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penpoayKTUBHOI (pyHKLiT
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XpOMOCOMHi aHomarnii € pPO3MOBCIOMHKEHOI0 MPUYMHOIO Hennigas Yy CBiTi, a came OfHIEl0 3 NPUYKNH
nepeprBaHHsA BariTHOCTI Ha PaHHiIX TepMiHaX, MepPTBOHAPOMDKEHHsI ab0 HApOMKEHHSA AUTUHM 3 MHOXUHHUMM
BPOAXXEHMMWU BadaMun po3BUTKY. 3aranbHun piBeHb XPOMOCOMHMX abepauii B nonynsuii ctaHoButb 0,5—
3,0 %, B TOM Yac 5K y mogen 3 nopyLlieHHsaM pepTUnbHOCTI Lel NokasHuk konueaeTtecs Big 2,9 oo 14%. Y
poboTi HagaHo pe3ynbTaTv KapioTunyBaHHs, nposegeHoro y 1024 nauieHTiB 3 Npobnemo penpoayKTUBHOI
dyHKLii, Aki 3BepHynucb o LleHTpy penpoaykuii noamHn «Knidika npodecopa decbkoBa O.M.» B nepiog 3
2009 no 2018 pik. [Ona npoBedeHHs LMTOreHeTU4YHOro OOCTEXEHHA BMKOPUCTOBYBanu npenapatu
MeTadasHMX XPOMOCOM, $Ki OTpUManM LUMASXOM KyMnbTUBYBaHHSA NiMAOUUTIB nepudepuyHoi KpoBi 3a
CTaHOapTHOK MeToauKow, 3 BukopuctaHHaMm GTG-metogy i CBG-metony audepeHuinHoro dapbyBaHHs
XpomocoMm. AHani3 npenapaTie npoBenu BignoBiaHO A0 MiXHapoa4HOI CUCTEMU LIUTOreHETUYHOT HOMEHKaTypu
nognHn. Cepen obcTexeHnx xsopux y 6,05% nauieHTiB kapioTuny MiCTUNK Pi3Hi TUNKX 3MiH XPOMOCOM, B TOW
Yac 9K B nonynsAuii uer nokasHuk ctaHoBuTb 0,5-3,0 %. Take nigBULIEHHA YacToTW 3MiH B KapioTumi y
NauieHTiB 3 MOPYLUEHHAM PenpoayKTUBHOI (OYHKLIT, NOPIBHAHO 3 MOKa3HWKaMu B nonynsuii, € cTaTMCTUYHO
3Hauywmm (p<0,05). B pesynbTaTi 0BCTEXEHHSI iAEHTUIKOBAHO KiNMbKiCHI 3MiHW XPOMOCOM, CTPYKTYpHI
XPOMOCOMHI abepaliii, a TakoX XPOMOCOMHiI nomniMopdiiamu. Y gocnigKyBaHin rpyni nepeBaxanu kapiotunu,
AKi MICTUMM XPOMOCOMHI nonimopdiamu, ix 4actka cknama 2,4%, 3 Hux 1,25% BunagkiB — 36inbLueHi
CYNYTHUKOBI paloHW aKpOLLEHTPUYHMX XPOMOCOM, 0,67% — 36inblUEHHSI LLleHTPOMEPHOro reTepoxpoMaTuHy,
0,38% — 30inblUEHHA reTEPOXPOMAaTUHY Ha AoBromy nnedvi xpomocoMm 9, 16, Y. CTpPyKTYypHi XPOMOCOMHI
nepebynosu 6ynu 3HavigeHi y 2,11% nauienTis. Cepen Hux iHBepcii — 0,86%, PobepTCOHIBCEKI Ta peLmnpokHi
TpaHcnokauii — 0,58% i 0,1% BignosigHo, iHcepuii — 0,1%, fogaTkosi parmeHTn — 0,1%, a TakoX MapKepHi
xpomocomu — 0,1%. 3aranbHa YyacToTa KinbKicHux 3miH kapiotuny cknana 1,63% (17 nauieHTie 3 1042), 3 Hux
i3 cuHgpomom KnavHdenbtepa — 0,67% nauieHTiB, 3 pisHUM MO3aiLM3MOM 33 CTaTeBUMM XPOMOCOMaMu —
0,96%. Y 3B'A3Ky 3 BULEBUKNAAEHMM OOLINbHO MPOBOAUTU KapioTUMYBaHHS NOAPYXKHIX Nap 3 Hennigaam.

Knio4oBi cnoBa: Hernnidds; penpodykmusHa hyHKUIS; XPOMOCOMHI aHoMaIlii; kapiomurl.

Features of the state of the chromosomal apparatus of spouses with

disorders of reproductive function
O.M.Feskov, Ye.S.Zhylkova, V.A.Rudenko, N.O.Chumakova, O.V.Yegunkova

Chromosomal anomalies are the most frequent reason of infertility in the world. This is one of the reasons for
abortion in the early stages, stillbirth or the birth of a child with multiple malformations. The general level of
chromosomal aberrations in the population is 0.5-3.0 %, while among people with impaired fertility this level
ranges from 2.9 to 14%. The results of karyotyping of 1024 patients with problems of reproduction function,
which appealed to the Center of Human Reproduction «Clinic of Professor Feskov O.» in the period from 2009
to 2014, were presented in the article. For the cytogenetic research of patients, metaphase chromosomes
were used. Samples were obtained from culture of peripheral blood according to standard technique. For
staining of chromosomes slides GTG-method and CBG-method were used. Analysis of slides was carried out
in accordance with the International system of the cytogenetic nomenclature. Different types of chromosomal
aberrations have been detected in the karyotypes of the patients in 6.05% cases, in population this value is
0.5-3.0 %. This increase in the number of changes in karyotype in patients with infertility in comparison with
the population level is statistically significant (p<0.05). There are numerical chromosome abnormalities,
structural chromosome rearrangements and chromosomes polymorphisms in the patients. Among identified
changes the chromosomes polymorphisms are more frequent, it total 2.4% in our group. Among them 1.25%
cases of increase in length of satellite on the short arm of acrocentric chromosomes, 0.67% — increase in
length of centromeric heterochromatin, 0.38% - increase in length of heterochromatin on the long arm of
chromosomes 9, 16, Y. Structural chromosome rearrangements were found in 2.11% patients, among them
inversions — 0.86%, Robertsonian translocations and reciprocal translocations — 0.58% i 0.1% respectively,
insertions — 0.1%, additional material of unknown origin — 0.1% and marker chromosomes — 0.1%. Numerical
chromosomes abnormalities have been detected in 1.63% cases (17 patients out of 1042) — among them
Klinefelter syndrome — 0.67% patients, and cases with different mosaic karyotype for sex chromosomes —
0.96%. So it is recommended to carry out karyotyping of couples with infertility.
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Oco6nMBOCTi cTaHy XPOMOCOMHOIO anapaTty NoApPYXCKA NPY NopyLeHHi penpoayKTUBHOI OYHKLII
Features of the state of the chromosomal apparatus of spouses with disorders of reproductive ...

OCco06GeHHOCTU COCTOSAHUSA XPOMOCOMHOTO anmnapara cynpyroB npu

HapyLeHUN penpoayKTUBHOMN (hyHKLMM
A.M.®ecbkoB, E.C.)KunkoBa, B.A.PygeHko, H.A.YymakoBa, E.B.EryHbkoBa

XpOMOCOMHbIE aHOManMu SBMSIOTCA pacnpoCTpaHEHHOW NpuynHon Becnnogns B MUpe, @ UMEHHO OZHOW U3
MPUYUH MpepbiBaHNS OepeMeHHOCTM Ha PaHHMX CPoKax, MepTBOPOXAEHWS Wnu poxaeHus pebeHka C
MHOXeCTBEHHbIMW Nopokamu pa3suTus. O6LMIA ypOBEHb XPOMOCOMHbIX abeppaLmnii B nonynauum coctaBnset
0,5-3,0 %, B TO Bpems Kak y nogen ¢ HapylueHneM hepTUnbHOCTM 3TOT NokasaTenb konebnercs ot 2,9 go
14%. B pabote npeactaBneHbl pesynbTaTthl kapuotunupoBaHus 1024 naumeHTOB C npobnemamu
penpoayKT1BHOW chyHKUMKM, KOTopble obpatunuce B LieHTp penpoaykumn yenoseka «KnuHuka npodeccopa
decbkoBa A.M.» B nepmog ¢ 2009 no 2018 rog. [Ona npoBedeHWs LMTOreHeTudeckoro obcrnenoBaHus
ncnonb3oBanu npenapatbl MeTadasHbIX XPOMOCOM, MOfyYeHHble MyTeM KynbTUBMPOBAaHWA NMAOLUTOB
nepudepuyeckorn KpoBuM MO CTaHAapTHOM MeToauke, € ucnonb3oBaHneM GTG-metoga M CBG-meTtoaa
AnddepeHuman-HOro  OKpalMBaHUS XPOMOCOM. AHanvM3 npenapaToB MpoOBenM B COOTBETCTBUMM C
MexayHapogHOW CMCTEMON LMTOreHeTUYeckon HoMeHKnaTypbl Yenoseka. Cpeaun obcrnenoBaHHbIX 6OMBHBIX Y
6,05% nauMeHTOB KapuoTWMNbl MMENW pasHble U3MEHEHWS XPOMOCOM, B TO BPeMs Kak B MOMynsumMu 3T0T
nokasatenb coctaensetr 0,5-3,0 %. Takoe MOBbILEHNE YACTOTbl M3MEHEHUN B KapuoTWNe nauueHToB C
HapylleHnem penpoaykTUBHOW (YHKLUMM, B CpaBHEHWM C nokasaTtensamMm no nonynsauuu, sBnseTcs
cTatucTM4eckn 3Hadmmbim (p<0,05). B pesynbTtate obcnegoBaHus MOEHTUOULMPOBaHbLI KOMUYECTBEHHbIE
N3MEHEHUs1 XPOMOCOM, CTPYKTYPHblE XPOMOCOMHbIE abeppauun, a Takke XPOMOCOMHble nonumopdusmel. B
nccnegyemMon rpynne npeobnagan XxpoOMOCOMHble nonMmopduamel, nx gonsa coctasuna 2,4%, ns Hux 1,25%
CrnyyYyaeB — YBENUYEHHble CMYTHWKOBbIE paWoHbl akpoueHTpuyecknx xpomocom, 0,67% — yBenuyeHue
LleHTpOoMepHoro retepoxpomatuHa, y 0,38% — yBenuueHune retepoxpomaTtHa Ha ONIMHHOM Mfiedye XpPOMOCOM
9, 16, Y. CTpyKTypHble XPOMOCOMHbIE MEepecTporku Obinn HavgeHbl y 2,11% naumeHTOB, cpegn HWX
nHBepcumn — 0,86%, PobepTcoHOBCkME U peumnpokHble TpaHcnokaumn — 0,58% wun 0,1% cooTBETCTBEHHO,
nHcepumn — 0,1%, gononHuTenbHble dparmeHTel — 0,1%, a Takke MapkepHble xpomocombl — 0,1%. Obwwas
YacToTa YUCMEHHbIX XPOMOCOMHbIX aHomanuin coctasuna 1,63% (17 naumeHToB M3 1042), u3 Hux C
cuHgpomom KnanHdenbtepa — 0,67% naumeHToB, C pas3HOOOpasHbIM MO3auLM3MOM MO MOSIOBbIM
xpomocomam — 0,96%. B CBA3M C BbILEN3NOXEHHBIM Lenecoobpa3Ho NPOBOAUTE KapuOTUNMPOBaHWE
cynpyxxeckux nap c 6ecnnogmem.

KnroueBble cnoBa: 6ecrisiodue; peﬂpO@meUSHaﬂ d)yHKuUH; XPOMOCOMHbIe aHoMarsuu; Kapuomuri.

BeTyn

Hapasi ogHietlo 3 akTyanbHUx npobrnem 340poB'sa € npobnema Hennigasa, Tak, Yactota HennigHUxX
wntobiB B CBiTi cTaHOBUTL Big 8 A0 29%. 3a paHumu BOS3, uel nokasHuk B €Bponi CTaHOBUTb GMn3bKo
10%, B CLUA — 15%, B Kanagi — 17% (loH4yapoBa u gp., 2012; MypasnoBa, 2002; TaBokuHa, 2013;
MonogieHko, 2014; Munun Ta iH., 2013). XpomocoMHa naTonoria € OfHIEl0 3 NPUYMH NepepUBaHHS
BariTHOCTIi Ha paHHIX TepMiHax, MepTBOHAPOMKEHHS abo HapomKEHHS OWUTUHU 3  MHOXWHHUMU
BPOOKEHMMW Badamu po3BUTKY. Tak, 3aranbHu piBEHb XPOMOCOMHUX abepauii B nonynsuii CTaHOBUTb
0,5-3,0 %, B TOM 4ac sk y nogen 3 nopyweHHaM epTUNbHOCTI LIeN NMOKas3HUK KoNmnBaeTbes Big 2,9 ao
14% (Tpebka n gp., 2014; TaBokuHa, 2014; TaBoknHa u gp., 2007; MoHTapb n ap., 2016). Cepeq 3miH
kapioTuny noginstoTe Ha 306anaHcoBaHi Ta He3banaHcoBaHi. [lauieHTn 3 He3banaHcoBaHOO
nepebyaoBOO, SIK NPaBUIIO, MalTb KIiHIYHY KapTuUHy nposBy. Haenaku, nauieHTu 3i 36anaHcoBaHWMMU
nepebygoBamn, Takumm sik PoOepTCOHIBCbKi i peunnpokHi TpaHcnokawii, iHBepcii, € ¢eHoTMNIYHO
3gopoBuMKU. Ane Ans TakMx nNauieHTiB iCHYe NiABULLEHWA PU3MK HapOOKEHHS XBOPOI AWUTUHW 3
HesbanaHcoBaHuM Kapiotunom (TaBokuHa, 2014; Petucoea m gp., 2008; BopcaHoBa wn gp., 1998;
BeponotBensaH Ta iH., 2017). Y 3B'A3Ky 3 BULLEBUKNALEHUM METOK [AHOro AOCHILKEHHS cTarno
NpoBeAEeHHSA KapioTUNYBaHHS i BUBYEHHSI CTaHY XPOMOCOMHOrO anaparty MOoApYXHiX nap, siki 3BepHynmuca
00 LIeHTPY penpoayKuii 3 MeETOK NpoBeaeHHs1 06CTEXXEHHsI Nepes NnaHyBaHHSIM BariTHOCTI.

MaTtepianu i meToau pgocnigXxeHb

30ip nepBWHHOI iHopMaLii Ta nabopaTopHi gocnimkeHHs nposogunucsa B LleHTpi penpogykuii
nognHn  «KniHika npodgpecopa ®PecbkoBa O.M.» (M. XapkiB). [lepeBipeHO kapioTUnNU MauieHTiB 3i
3HWKEHHAM PENnPOaYKTUBHOI (PYHKLUIT, sIKi 3BepHYNuUCb 00 uUeHTpy B nepiog 3 2009 no 2018 pik. Ons
LUMTOreHeTUYHOro aHanisy BUKOPUCTOBYBanNu npenapatn MetadpasHux XpoMOCOM, SiKi OTpUManu LUSXoM
KynbTUBYBaHHS NiMAOLNTIB NepuepnyHOi KpoBi 3a CTaHZApTHOK MeToAukol, 3acTtocoBytoun GTG-
meTog i CBG-meTog gudepeHuinHoro hapbyBaHHs.
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[ocnigxeHHa npenapatiB 3gincHnn BignosBigHO A0 MikHapoaHOT CUCTEMW LUTOrEHETUYHOI
HoMeHKnaTypu noguHu (Shaffer et al., 2009). MNpw BUGOPI MeTadasHUX NNAcTUH NS aHanisy KepyBanuch
HACTYNHUMU KPUTEPIIMKU: PIBHOMIPHICTb PO3KMAY XPOMOCOM B Pi3HUX AinsiHKax meTadasHol nnacTuHu;
BiCYTHICTb HaknagaHb XPOMOCOM OfIHa Ha OfHY, ki 3aBaxawTb X iAeHTUdIKaLji; BiACYTHICTb B noni
30py iHWKX MeTadas; yci XpoMocoMU OAHIEI MeTaasHOI NNacTUHW 3HaAXOAATLCA B O4HOMY Mori 30py
npw 30inbLUEHHI.

[nsa koxHoOro nauieHTa npoaxanisoBaHo 20 MmeTadasHMX NacTuH 3 BUKopuctaHHam GTG-meToay i
10 i3 BukopuctaHHsaMm CBG-meTony audepeHuinHoro ¢gapbyBaHHs XPOMOCOM. Y BUMNAAKy BUSABIEHHS
mosaiumsmy aHanisyBanu 100 MeTadasHux nnactuH 3 BukopucTaHHaM GTG-metogy i 10 3
BMKopucTaHHam CBG-meTony.

HocnigxeHHs npenapaTtiB XpOMOCOM MPOBEAEHO 3 BUKOPUCTAHHAM OiHOKYNSIpPHOrO MiKpOCKomMy
Nikon Eclipse 80i. OOpobKy 300paxeHHs MeTadas 34INCHWNMM 3 BUKOPUCTAHHAM MPOrpamMHoro
3abe3neyveHHs Lucia Cytogenetics. Karyo («Laboratorylmaging», Yexis).

Mpy nNpoBefeHHI CTaTUCTUYHOrO aHanidy AaHi nepeBipeHi Ha BiAMNOBIAHICTbL 3aKOHY HOPMAarbHOro
po3noginy. CTaTUCTMYHI riNoTe3n nepesipsAnM 3a AOMNOMOrol KpuTepiiB X2 3a piBHiB 3HavywocTi 0,05,
0,025, 0,01 (ATpameHTOBa, YTeBckas, 2008).

Pe3ynbTatn Ta 06roBopeHHs

AHanis kapiotuny nposenu ansa 1042 nauieHTiB 3 NOPYyLLIEHHAM PENPOaYKTUBHOT (OYHKLII: NepBUHHE
Hennigas, napu 3 Heeganumu cnpobammn EK3 npu nepeHeceHHi eMOPioHIB BUCOKOT SIKOCTi, NepepuBaHHs
BariTHOCTI Ha paHHIX TepMiHax.

B pesynbTaTti npoBegeHOro LUMTOreHEeTUYHOro AOCHIMIKEHHS BUSBMNEHO 3MiHW KapioTtuny y 6,05%
Bunagkis (63 3 1042 nauieHTiB), B TOW 4ac 9K y nonynauii uen nokasHuk ctaHoButb 0,5-3,0 %. Take
NiOBULLEHHS 4acToTM 3MiH Yy nauieHTiB 3 Hennigasm, MOpiBHAHO 3 MOKasHUKaMu B nonynsauii, €
CTaTUCTUYHO 3HauyWnM (x?=4,862; X2pum=3,841; p<0,05; p=0,028). OGCTEXEHHS NOKa3ano HasiBHICTb B
KapioTunax KifibKICHUX 3MiHM XPOMOCOM, CTPYKTYPHMX XPOMOCOMHUX abepaui, a TakoX XPOMOCOMHMX
nonimopcpiamiB. Y OOCNigXyBaHin rpyni CTPYKTypHi nepeOynoBu nepeBaxanu Hag Bunagkamu 3
KinbKiCHMMW XpoMOCOoMHMMM abepauiamu — 2,11% (22 3 1024) i 1,63% (17 3 1042) signosigHo. HanbinbLu
MOLUMPEHUMU BUSIBUITUCb XPOMOCOMHI noniMopdiamu, siki cknanu 2,40% (25 3 1024).

3aranbHa YacToTa KinbkiCHUX 3MiH cknana 1,63% (17 nauieHTiB 3 1042), 3 HUx 0,67% (7 3 1024) —
yonogikn 3 cuHgpom KnanmHdenbtepa (47,XXY). 3a paHnmun nitepaTtypu, gogatkoBa X XpoOMOCOMa €
HanbinbLI NOLIMPEHO 3MIHOK KapioTuMny, SIKy acoLiloTb 3 HENMiAAsiIM YOMOoBIKiB, a camMe 3 NOPYLUEHHSIM
cnepmMaToreHesy, BKIOYaluM MOBHY BIACYTHICTb crnepMaTo3oigiB B eskynati (Bonkos u gp., 2017;
Chantot-Bastaraud et al., 2008; Mierla et al., 2015; Huleyuk et al., 2010).

Y 0,96% (10 3 1024) obCTEXEHUX BUSIBNEHO MO3AiLM3M 3a CTaTEBMMU XPOMOCOMaMn — 4 BUNaOKu
Mo3aiyHoro kapiotuny — mos 46,XY/47,XXY, 2 Bunagkn — mos 46,XY/45,X Ta mos 46,XX/46,XY, 1
BMMaZOK MO3alvyHOro Kapiotuny nonicomii 3a X XpoMocomol — mos 45,X/46,XX/47, XXX i 1 Bunagok —
mos 45,X/46,XY/47,XYY. 3a paHnMn aBTOpiB, HAsBHICTb MO3ai4HOro KapioTuny 3 HOpMasnbHWUM KITOHOM
KNiTUH € NPOrHOCTUYHO CNPUSITIINBILLMM, B MOPIBHSAHHI 3 MOBHOK aHeynnoifgieto, ockinbkun B GaraTbox
BUMNaZKax ue 3yMOBIOE MEHLLI NOpYyLUEHHsI cnepmaTtoreHesy i He cnpuduHsie azoocnepmito (Munun Ta iH.,
2013; Tpebka n ap., 2014).

IHWa rpyna nopyLueHb, SKi igeHTUdikyBanu y nauieHTiB, — CTPYKTYpPHi XpOMOCOMHi abepalii, cepen
AKMX iHBepcCii, PoGepTCOHIBCbKI Ta peumnpokHi TpaHcrokauii, iHcepuii, AoaaTkoBi doparMeHTn, a TakoX
MapKepHi Xpomocomu. B gaHOMy [JocnigXeHHi cepef CTPYKTYPHUX XPOMOCOMHUX nepebynos
nepesaxanu iHeepcii — 0,86% (9 3 1024). Hanbinblw nowmMpeHo BUSIBUNAca NepuLeHTpuyHa iHBepcis
xpomocomu 9, sika cknana 0,77% sunagkis (8 3 1024). 3rigHo A0 MiXXHApOA4HOI HOMEHKNATYpPi XPOMOCOM,
nepuLeHTpUYHa iHBepcia xpoMocomu 9 po3UIHIETECA AK BapiaHT Hopmu. OfHak, 3a AaHuMu niTtepatypw,
uto nepebynoBy NOB’A3yl0Th 3 Henniaaam (TaBokuHa u ap., 2007; Petmcosa u ap., 2008).

[HWWA TMN NepebynoB, SKUA 3HAMOEHO B KapioTunax nauieHTiB, € POGEPTCOHIBCLKI TpaHcnokaLu,i.
OcobnuBicTb Takoi TpaHCNoKauii B TOMy, WO BOHa € 30anaHcoBaHow i 6e3 heHOTMNIYHOro MNposiBy.
OpaHak y HOCIS € MiABULLEHMM PU3MK HAapPOAXKEHHS AiTel 3 HesbanaHcoBaHWM kapioTunom. OKpim Lboro,
Taka TpaHcrokauia Mae CciMenHuid xapakTep HocinctBa. Yactka PoGepTCOHIBCbKMX TpaHcnokauin B
3a3HadeHin rpyni cknana 0,58% (6 3 1024). Cepen HUX HaNMMOLUMPEHILLIOK B KapioTuMi 4epuBaTHO
XPOMOCOMOI0, sika yTBOpuracsa BHacnigok 36anaHcoBaHoi PoOepTCOHIBCLKOI TpaHcnokauii, € Xxpomocoma
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der (13;14)(q10;910) (puc. 1) Ta der (13;21)(q10;910), wo cknagae 50% Ta 33,33% Big 3aranbHoOro uncna
OepnBaTHNX XpPOMOCOM Biﬂ,l‘lOBiﬂ,HO.

(5N A\
i)

q €

i)

N

Fu 9.9 9.0 WY g 9 v

68 Fh %8 RE RS ok 5

2V

ad & a4 4 W& B
X—5 = ) =k A :;__ A— S

Puc. 1. Kapiotun nauieHTta 3 Po6epTcoHiBCcbKkoo TpaHcnokauieto. 45,XY,der(13;14)(q10;q10)

YacTka nauieHTiB 3 peuunpokHMMM TpaHcnokauigmu cknana 0,38% (4 3 1024). Y GinbwocTi
BMNaAKiB HOCiM Takoi abepauii He Mae (eHOTUMNIYHMX NPOSsiBIB, ane MoXe MaTu pPenpoayKTUBHI
npobremu, y 3B’A3Ky 3 YTBOPEHHSIM He3banaHcoBaHux raMeT. 3annigHeHHs rameTt 3 He3banaHCcoBaHUM
Habopom XpoMocoM OOymoOBIOE 3armbenb 3UMroTM A0 iMNNaHTauii, 3aBMUPaHHS BariTHOCTI Ha paHHiX
cTagisx, MUMOBIMNbHI BUKUOHI @00 HAPOLKEHHS AUTUHU 3 MHOXWHHUMKU Bagamu po3BuTKy (MonogieHko,

2014).
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Puc. 2. Kapiotun naudieHTta 46,X,ins(12;X)(q21;q21q25)

BicHuk XapkiBcbkoro HauioHanbHoro yHiBepcuteTty iMmeHi B. H. KapasiHa
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MeHLWwwniA BiCOTOK CTPYKTYPHMX abepauin B kapioTunax nauieHTiB 3 Hennigaam cknanm mMapkepHa
Xpomocoma X, Ao4aTKoBuUi bparMeHT B XPOMOCOMI Ta iHcepuis (puc. 2). KoxHy 3 HuX igeHTudikysanu 3
yactototo B 0,1% (1 3 1024).

Lo cTocyeTbcss XpoMOCOMHMX noniMopdiaMiB, iX YacTka B AOChigKyBaHin rpyni ctTaHoBUTb 2,4%
(25 3 1024), 3 Hux y 1,25% Bunagkis (13 3 1024) BusiBNeHO 36inblUeHi CYNyTHUKOBI paioHU
aKPOLLEHTPUYHMX XPOMOCOM, 36iNbLUEHHS LEHTPOMEPHOrO reTepoxpomaTtuHy (puc. 3, 4) ineHTudikyBanm
y 0,67% Bunagkie (7 3 1024). Y 0,38% (4 3 1024) nauieHTiB BuUsSIBUNMN 36iMblUEHHS PO3MIpiB
reTepoxpomMaTtuMHy Ha AoBromy nnedi xpomocom 9, 16, Y, 3 Hux 50% Bunagkie — ue 306inblUeHHSs
reTepoxpoMaTuHy Ha XpoMOCoMi Y.
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Puc. 3. Kapiotun naudieHTta 46,XY,9cenh+ (GTG-meTon)
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Puc. 4. Kapiotun nauieHta 46,XY,9cenh+ (CBG-I\-neTo,q)

HesBaxatoun Ha TOM (bakT, WO Taki noniMopgiamMu, 3rigHO 3 HOMEHKIATYpPOl LIUTOreHEeTUKH,
BBaXalOTbCA BapiaHTOM HOpPMW, 3a niTepaTypHUMW AaHUMW 3anuLaeTbCs BIOKPUTUM MNUTAHHSA LLOAO
BMMAMBY TakMX NoniMopdi3aMiB Ha PeNPOAYKTUBHY (OYHKLUIO NMOAUHKU. Tak, NpuUnyckaeTbCcs, Wo noniMopdHi
BapiaHT retepoxpoMatuHy B 1, 9, 16 i Y xpomocomax OOYMOBMIOOTbL MOPYLUEHHS iX CnaploBaHHSA B
Meno3i i Npu3BoAsATb 40 HEPO3XOKEHHS XPOMOCOM i, SIK HacnigoK, 4O YTBOPEHHs He3banaHcoBaHMX
rameT ([NonogieHko, 2014; MypasioBa, 2002; deTtncora u ap., 2008; BopcaHoBa 1 gp., 1998, Shaffer et
al., 2009).

BucHoBku
Takum 4YMHOM, B pe3yrnbTaTi OOCTEXEHHS, Yy NauieHTIB 3 MOPYLUEHHAM PEenpOLYKTUBHOI (PYHKLi
Oyno BUSBNEHO MiABULLIEHHSA YAcTOTW 3MiH XPOMOCOM, MOPIBHSAHO i3 3aranbHONOMynsiLiitHUMN YacToTaMu.
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Oco6nMBOCTi cTaHy XPOMOCOMHOIO anapaTty NoApPYXCKA NPY NopyLeHHi penpoayKTUBHOI OYHKLII
Features of the state of the chromosomal apparatus of spouses with disorders of reproductive ...

Cepepn HUX 3ycTpivaloTbCs KiNbKICHI Ta CTPYKTYPHI XPOMOCOMHI abepalii, a Takox nonimopdHi BapiaHTu
XpomocoM. YacTka ocib 3i amiHamu B kapioTuni cknana 6,05% Big 3aranbHOI KiNbKOCTi OBCTEXEHUX, Lo
nepeBulLlye Ll NokasHuK B nonynauii (x’=4,862; p<0,05). TakMm 4YMHOM, BCTAHOBMEHO, IO 3MiHW B
XPOMOCOMHOMY anapaTti MoAUHU € MNPUYMHOIO MOPYLUEHHS PenpoayKTUBHOI (YHKUii. Y 3B'A3ky 3
BULLEBUKNAAEHUM OOLINBHO NPOBOAUTU KapioTUNyBaHHSA NOAPYKHIX Nap 3 Hennigasm.
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