINM, CYOMYKO3Hi MiOMaTO3Hi
BY3/11, ICTMiKO-LIepBiKasibHa HeJOCTaTHICTb, AeAKi eHAOKPUHHI
3aXBOPIOBAHHA Ta po3/agn AK HalbinbLL BiporigHi CaMoCTilHi
dakTopu nepepmBaHHA BariTHocTi. OKkpemo Oyno nposefeHo
LUTOreHeTUYHe aocnigkeHHa 1869 XiHok, 1788 yonoBikiB Ta
1781 noppy>Hboi napu (3aranom 3657 iHAMBIAYYMIB) nuLwe 3
PPB. 3 uncna ymx KapiotmnosaHux nap 2 i 6inbwe CA/3B B aHa-
MHe3i Manun 61% noapy*Kis.

B 344 (9,4%) BuMnagkax KapioTUM Maui€HTIB MICTUB Pi3Hi
TUMM XPOMOCOMHUX MepebynoBs (Tabn. 1): NepuLeHTPUYHI iH-
Bepcii (inv), pobepTCoHiBCbKI TpaHcoKauii (der), peunnpoKHi
36alaHCoBaHi TpaHcoKalii (t), a TaKoX MapKepHi Xpomocomu
(mar), Aki NnepeBakanu Hag YNCIOBUMU MO3AIYHUMIK XPOMO-
COMHUMM abepauiamu (94,77% Ta 5,23% BMNAAKIB BiANOBIAHO).

Ta6nuua 1. BuaneHi xpomocomHi aHomanii Ta nonimopdism xpomocom
y NOAPYXKHIX nap i3 paHHiMM penpoAYKTUBHUMU BTpaTamu

AnanioBaHa o3Haka  [oapyxHi napn Kinku Yonoiku
BCbOI0 1781 2855 1788
31CA/3B 695 1101 698
>2(A/3B 1086 1754 1090
KapiotunoBaHo 1781 1869 1788
3XA 21 189 155
XAnpu1CA/3B 4 66 59
XA npu>2CA/3B 17 123 9%
IuBepcii:
[TepuueHTpuyHi 3 82 77
[lapaueHTpuyHi - - -
Xpomocomu:
1 - 4
2 2 12 4
3 = 8
9 3 2 37
" 2 10 10
16 - 2 3
Y = = 1
[HLi xpomocomm 3 18 10
TpaHcnokauii:
PeunnpokHa 6 84 69
PobepcoHiBcbKa - 9 4
MapkepHa xpomocoma - - 1
Mo3aiuu3m xpomocom:
Moocomisi X _ 1 _
(45,X/46,XX)/i(Xq)
[onicomia X (47, XXX/46,XX) - 2 -
Cuuapom Knaitnensrepa - - 3
47 XYY/46,XY = = 1
Monimopdizm:
ps+, pstk+ - 2 2
Y - - 13

3ycixBuasneHnxXAuvacTile3aBce3ycTpivanucATpaHCcIoKaL,i.
PeunnpokHi TpaHcnoKauii BuaBneHi y 153 sunagkax (48,3% Big
BCix XA, BUAABNEHMX cepe XiHOK Ta YOJI0BIKiB; YaCcToTa TPaHCJ10-
KaLin cepep ycix o6cTexeHnx cknana 4,1%), npuv LbOMy B XIiHOK —
84 (44,4% Big ycix XA) Bunagku, B 4onosikis — 69 (44,5% Big ycix
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XA) BUNagKiB, B 060X y NofgpyHii napi — 6 (28,6%). PobepTco-
HiBCbKi TpaHcnoKauii 6yno BuasneHo B 13 Bunagkax (9 y xiHok
Ta 4 y YonogikiB), WO 3aranoM cknano 3,8% Big BCix XA; cepen
ycix obcTexkeHnx yactoTa cknana 0,35%. MNepuueHTpuyHI iHBep-
cii BuaBneHi B 159 Bunagkax (46,2% Big ycix XA); cepeg ycix 06-
CTEXXEHMX YacToTa cknana 4,3%, Npu LUboMy B XiHOK — 82 (43,4%
Big BCix XA), y yonosikiB - 77 (49,7% Big Bcix XA). lNepuueHTpnu-
Ha iHBepcia 9 xpomocomu Gyna BUsABNEHa B 65 BUMagKax, WO
cknano 40,89% Big yCix nepuLeHTprUYHKX iHBepCin i 18,89% Bia
ycix XA. lNapaueHTpuyHi iHBepCii cepep, KapioTUMOBaHUX Mo-
ApYyxiB i3 PPB y Halwomy focnif»KeHHi He BUABJEHI.

B 21 BnagKy cnoctepiranocb noegHaHHA pisHnx XAy M3
HB (tabn. 2).

Ta6nuus 2. MoegHaHHA XPOMOCOMHIMX aHOMaNN y NOAPYKHIX nap
i3 HeBUHOLIYBaHHAM BariTHOCT

Kinbkictb
Nnns XA nn  CA73B KiHkn YonoBiku
ynn
1 46X, 1 (3,8)(p23,923) 46XV, 1(16:21)(q22p11)
6 46)XXt(1620)(q22,q12) 46,XY.t(16;17)(q22;q24)
TpaHcnokavia/ 6 4 46,XX,1(3;16)(p23;923)  46,XY,t(1;3)(p31;p26)
TpaHcoKauia 3 46,XX, t(16;18)(q22;p11) ~ 46,XY,t(9;18)(q22;p11)
2 46Xt (3,17)(p23;q24)  46,XY,t(16;20)(q22;q12)
2 46X tB;16)(p23ia1D)  46XY.t(12,17)(q22;p12)
1 46,XX,inv (2)(p11q13)  46,XY,t(16;18)(p13;921)
1 46X, inv(2)(p11q14)  46XY,t(3:9)(p21;p23)
3 46,XX,(16;22)(q22;p11) ~ 46,XY,inv (9)(p13q13)
4 46X inv(12)(p12q12)  46XY,t(12:17)(q22;q24)
TpaHcnokaujia/ 10 5 46,XX,1(2;,16)(q31;q23) ~ 46,XY, inv (11)(p13q13)
iHBepcia 3 46,XX,t(3;10)(q25,925)  46,XY,inv (7)(p13922)
5 46,XX,t(1;4)(p21;435)  46,XY,inv (9)(p13q13)
30 46X t(16:17)(q22p11)  46XY,inv (17)(p11;25)
2 46K, t(3:6)(q25:925)  46,XY,inv (11)(p1321)
2 46X, inv (9)(p13q13)  46,XY,t(5;15)(p15;11)
R I 2 46X t(162002p12)  mos4T XYY/AGXY
Tpa“‘i’g’(;‘a”i"/ 1 1 46,1 (Xq) 46XV, (16:20)(q22p12)
o 2 46,XX, inv (16)(p11q13)  46,XY, inv (7)(p11q25)
iHBep g 2 46,XX, inv (17)(p11g25)  46,XY, inv (11)(p13q21)
P 2 46.XX, inv (11)(p13q21)  46,XY, inv (7)(p11q22)

Y 6 NN yonosik Ta xiHKa Manu TpaHcnokadii, y 10 NN mann micue
KOMbiHaLjiT TpaHC/IoKaLili Ta iHBepCilt; B 3 BUNagKax 060€ 6aTbkiB
Manu iHBepCii, TaKOX Bifj3Ha4YeHO No ofHOMY BMMaAKy KoMbiHaLiT
TpaHcoKaLis/nonicomis Ta isoxpomocoma X/TpaHciokadis.

Kinbkictb PPB y Lnx Bunagkax konvueanacb Big 1 fo 6, i 6yna
HaMObINbLIOK B NMOAPYXAKIB 3 TPAHCOKaLUisMU (B cepeiHboMy
3 3B/CA) Ta npn KombiHaLii TpaHcnoKauis/iHBepcia (B cepep-
HboMmy 2,9 3B/CA), y BUnagKy iHBepcii B 060X 6aTbKiB KinbKicTb
3B/CA B cepepgHboMy cKknana 2.

Cepeq peunnpoKHUX TPaHCNOKaLil, BUABAEHUX Y NOAPYX-
»KiB 3 PPB, AK y XiHOK, TaK i B YONOBIKiB HanyacTiwe 3ycTpiya-
NNCb TpaHcnoKauii 1,2,3,9 Ta 16 xpomocom (puc. 1-3). Y 6inb-
WOCTi BUNagKiB 6ynu 3afisHi HacTynHi KOM6iHaLii xpomocom:
(1;3); (2;3); (3;11); (9;11); (9;16); (16;17).

Lo cTtocyeTbca pobepTCOHIBCbKIX TPaHCIOKaLl, TO B HaLLO-
My AOCIAMEHHI HaNNOLMPEHILLIO B KapioTunax AeprBaTHO
xpomocomoto Busisunacs der (13;14)(q10;q10) (puc. 4) — 69,23%
Bil 3arafibHOro umMcsa gepvBaTHUX XPOMOCOM. BuagneHo, wo
NPUCYTHICTb Takol XA B KapioTUMi CynpOBOAXKYETbCA NMOpPYLLEH-
HAM criepmaToreHesy B 4onosikis [20]. Lie noAcH0eTbCA TUM, WO
B HOCisl pO6epTCOHIBCbKOI TpaHcoKaLii (kapiotun 45,XY) BHachi-
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PucyHok 1. Kapiorpama nauienta B matepiani nimpouutis nepudepiiiHoi

KpoBi: 46,XY, t (4;8)(q34;q12)
36inblwenna 10 x 100, nporpamHe 3a6e3neuenns «BigeoTecT-Kapio 3.1»

PucyHok 3. Kapiorpama nauieHTku B matepiani nimpouuris
nepudepiiioi kposi: 46,XX, t (9;18)(q22;422)

36inbwenHa 10 x 100, nporpamHe 3a6e3neuenHs «BigeoTecT-Kapio 3.1»
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Pucynok 2. Kapiorpama nauieHTkn B matepiani nim¢pouuris nepudepiii-
Hoi KpoBi: 46,XX, t (6;13)(q15;q33)
36inbLuenna 10 x 100, nporpamHe 3abe3neuenHs «BigeoTecT-Kapio 3.1»
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Pucynok 4. Kapiorpama nauienta B matepiani nimpouutie nepudepiiHoi
KpoBi: 45 XY, der (13;14)(q10;q10)
36inbluenna 10 x 100, nporpamHe 3abe3neyenHs «BigeoTecT-Kapio 3.1»
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[OK BTPaTh 060X KOPOTKUX Myievei 3aMiCTb ABOX Map XPOMOCOM
3a/IMLLAETLCA NULLE OfHA 3 ABOMA JOBMMMU NeYnMa, i raMeTu Ta-
KOFO YOMOBIKa MOXYTb GOPMYBATU HEXUTTE3AATHY 3UTOTY.

Taka » cama pobepTCOHIBCbKA TPaHCIOKaLA B XKIHKM TaKoX
3HXKYE MOXIMBICTb HapoAUTN AUTUHY. BogHouac BiA3HaueHo
PiAKICHI BUNAAKK, KONU XKIHKU-HOCIT TaKNX TPaHCIOKaLin Hapog-
XKyBanu 340POBUX JiTel, ane ix cnif BBaxaTun BUHATKOM [21].

Y Hawomy JOoCniAXeHHi HanyacTile crnocTepiranncb ne-
pPULEHTPUYHI iHBepciT xpomocomun 9 (40,9%) (puc. 5), xpomo-
comu 11 (12,6%), xpomocomu 2 (10,1%), xpomocomu 3 (8,8%).
IHBepcii pewTn xpomocom cknanu 27,7% (puc. 6).

PEMPOAOYKTOJ1OTI A

AKLWo NnpoaHanizysaTn XxapakTtep iHBepcin i3 Kinbkictio CA/3B
y NOAPYX>KA B aHaMHes3i, 3BepTae Ha cebe yBary Tol dakT, Wo
3a HaABHOCTI 2 Ta b6inbLe i 3 Ta 6inbwe CA/3B y 6aTbKiB yacTille
3yCTPIYaETbCA NepuULeHTPUYHa iHBepcia xpomocom 9, 2 Ta 11.
3aranom ui iHBepCii BiAHOCATLCA O XPOMOCOMHOIO MOAIMOop-
di3my (BapiaHTy HOpMWU), ane Lie MoXe MOACHIOBATUCA TUM, Lo
came Lj iHBepciT MaloTb HanbiNblLy NOLWMPEHICTb cepen nog-
py<iB 3 HB B Hallomy gocnig»keHHi. [ledaki iHwwi nepuLleHTpUYHi
iHBepCii Bii3HaUe€HO B NOOAMHOKMUX BrNagKax (Tabn. 3).
Cepen 0OCTEXEHNX MALEHTIB BUSBMIEHO 5 BUMAAKiB Mo3aiu-
Horo KapioTtuny 45,X/46,XX (1,5% Big Bcix XA), 4 Bunagku Hasns-
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PucyHok 5. Kapiorpama nauieHta B matepiani nimpouutis nepudepiiHoi
KpoBi: 46,XY, inv (9)(p12q13)
36inbiwenna 10 x 100, nporpamHe 3a6e3neuenns «BigeoTecT-Kapio 3.1»

PucyHok 6. Kapiorpama nauieHTa B matepiani nimpouutis nepudepiitHoi
KpoBi: 46,X, inv (Y)(p11,2q12)

36inbweHHa 10 x 100, nporpamHe 3a6e3neuenHs «BigeoTecT-Kapio 3.1»

Ta6nuua 3. Kinbkictb BUNapKiB iHBepdii 3 ypaxyBaHHAM Yucna nonepeiHix camoBinbHuX aboptie/3aBMepnux BarirHocTel y noApyxoka abo noppyxHix nap

Homep xpomocomu 3 iHBepcieio

Kinbkictb CA/3B 1CA38
[l 4
il 6
3 5
6 5
7
9* -65 ’|9
N 4
16 2
17 2
i 1
IHwi 2
Beboro 50

2CA/3B 3CA/3B 4CA/3B 5CA/3B
5 1 = =
3 6 1 =
5 2 1 1
3 _ - _
2 1 1 =
32 6 5 3
12 3 = 1
3 - _ -
5 3 = 2
1 = 1 =
7 22 9 7

* MepuwieHTpUYHi iHBEPCii, AKI 3rigHO 3 MXKHAPOAHOI KNAaCUPiKaLi€to BIAHOCATLCA 10 BapiaHTIB HOPMU.
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HocTi i3oxpomocomu 45,X,i(Xq) (prc. 7), 2 BUNagKn Mo3aiyHOro
KapioTuny nonicomii 3a X (47,XXX/46,XX), 3 Bunagku gncomii X —
cnHapom KnamHdenbtepa, 3 BuMagku feneuii TepmiHanbHOI
AinsHKN KopoTkoro nneya 46,X,del(X)(p21—pter). B 3anexHocTi
Bif, pO3Mipy AeneLii KOPOTKOro nieya X-XxpoMocomu (BiACY THICTb
BCbOTO NJieya, TepMiHanbHi, iHTepcTuianbHi genewii) deHoTmn y
KIHOK Bapito€ Bii MOBHOI MaHidecTaLjil 03HaK, XapaKTepHUX A
cnHppomy LLlepelescbkoro-TepHepa, A0 HAABHOCTI HeMAiAHOCTI
6e3 ABHUX GeHOTUMOBUX NPOABIB (KPUTUUYHWUIA PaioH CUHAPOMY
LLlepewweBcbkoro-TepHepa 1OKani3oBaHUN Ha KOPOTKOMY mievi
Xxpomocomu X Ha ginanui p 11.2-p22.1) [22].

PucyHok 7. Kapiorpama nauienTkn B matepiani nimdpouutis
nepudepiiiHoi kpoi: 46,X,i(Xq)
36inbLweHHa 10 x 100, nporpamte 3abe3neuerns «BigeoTecT-Kapio 3.1»

B Hawomy gocnigxeHHi 6yno BUABNEHO NiiLle OAUH BUNadoK
i3 MO3aiyHOK [OAATKOBOI MAPKEPHOK XPOMOCOMOI (mar),
wo cknano 0,4% Big ycix XA y NN 3 PPB. 3rigHo 3 nitepaTtypHu-
MW JaHUMW, [OLATKOBI MapKepHi XpPOMOCOMM B 3a1eXHOCTI BiJ
BMOIpKM 3ycTpivatoTbcA 3 yactoToro 0,8-1,2% [23].

Kpim 3B/CA, y 164 3 ycix nogpy>is 3 PPB B aHamHe3i 6yno
HapoZXeHHA fiTen, npy ubomy B 26 (1,45%) 3 ycix Ml Takox
6yno 3apeecTpoBaHO OOTAXKEHWI aKyLIePCbKUA aHaMHe3, 06-
YMOBJIEHUI Ni3HIMY PenpoayKTUBHUMM BTpaTaMu, TaKUMU AK
aHTeHaTasibHa 3arubenb nnopa (5 BUNafKiB, B O4HOMY 3 AKUX
y 6aTbka byna 3HalgeHa iHBepcia 6 XpOMOCOMM); MEPTBOHA-
POAXKEeHHA He3PO3YMINIOro NOXo4XKeHHA (2 BUNagKu); nepen-
YacHi nonory go 32 TWXKHiB (6 BMNaAKiB y TPbOX poAnHax);
CMepTb Y paHHbOMY NepuHaTanbHOMy nepioAi (2 Bunagkm).
Kpim Toro, B 10 nofApyHix nap Mano micLe Hapoa>KeHHsA fi-
Ten 3 pi3HMMK BpOAXKeHUMM Bagamu po3sBuTKy (BBP), cepep
AKMX OyNun: KpUTUYHI BPOAXKEHi Baau cepua (3 BUnagKw), gia-

58

PeripogyKTvBHa eHAOKPUHONIOIIA
ISSN 2309-4117

dparmanbHa kuna (1), ramapToma fiereHi (1), npy ubomy 6aTbKo
MaB nepuLEeHTPUYHY iHBepCito 9 xpomocomu, rigpouedanis (1),
aHoMmania ornopHo-pyxoBoro anapaty (1) Ta MHOXUHHI BBP (3).
TakoXX B aHaMHe3i LMX MOAPYXKIB 3apeeCcTPOBaHO Hapofa-
»KeHHA ABOX AiTen i3 perynsapHolo Tpucomieo 21, npu Ubo-
My ofuH 3 6aTbKiB 6yB HOocieM 36anaHCcOBaHOI peLnpPOKHOI
TpaHcnokKadii (16;17). e B oaHii poaunHi 3adikcoBaHo Hapoa-
KEHHA QUTWHU 3 TPUCOMIEI0 Xpomocomu 13.

Y TpbOX NOAPY>KHIX MNap Mann micLe nepeprBaHHA BariTHO-
CTi 32 MeQUYHVMIM MOKa3aHHAMM B 3B'A3KY 3 YNIbTPa3BYKOBOIO
npeHaTanbHO AiarHOCTUKO MHOXUHHUX BBP (Ui BNagKkn He
KapioTunoBaHi). TakMM UYMHOM, PO3MOBCIOAMKEHICTb OKPEeMMX
BBP Ta Tpucomii 21 B poanHax i3 PPB B Hawomy gocnigeHHi
He Bigpi3HANaca Bif 3aranbHOMNONYNALINHOI YaCTOTN CUHAPO-
my [ayHa Ta BBP.

B po6oTax iHWMx gocnigHWKIB BiACOTOK BUABNEHMX XA B Na-
pax i3 penpoayKTMBHMUMM BTpaTamu Bapitoe Big 0,5 no 8% [24,
25]. flk 3a3Havae O. Bespalova [16], uncneHHUMMN gocnigkeHHA-
MU 6yno BCTAaHOBIEHO, L0 B NOAPYX>KiB i3 PPB uactoTta XA, Aki
npu3soaAaTb go CA, Bapitoe Big 1,3 0o 22,7%.

PeunnpokHi TpaHcnokauii B Nogpy»KHix nap i3 HeBMHO-
WYBAHHAM BariTHOCTI B IHLWNX JOCNIAKEHHAX OUIHIOETbCA Ha
piBHi 0,8-2,07% [18, 26]. PobepTCOHIBCbKI TpaHcnoKaLii B fo-
cnigxeHHAx Mmanu micue B 0,6-0,86% nap [18, 26]. Mpu ubomy
JeAKi JOCNIfHMKN OLiHIOITb piBeHb TPaHCIOKaLi B Mapax 3i
3BUYHUM HB 'y 4-5% [28-30].

MepuLeHTPUYHI iHBEpPCiT, WO CyNpOBOAXKYOTbCA MOPdOnO-
FMYHUMKU 3MiHAMW XPOMOCOM, JOCUTb LUMPOKO NpencTaBfieHi
B NIOACHKIA nonynauii Ta getanbHO OOCAiXKeHi. 3a gaHumun
AMepMKaHCbKOro TOBapuCTBa 3 PenpoOAyKTUBHOI MeaunLm-
HM (American Society for Reproductive Medicine) Big 2007 p.
[18], yacToTa iHBepCi y napax i3 HeEBMHOLWYBAHHAM BariTHOCTI
cknagae 6nmsbko 1,14%.

MepuueHTpryUHI iHBepCii, 0co6MMBO Xpomocom rpynu A,
HeraTMBHO BMAMBAOTb Ha depTunbHIcTb (12% HociiB iHBepCii
HennigHi), Togi AiK y HOCIIB NapaueHTPUYHOT iHBepCii depTub-
HiCTb 3a3BMYai He nopyLeHa [31].

Mw npoaHanizyBanu AaHi pisHUX niTepaTypHUX OxKepen
LLOA0 YaCTOTU iIHBEPCil came TUX XPOMOCOM, L0 3yCTpivannca
cepep, 6aTbKiB y Hawomy JocnifKeHHi. Ham Baanocs 3Hantm
iHbopMaLjilo nuLe CTOCOBHO OKpemux iHBepcit 2, 9 Ta Y-xpo-
MOCOMM (BIAHOCHO MOLWIMPEHOCTI PeLTy XPOMOCOM Ta iX aco-
uiaLii 3 po3nagamu penpofyKTMBHOI GYHKLUIT Oyab-AKuX Aa-
HUX MKW He 3Hanwnu). NMonynAyiiHa YacToTa NepuLeHTPUYHOI
iHBepCil 2 XxpoMocomu cepel; HOBOHaPOOXKEHNX KONMUBAETbCA
Big 0,0001 go 0,013 [32, 33].

Y [BOopocCnux HOCIiB nepuueHTpUYHOI iHBepcii BABIYi
yacTiwe cnocTtepiratotbcsa CA Ta MEPTBOHAPOAKEHHA, HIX
y 3aranbHin nonynauii. 3a gaHumn M. Djalali Ta cniBaBTopis
[34], y poauHax HocCiiB 3a3HayeHoI iHBepcii 11,2% BariT-
HOCTeln 3aBepwunncb meptBoHapoaeHHAM Ta CA. Xoua
HOCIT NepuLeHTPUYHOT iHBepCii 2 y cBOIN 6inblwOCTi MaloTb
3BMYANHUIA eHOoTUN, Us iHBepcCia vacTiwe BUABNSAETbCA
cepep ocib i3 po3ymoBoto BigcTanicTio Ta/abo BpomKeHu-
MV aHOManiamu po3BuTKy [35]. B Hawomy pocnigeHHi
3arasibHa yacToTa NepuLEeHTPUYHOI iHBepCil Xxpomocomu 2
cknana B uinomy 0,43% (cepepn XiHOK — 0,64%, cepep 4ono-
BikiB — 0,22%).
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Hain6inbLie onybnikoBaHO AaHKX CTOCOBHO BUMAAKiB nepu-
LleHTPUYHOT iHBepCii XpomMmocoMu 9, nonynALiiHa YactoTa AKOI
cknapae 0,13-1,07% [36-38]. Cepen 600 oci6 i3 BpoaKeHUMHN
BaJamMy PO3BUTKY, 3aTPUMKOIO PO3YyMOBOro po3sutky, MM 3i
3BMYHM HB, mepTBOHapOAXeHHAM Ta HapOAMKeHHAM AiTen
i3 cnHgpomom [layHa nepuLeHTpUYHa iHBepCia 3ycTpivyanacb
y 4% Bunagkis [39]. B Hawomy pgocnigkeHHi 3aranbHa nowu-
PEeHICTb NepuULEHTPUYHOI iHBepCiT xpomocomu 9 cknana 1,7%
(cepep xiHOK — 1,49%, cepep vonosgikis — 2,07%).

YacToTa nepuueHTpuYHOI iHBepcii Y-xpomocomu inv (Y)
(p11q11) 3aranom cknagae 1-2 Bunagkm Ha 1000 [40], ane
Bapiloe B pi3HMX nonynAuiax. Hanpuknag, npv LMTOoreHeTny-
HOMY JocnigXeHHi 14 835 HOBOHapOAXeHWX B ANOHCbKIN Mo-
nynauii 6yno 3HangeHo nve oavH BUNagok iHeepcii Y, Togi
AK cepef, MyCylibMaHCbKOro HaceneHHs NiBgeHHoi Abpukn LA
iHBepcia Oyna 3HalaeHa B 5,7% [41], a cepefl TallBaHCbKOIO —
nuwe B 0,27% [28]. 3a3Buuaii BOHa He BMIMBAE Ha GepTusib-
HICTb 1T HOCIIB, afie onNMcaHo AeKinbkKa BUMafKiB HenIigHoOCTI
B YOMNOBIKIB 3 TaKO iHBEPCIi€l0, AKI Mann acTeHO300CNepPMito
Ta onirocnepmito [42-44]. lNpoBegeHi Npu LbOMY MOMeKynAap-
Hi JOCNigXeHHA NOKa3ann HaABHICTb TepMiHaNbHUX MiKpogae-
neuin [42]. B Hawomy gocnigeHHi iHBepcia Y 6yna 3HangeHa
nuie B OAHOMY BMNAAKY, BiANOBIAHO i yacToTa cknana 0,056%.

HocnigxeHHa S. Patil Ta H. Lubs [45] nokasano, Lo nojgosxe-
He pgoBre nneyve Y-xpomocomu (Yg+) B 5 pasiB yacTiwe 3ycTpi-
yanoca cepef HOBOHapPOLXKEHUX XNOMUMKIB, Yni maTepi Manu
noHap 3 CA, Hix cepep TUX, MaTepi AKX Manu cnopagnuHi CA.
3 iHworo 60Ky, PPB BABivi yacTiwe cnoctepiranncb cepes Ma-
TepiB, AKi HAPOAWAKX XNONYKKIB i3 Yq+ [46].

B ogHOMY 3 MacwTabHmx gocnigxeHb 11 148 HOBOHaPOIKEHNX
Yqg+ 6yno 3HangeHo y 0,52% xnonuukis [47]. BapiabenbHicTb goB-
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MeTa pocnifKeHHA: BCTaHOBNEHHA NOLUMPEHOCTI Ta CneKTpy XpomocomHux aHomaniii (XA) cepes noapy»Hix nap (M) 3i cnopaguyHvMM Ta 3BUYHUMY PaHHIMU penpoayKTUBHUMU BTpatami (PPB), wo

MeLLKKOTb B LEHTPNIbHYX Ta NiBAEHHO-CXiAHNX 06nacTax Ykpaitu.

Martepianu Ta meToau: 0kpemo NpoBezeHO LUToreHeTHYHe AOCiAXeHHA 1869 xiHoK, 1788 uonoBikis Ta 1781 noapyxHboi napu (3aranom 3657 iHausiyymis) i3 PPB.

Pe3ynbTati: B 344 (9,4%) BUNajKax KapioTun naLi€eHTiB MICTIAB Pi3Hi TN XPOMOCOMHIX NepebyoB. PeunnpokHi TpaHcnoKaLil BuaBneri y 153 Bunagkax (48,3% Big Bcix XA, BUABIEHNX cepef iHOK Ta
4onoBikiB); y nap i3 PPB yactota TpaHcnokaviii cknana 4,1%, npu Lbomy B xiHoK — y 84 (44,4% Biz Bcix XA) BunagKax, y uonoBikis — B 69 (44,5% Big Bcix XA), y noapyHix nap — B 6 (28,6%). PobeptconiBcbki
TpaHcnoKavii BuaABneHo y 13 sunaakax (9 y xiHok 1a 4y yonosikis), wo 3aranom cknano 3,8% Big Bcix XA; y nap i3 PPB ixHa uactora cknana 0,35%.

llepuwieHTpuuHi iHBepCii BUABNEHo B 159 Bunazkax (46,2% Bip cix XA); y nap i3 PPB ixHa yacTota cknana 4,3%, npy Libomy B xiHok — y 82 (43,4% Bip Bcix XA) BUnazxax, y yonoikis — B 77 (49,7% Biz Bcix XA).
MepuLieHTprYHa iHBEpCiA 9 Xpomocomin byna BUABNEHa B 65 BUNaZKaX, o cknaaae 40,89% Bif BCix nepuLeHTpUYHNX iHBepciit i 18,89% Bia Bcix XA. MapaueHTpuyHi iHBepcii cepes KapioTUNoBaHuX noapyXxis

i3 PPB y HaLLoMy AOCTIZeHHI He 3ycTpidanuca.

Buagneo 5 Bunagakis mo3aiyHoro kapiotuny 45,X/46,XX (1,5% Big Bcix XA), 4 BunazKm 3 HaasHicTio i3oxpomocomu 45,X, i(Xq), 2 Bunaaku mo3aiuHoro kapiotuny nonicomii 3a X (47,XXX/46,XX), 3 Bunagkv
Ancomii X — cunppom Knaiiensrepa, 3 BUnaKu aenewii TepmiHanbHoi AinaHku kopoTkoro nneya 46,X, del(X)(p21—pter).
BucHoBku: yactora XA cepep xiHok i3 PPB cknana 8,5%, cepen uonoikis — 6,4%, a B Ljinomy cepes ycix KapioTunoBaHux 6atbkis — 7,5%, LLi0 He BiApI3HAETbCA Bif nolwmpeHocTi XA cepes NoapyHiX nap i3

HeBMHOLLYBAHHAM BariTHOCTi B iHLLWX NONyNALAX.

KniouoBi cnoBa: paHHi penpoayKTUBHi BTpaTi, HeBUHOLLYBAHHA BariTHOCTI, CAMOBINbHI ab0pTH, 3aBMepni BariTHOCTI, NoAPYHi Napy, XpOMOCOMHi aHoManii.

PACTIPOCTPAHEHHOCTb 1 CEKTP XPOMOCOMHbIX AHOMAJUil CPEAM CYNPYKECKNX MAP C PAHHUMM PENPOAYKTUBHbIMU NOTEPAMNU

Kapuonoruyeckuit aHanu3 3657 poauteneii

H.I1. BeponotBensH, k. Mef. H., naB. Bpay Mexo6nacTHOro LieHTpa MeaNLMHCKOIA reHeTUKI 11 NpeHaTanbHoil AnarHocTuKMm, T. Kpueoii Por
J1.T. lllanoBaneHKo), 3aB. LiTOreHeTIYeCKoil nabopatopueit MeaKo-reHeTyeckoro LieHTpa Mexo6nacTHOro LieHTpa MeaLIMHCKO FeHETIKY U NPpeHaTanbHoiA AnarHocTuki, r. Kpusoii Por
E.C. CaBapoBcKas, Bpay /1ab0paHT-reHeTUK J1abopaTopui LIUTOrEHETUKM XOPUANbHbIX KNIETOK 1 AMMAOLITOB 1ab0paTOPHOTo 0TAENa NPEHaTaNbHbIX UCCEA0BaRMI MeX06nacTHOro LieHTpa MeAMLMHCKON

TeHEeTUKM 11 NpeHaTanbHoli AnarHocTuky, r. Kpuoii Por

Llenb nccnepoBanma: ycTaHoBMEHYe PacnpoCTPaHEHHOCTY U CNeKTPa XpoMocomHbIx aHomanuii (XA) cpeam cynpyxeckwx nap (CIM) co cnopagnyeckumm 1 NPUBbIYHIMK PAHHUMI PENPOAYKTUBHbIMU NOTEPAMM
(PPT), NpoXuBaIoLLVX B LiEHTPANbHBIX U 10T0-BOCTOYHBIX 0611acTAX YKpauHbl.
Matepuanb! 1 MeToAbI: 0TAebHO NPOBEAEHO LIMTOTeHeTYECKoe ccnepoBaHIe 1869 eHLumH, 1788 myxunH u 1781 cynpyxeckoil napbl (Bcero 3657 uxauBuayymos) ¢ PPII.

Pe3ynbTatbl: B 344 (9,4%) Cnyyasx KapuoTvn NaLMeHToB CofiepXan pasfvyHble TUMbI XPOMOCOMHbIX NlepecTpoek. PeLinpoKHble TpaHCoKaLuy 06HapyeHbl B 153 cyyasix (48,3% ot obLuero uucna XA,
BbIABNEHHbIX CPEAV XKEHLLUH 1 MyX4uH); y nap ¢ PP yactora TpaHcnoKaLuil coctaina 4,1%, npu aTom y xeHLumH — B 84 (44,4% ot Beex XA) cnyuany, y MyuuH — B 69 (44,5% o Bcex XA), y cynpyseckvx nap —
B 6 (28,6%). PobepTcoHoBCKve TpaHCIOKaLMM 06HapyXeHbl B 13 cyyasx (9 y XeHLUMH v 4 y MyXXumH), 4T B Lienom coctasuno 3,8% o Beex XA; B napax ¢ PPT ux vacTota coctasuna 0,35%.
MNepuLeHTpryeckue HBepcu 0bHapyeHbl B 159 cnyyasx (46,2% ot obuiero uncna XA); y nap ¢ PPM ux yactota cocasuna 4,3%, npu 37om y xeHuwuH — B 82 (43,4% o1 Bcex XA) cyuanx uy MyXuuH — B
77 (49,7% ot Bcex XA). lepuueHTpuyeckas uHBepcna 9 XpoMocombl bbina 06HapyeHa B 65 cyyasx, uto coctasnaet 40,89% ot 06LLero uncna nepuLieHTpUYeCKIX MHBepCuii 1 18,89% ot obiuero uncna XA.
[TapaLieHTpuyecKme MHBEPCUI CPEAM KapUOTUNIMPOBaHHbIX cemeil ¢ PPTT B Halem nccnefoBaHNi He BCTPeYanuch.
BbiaBneHo 5 cnyuaes Mo3anyHoro kapuotuna 45, X/46, XX (1,5% ot cex XA), 4 cnyyas ¢ Hanuumem noxpomocombl 45,X, i(Xq), 2 cnyuas ¢ Mo3anuHbiM kapuotunom nonucomum no X (47, XXX/46,XX), 3 cnyyas
ZAncomun X — curapom KnaitHdenbrepa, 3 cnyyad enewuv TepMUHaNbHOTO yuacTka KopoTkoro nneua 46,X, del(X)(p21—pter).
BbiBopbI: yacToTa BcTpeyaemoctin XA cpeu xeHwwyH ¢ PPTT coctauna 8,5%, cpean MyxunH — 6,4%, a B Lienom cpeam BCex KapuoTUNUpoBaHHbIX poauTeneli — 7,5%, 4To He 0TNMYAETCA 0T PaCNpoCTPaHeHHOCTH
XAy cynpy»eckux nap ¢ HeBbIHaLLMBaHWeM bepeMEHHOCTI B APYTUX MONYAALMAX.

KnioueBble cnioBa: paHHue penpoayKTUBHbIE NOTEpH, HEBbIHALVBAHIE 6EPEMEHHOCTH, CAMONPOU3BOIbHbIE a6OPTbI, 3amepLLe 6ePEMEHHOCTH, CYMpyXKeckue Napbl, XPOMOCOMHbIE aHOMAIH.

INCIDENCE AND SPECTRUM OF CHROMOSOMAL ABNORMALITIES DETECTED IN MARRIED COUPLES WITH EARLY LOSSES OF PREGNANCY

A karyological analysis of 3657 parents

M.P. Veropotvelyan, PhD, Chief Physician of the Multiregional Center of Medical Genetics and Prenatal Diagnosis, Kryvyi Rih
head of Cytogenetic laboratory of the Medical genetic center, Multiregional Center of Medical Genetics and Prenatal Diagnosis, Kryvyi Rih
0.5. Savarovska, lah assistant at the Laboratory of cytogenetics of the chorion cells and lymphocytes of the Laboratory department of prenatal studies, Multiregional Center of Medical Genetics and Prenatal

Diagnosis, Kryvyi Rih

The aim of the study was to establish the incidence and spectrum of chromosomal abnormalities (CA) in married couples (MC) with sporadic and habitual early pregnancy losses (EPL) inhabiting south-east and

central regions of Ukraine.

Materials and methods: A cytogenetic study of 1869 women, 1788 men, and 1781 married couples (a total of 3657 individuals) with EPL was performed separately.

Results: In 344 cases (9.4%), the patients’karyotype contained various types of chromosomal rearrangements. Reciprocal translocations were found in 153 cases (48.3% of the total number of CA detected in
women and men; in the case of couples with EPL the frequency of translocations was 4.1%), while in women — 84 (44.4% of all CA) cases, in men — 69 (44.5% of all CA), and in married couples — 6 (28.6%).
Robertson’s translocations were found in 13 cases (9 in women and 4 in men), which amounted to 3.8% of all CA; their frequency in couples with EPL was 0.35%.

Pericentric inversions were found in 159 cases (46.2% of the total number of CA), in couples with EPL their frequency made 4.3%, while in women — 82 (43.4% of all CA) cases and in men — 77 (49.7% of all CA).
Pericentric inversion of chromosome 9 was detected in 65 cases, which is 40.89% of the total number of pericentric inversions and 18.89% of the total number of CA. Paracentric inversions in the karyotyped

families with EPL are not detected by our study.

Five cases with a mosaic karyotype of 45, X/46, XX (1.5% of all CA), 4 cases with an isochromosome — 45,X, i(Xq), 2 cases with a mosaic karyotype of polysomy in X (47, XXX / 46, XX), 3 cases of dysomia X —
Klinefelter syndrome, 3 deletions of the terminal portion of short arm 46, X, del(X) (p21—pter).
Condlusion: The frequency of CAin women with EPL was 8.5%, in men — 6.4%, and totally in all karyotyped parents — 7.5%, which does not differ from the incidence of CA in couples who have miscarried in other populations.

Keywords: early pregnancy losses, miscarriage, spontaneous abortions, missed miscarriage, married couples, chromosomal abnormalities.



