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HAUBOJIEE YACTO
BCTPEYAIOLLMECH XPOMOCOMHBbIE
AHOMAJIUM B KAPUOTUNAX
NMALUUEHTOB C PENPOAYKTUBHbIMU
HAPYLUEHUSIMU

TIpedcmasaenst pesynrsmamol yumoeHemu4eckKo2o U mMo-
NEKYAAPHO-YumoeeHemuueckoeo obcaedosanus 210 cynpy-
aceckux nap c npobnemamu penpooykuuu. B 46 (10,95 %)
CAYHASIX KAPUOMUNBL NAUUEHIMOE COOEPIHCANU PA3AUYHbLE MU-
nbl XPOMOCOMHbIX nepecmpoek. CmpyKmypHble XpOMOCOMHblE
nepecmpoiiku muna nepuyeHmpuvecKue uHeepcuu, pooepm-
COHOBCKUE MPAHCAOKAUUU, DPeUUNnpoKHble COANAHCUPOBAH-
Hble MPAHCAOKAUUU, A MAKICe MAPKePHble XPOMOCOMbL npe-
001a0aru HAO HUCA08LIMU XPOMOCOMHbIMU abeppauusmu
(89,13 u 10,87 % cayuaee coomeemcmeento). B o6weii epyn-
ne obcaedosannvix navuenmos ovir0 19 (4,52 %) cayuaes,
6 Kapuomune KOmMopbiX 0OHAPYICUBANU «CKPbIMbLI» MUHU-
MANbHbLL MO3AUUU3M, 6 Nep8yo ouepedb no xpomocomam X
u Y. I[layuenmoi ¢ 8bi5161eHHBIMU XPOMOCOMHBIMU AHOMANUS -
MU 6 Kapuomune Hyxcoaromces 8 oughghepeHyupoeanHHom noo-
Xode npu aeuenuu.
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BBenenne. HakoruieHHbII B rTociieqHee 1ecsTu -
JIETUE OIBIT LIMTOTEHETUYECKOTO 00C/IeI0BaHUSs
CYMPYKECKUX Map ¢ pa3IMYHBIMU HAPYIICHUSIMM
PETIPOIYKTUBHOM (PYHKIIUY TTOKa3aJl, YTO Kaxkaast
rmapa Hy>kaaeTcsl B T0oJ00HOTO pojia JMarHoCTHUKe
[1, 2]. B rpynny mauueHTOB ¢ HapylleHUEM pe-
MMPOIYKTUBHON (DYHKIWUKM WIIA PEITPOTYKTUBHBI-
MM TIpoGieMaMU IMPUHSATO OTHOCUTH TAlIMEHTOB
C TIEPBUYHBIM OCCITIONVEM, IMPUBBLIYHBIM HEBBI-
HalllMBaHUEM, C POXIEHUEeM pedeHKa, UMeIolIe-
IO MHOXXECTBEHHBIC BPOXICHHBIE TTOPOKU pa3BU-
st (MBIIP) u/unm MmukpoaHoManuu pa3BUTHUS
(MAP) B anamHese. CorjiacHO pesyJikTaTaM 00c-
JIeOBaHUS CYTIPYTOB C PEMPOMYKTUBHBIMU IIPO0O-
JIeMaMHM YacTOTa XPOMOCOMHBIX aHOMAaJWii KO-
nebnetcst ot 4,3 10 9,6 % |2, 3]. [lo maHHBIM Ipy-
TUX aBTOPOB [4], HarTpuMep, B TPYyIIIe MYKINH —
KAHIUOATOB Ha OIUIOAOTBOPEHUE in Vitro METO-
noM ICSI (intracytoplasmic sperm injection) aTot
nokasatesb gocturai 13,1 %. [lokazaHusaMu mist
LIMTOTEHETUYECKOTO 00CIeI0BaHMSI 3TOI TPYTIITbI
MalMEHTOB CIYKWJIM MYXKCKOIl (haKTop OecIuio-
AT ¥ HEeyIadHbIe TTOIMBITKN 3KCTPAKOPIOpaTh-
Horo omnonotrBopeHus (DKO). Hanbomnee yacro
B KapMOTHUIIAX MTAIIIEHTOB C HAPYIIIEHUEM PeTpo-
IYKIIMU BCTPEUYAIOTCS aHOMAJIMK KOJTMYECTBA 110~
JIOBBIX XPOMOCOM, TPaHCJIOKAIIUW, WHBEPCUM,
MapKepHbIe XpOMOCOMBI U JIp., a TaKXKe MO3any-
HbIE BAPMAHTBI KAPUOTUIIOB C 3TUMU aHOMAJTUSIMU
[5—7]. K coxaneHutro, ObIBaeT TaK, YTO LIATOTCHE-
TUYECcKOoe 00cieJOBaHNE TaKUX CYTIPY>KECKUX rap
MPOBOJUTCS TOJIBKO TMOC/e HEYAauYHOTO JISUSHMSI
OecrIonus, poXXACHUSI B CEMbe MEPBOTo pedeHKa
¢ MBIITP unu MAP, a Takke 6e3ycrielIHbIX TOITbI-
TOK 3a0epeMeHeTh CHOHTAHHO WM C MTOMOILIbIO
COBPEMEHHBIX METOIOB BCIIOMOTATEIbHBIX pe-
MpoAayKTUBHbIX TexHosoruit (BPT). Lleab HacTo-
SIEr0 MCCAeAOBaHUsI — aHalnu3 XPOMOCOMHBIX
aHOMAJIMI1 B KApWOTUITIAX TMALMEHTOB C Hapylle-
HUEM PeIpoayKIIMM, BblAeIeHUEe Haubosee vac-
TBIX THUIIOB BCTPEYAIONINXCS aHOMaJWii U MC-
MTOJTb30BaHUE TTOYYEHHBIX JAHHBIX MPW COCTaB-
JIECHUW peKOMEHIALIMIl BpayaM TIpU BbIOOpE TaK-
TUKH JIeYeHUs] TAKMX MTallUEHTOB.

Marepuainsl u MeToAbl. [[umocenemuueckuii me-
moo uccaedosarus. MatepranoM il UCCIeA0Ba-
HUS CIYXWIN JUMGOIUTH TeprdepruIecKoit
KpOBM MaleHTOB. KynbTuBrpoBaHme TMMQOIIN-
TOB TIPOBOJAWJIOCH TOJIYMUKPOMETOIOM C Iajib-
HEHIINM UCMOJIb30BaHUEM CTaHAAPTHOTO METO1a
MTOJIyJ9eHUsI TIpernapaToB (PMKCHUPOBAHHBIX MeTa-
da3 [8]. dasg 3Toro KyJbTUBUPOBAHHBIE KJIETKHU
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obpabaTbiBaJii TUIIOTOHUWYECKUM pPaCcTBOPOM
(0,55 % KCl), a 3areM (pUKCUPOBATIN B METAHOJI-
ykcycHoit cmecu (3:1). LluToreHeTnueckoe mcce-
noBaHue MeTada3HbIX IJIACTUH JUMQOLMTOB
ocylecTBIsIIoCh ¢ ucrnojib3oanueM GTG, QFQ
1 CBG TtexHuk nuddepeHLmranbHOi OKpackKu Xpo-
MOCOM 1o JuInHe [8].

Mosnekynsapro-yumoeenemuueckuii memood. s
dmoopecueHTHOI in situ Tubpuausamuu (FISH-
METO) ObLUIM UCIOJIb30BaHbI TUMGOLIUTHI, 3apUK-
CUpPOBaHHbIE B METaHOJ-YKCcycHoU cmecu (3:1).
FISH-ananu3 mpoBedaeH COTrJacHO ITPOTOKOJIY,
pa3pabotanHoMy CoJioBbeBBIM M Ap. [9]. JeTek-
LU0 MEUEHHBIX OMOTHMHOM ajb(poua-creuudu-
yeckux JIHK mpo0 rpoBoanim ¢ Ucnoab30BaHuEM
clios duroopeclieMHaBUaAMHA («Sigmay). MneHTu-
pUKaIMIO XPOMOCOM OCYIIECTBIISIIIN ¢ TTOMOIIbBIO
DAPI oxpacku.

Jnst cocTaBieHUs KAPMOTUIIOB XPOMOCOM, TIO-
JIy4€HHBIX U3 TUMPOLIMTOB IepudepruIecKoi Kpo-
BM, U PETUCTPALIMY TMOPUAN3ALIMOHHBIX CUTHAJIOB
ucnosb3oBaau nporpammy CytoVision (CILIA).

Pe3yasratel HMccliefoBaHMiE M MX 00CYXKIEHHE.
bris1o mpoBeAeHO LUTOreHETHYeCcKoe o0Cea0Ba-
Hue 210 cynpyxeckux map ¢ mpobjeMaMu pernpo-
JIYKIMU: TIepBUYHOE Oecruioaue, MPUBBIYHOE He-
BBIHAIIMBaHUE, pOXKAeHUE B ceMbe nereit ¢ MBITP
wii MAP. B nepByio TpyIimy BOLLIA MYKUYUHBI
(210 yen.), BTOpyIO TPYIIIY COCTABWIM >KEHIIWHBI
(210 yen.). CpenHuit Bo3pacT My>K4rH ObL1 35,8 JIeT,
cpeaHuit Bo3pacT xkeHIIMH — 30,5 romga. XpoMocoM-
HbIE TIEPECTPOMKH, 32 UCKITIOUEHNEM TeX TIepecTpo-
€K, KOTOpble paclieHMBAIOTCs corjlacHO MexxmyHa-
POIHONM HOMEHKJIATYpe XPOMOCOM KaK BapUaHThI
HOpMBI (HampuMep, MepULEHTpUIECKass UHBEPCUSI
9-i1 xpomocoMbl — 9ph), B KapuOTHUIIE MALMEHTOB
o011eit rpynmbl ObU o0HapyxeHb! B 46 (10,95 %)
ClTydasix, 4TO COIJIAacyeTcsl C JAHHBIMU JINTEpaTyphbl
[2, 3]. YacTtoTa M THIIBI XPOMOCOMHbBIX AaHOMAJIUIA
B KApUOTUIIAX IMALUEHTOB C PENPOIYKTUBHBIMU
npobJjieMaMu MpeacTaBieHbl B Ta0I. 1.

Kak nmokazanu pe3ybraThl UCCIeI0BaHUIM, B Ka-
puoTHnax o0ceI0BaHHbIX IPYITI MAalIMEHTOB OOHA-
PYXeHbI TpU ciaydas aucomMuu (cuHapom KaitH-
denprepa) ¥ OAMH CIydyaid TPUCOMMU I10 XPOMOCO-
Me X. CTpyKTypHbIE XpPOMOCOMHBIE TIePEeCTPONKI
TUMA MEPULICHTPUYECKIE UHBEPCUU, JepUBATHbIC
XPOMOCOMBI KaK Pe3yjabraT poOepTCOHOBCKOM
TPaHCJIOKAIMHY, pELUITPOKHBIC COATaHCUPOBAHHbBIE
TPaHCJIOKAIMH, a TAKXKE MapKEPHbIE XPOMOCOMBI
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B OOIIIeli TpymIie IalMeHTOB Ipeobjagaiu Hal
CIyJasiMUA C YMCJIOBBIMU XPOMOCOMHBIMM abep-
parusimu — 41 (89,13 %) u 5 (10,87 %) cnyvaes
COOTBETCTBEHHO (Tad. 2).

B cyyae mepuiieHTpUYeCKMX MHBEPCHUit pa3phbl-
BBl B KOPOTKOM U JJIMHHOM TIIedyaX XPOMOCOMBI,
Kak TIpaBWJIO, MPOUCXOAWIN B MPUIIEHTPOMED-
HOM TeTepOXpOMATHMHOBOM ydyacTke. MHTepecHO
OTMETUTh, YTO U3 MEPEUMCAEHHBIX B Ta0JI. 2 Xpo-
MOCOM MHBEPCHUU B OOJIbIIICH CTETICHU 3aTparuBa-
u xpomocoMbl 2 (30 %) u 3 (40 %) (puc. 1, a).
C omHO# CTOPOHBI, 3TU JaHHBIE TTEPEKINKAIOTCS
¢ JaHHbIMU JuTepaTypsl [10,11] 1 HamMMu coo-
CTBEHHBIMM NaHHBIMU [12] O cTpyKType XpoMo-
COMHBIX abeppallMii B KapuoTunax abopTycoB
cpeny 6epeMeHHOCTE, 3aMePIINX B IIEPBOM TPH-
MecTpe. Cpean aHOMaJIbHBIX KapUOTUIIOB a00PTY-
COB TaKKe BCTPEYAIOTCS TPUCOMMU IO XPOMOCO-
Mam 2, 3, 20, 7, a TpcoMUsI IO XpoMOocoMe 22 BXO-
T B YMCJIO HauboJjiee yacThix. B npenacraBieH-
HBIX MCCJIEIOBAHUSAX KOJIWMYECTBO IEePUILICHTPHU-
YeCKMX MHBEPCHUI OKa3ajoch JOCTOBEPHO BHIIIIE
Y MY>XUMH I10 CPAaBHEHUIO C XKEHIIUHAMU (Tao. 1).
C npyroii cTopoHbl, MEPULIEHTPUUECKHE WHBEP-
CHUM TIPULIEHTPOMEPHOTO TeTepOXpoOMaTUHA TIPHU-
HATO CYMTATh BapMaHTaMU HOPMBI, KOTOpPHIE HE
JIOJDKHBI UMETh KaKoro-janoo (heHOTUITMYECKOTO
TIPOSIBJICHMS [UTST OpTaHU3Ma.

CornacHO JaHHBIM JIUTEPATYpPhl, B OOIIEH MOITy-
JISIIUM cOalaHCUpPOBaHHBIE TpaHCIOKauuu (po-

Taonuuma 1
YacToTa ¥ THIIbI XPOMOCOMHBIX AHOMAJIUIA
B KapHoOTHNIAX 06cnenonaﬂﬂux MYZKYUH U KCHIIUH
M3 CYNpyKecKux map, aoc.4. (%)

TlepBas Bropast
rpyrmna rpyrmna
X]Z)OMOCOMHI)IG aHOMaJInu
n=210

HuBepcus 9(4,29) 3 (1,42)*
PoGeprcoHoBckast TpaHciaokaus 7 (3,33) 4 (1,90)
PerunpokHas TpaHciaokaius 6 (2,86) 8 (2,86)
MapkepHasi XxpoMocoMa 2(0,95) 2(0,95)
Hucomus o X (47,XXY) 3(1,42) -
Tpucomus o X (47,XXX) - 1(0,48)
Mo3zaunuusm 45,X [15]/46,XX [85] - 1(0,48)
Bcero 27(12,86) 19 (9,05)

* Pa3HU1Ia OTHOCUTEJILHO MMOKa3aTeJsisl MallueHTOB MEePBOi
rpyniibl goctoBepHa (p < 0,05).
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OEpPTCOHOBCKME U PELIMITPOKHBIE) BCTPEUYAIOTCS C
yactoroi 0,1 %, HO X YacTOTa MOXKET JOCTUTaTh
3,0-6,2 % ymyxund u 0,7—9,8 % y KeHIIUH C
PENPOAYKTUBHBIMU MTpobaeMamu |2, 5].

B Haleit BBIOOpKE yacToTa cOaaHCUPOBaHHBIX
TpaHCJIOKAILIMi B IPyNIe MYXYWH COCTaBWJIa
6,19 %, a B rpynmne xeHmuH — 5,71 %. Ho ecin
B KapMOTHIIaX MY>KUMH Yallle BCTpeYaJInch podoepT-
COHOBCKME TpPaHCJIOKALMKU, TO Y KEHIIUH He-
CKOJIKO, HO HEJJOCTOBEPHO Mpeodaganu peLu-
npokHbie. [lepBasi ocoOeHHOCTh cOaTaHCUPOBAH-
HBIX TpaHCJIOKALMI — HUKAK He ITPOSIBIISITh ce0sl
(GeHOTUITMYECKH, a BTOpasi, He MeHee BaKHasl, —
CEMEWHBIN XapakKTep HOCUTEJIbCTBA U BBICOKUIA
PUCK pOXAEHUS JeTeil ¢ HecOalaHCUPOBAaHHBIMU
XPOMOCOMHBLIMHU TiepecTpoliikamu. Kpome 3toro,
clienyeT aKIeHTUpOBaTh BHMMaHME Ha TOM, 4YTO
YacToTa aHEYIUIOMIHBIX o XpoMocoMaM X, Y, 13,
15, 16, 17, 18, 21 u 22 raMeT, B YaCTHOCTH CIIEP-
MaTO30MA0B, CYILIECTBEHHO BbIIIE Yy MAllMEHTOB

Ta6numa 2
CTpyKTYpHBIE XPOMOCOMHBIE NMEPECTPOIHKH B KAPHOTHIIAX
00CJIeI0BAHHBIX CYNPYKECKHX map, a0c.4.

Bropas
rpyrmra

TlepBas
rpyrrna

n=210

XpOMOCOMHBIE TTEPECTPONKHN

HWHuBepcum xpomocoM
2
3
7
19
20
22 — 1
Y 1 —
PobGepTcoHOBCKME TpaHCIOKALIMU
der (13;14) 5 2
der (14;14) — 1
der (14;21) — 1
der (14;15)
der (21;21) 1 —
PeLinpokHbIe TpaHCIOKAILIUN
(4;10), (2,9), (X;16), (8;10),
(8;13), (7;8) 6 —
(17;20), (9;15), (1;11), (8;13),
(4:X), (9:13), (2,9), (3;8) - 8
MapxkepHbie XpOMOCOMbI
i(13)(p10)
i(14)(p10) 1 —
i(15)(p10) - 2

—_— = N W
|
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C aHOMAJIbHBIM, XOT$SI U cOaJaHCUPOBAHHBIM Ka-
puotunom [13].

HawuGouee yacto BbISIBISIEMO# B KApUOTHUIIE e~
pPUBATHOM XPOMOCOMOIi, KOTopasi o0pa3oBajiach
B pe3yJibTaTe cOajaHCUPOBAHHOW POOEPTCOHOB-
CKOW TpaHCJIOKallMM, oKa3ajlach XxpomocoMa der
(13;14)(q10;q10) — 63,6 % ot yncia qepUBaTHBIX
xpomocoM. MHTepecHO, 4TO Takasi XpOMOCOMHast
MMaToJIOTUSI B OCHOBHOM OOHAapyXuBajlach B Ka-
pUOTHNAX MYXYMH C HapylIeHMEM CrepMaTore-
He3a, YTO TMOATBEPXKACHO JUTEPATYypPHBIMU JTaH-
HbIMU [14]. HampotuB, aepuBaTHas XpoMocoMa
der (21;21)(q10;q10) mpucyTcTBOBajia B KApUOTHUIIE
MY:KUMHBI, 4Yeil Opak ObLI O€CIUIOACH IO TIPUYNHE
MPUBBIYHOTO HEBbIHAIIMBAHUS OepeMEHHOCTHU
y XKeHbl. B maHHOM ciy4yae puCK POXICHUS pe-
oenka ¢ cuHapomoM Jdayna 6601 661 paBeH 100 %.

Cayuaii 1. Cnenyet 0co00 OTMETUTH TOT CJIyYalid,
Korga aepuBaTHasi xpoMocoma der (14;14) (ql0;
q10) nepBoHauaabHO ObLIa OOHAPYKEHA B KapuO-
TUIe abopTyca 3aMepILiei B TIepBOM TpUMeECTpe Oe-
PEMEHHOCTH, HACTYMUBILE MOc/e TMPOBEACHMS
mukina 9KO. Kapuorumn abopryca — 46, XX, der
(14;14)(q10; q10). Toapko mocie 3TOro NalueHT-
Ke ObLIO MPOBEASHO KaApUOTUITHMPOBaHUE JTUMPO-
LIMTOB M YCTaHOBJIEHO HOCUTEILCTBO TaKOM Ke,
HO cOajlaHCUPOBAHHOW XPOMOCOMHOI aHOMa-
mqun. Kapuorun xeHmumHbl Obl1 45, XX, der
(14;14)(q10;q10) (puc. 1, 6).

B Hammx mccieaoBaHusIX BTOPOU TN cOajaH-
CUPOBaHHBIX TPaHCJIOKALWK (pELMITPOKHBIC WU
TpaHCIOKalM1 OOMeHa) B KapMOTUIaX MallUeHTOB
C PENpONYyKTUBHBIMU TIPOOJeMaMu BCTPETUINCH
MpPaKTUYECKU C TOH XKe 4acTOTOM, YTO U podepTCO-
HOBCKHE TPaHCJIOKALIMU, B COOTHOIIEHUN 6 : 8 y
MalMEHTOB MYKCKOTI'O 1 >K€HCKOTO I1oJj1a (TabJ1. 2).
WX crieKTp OYeHb IIMPOK, W OHU YHUKAJIbHBI.
OnHako U3 YyurcJia YKa3aHHBIX B Ta0J1. 2 XpOMOCOM
HaunOoJiee YacTo BTSIHYTBIMU B TpaHCJIOKALIMK 00-
MEHa OKa3aJIuChb XpoMocoMbl 8 (5 ciyyaeB), 9
(4 cnyyas), 3atem 13 (3 ciyuas), 10 u X. Kak mpa-
BWJIO, TIPUYMHOI 00pallieH!sI B KIIMHUKY BCIIOMO-
raTeJbHbIX PEMpPOAYKTUBHBIX TEXHOJOTUM Talu-
E€HTOB C OOHApyXEHMEM BIIOCJCACTBUM B Kapuo-
TUTIE OIHOTO U3 CYIIPYTOB PELIMITPOKHOI TPaHCIO-
Kaluu ObIIO MepBUYHOe Gecruronue (okoo 92 %)
(puc. 1, 6). Ciiyyan co CITOHTaHHBIMU OepeMeH-
HOCTSIMU OBbLTA PEIKUMU.

Cayuaii 2. Cynipyxeckas 1apa ¢ HeBbIHAILIMBA-
HUEM B aHaMHe3¢e 00paTuiachk ¢ Mpoch0Oii IMpoBe-
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Puc. 1. Kapuotun nmauuenra 46,XY,inv(3)(pl1ql1) (a); kapuoTtun ¢ pobepTCOHOBCKO# TpaHcaokatueii 45, XX, der (14;14)

(q10;q10) (6); KapUOTHUIIBI C peLUITPOKHBIMK TpaHcaoKatmsMu 46, XX t(1;11)(p36; q11.2) (6) u 46, XY,t(7;8)(p21; q11.2)

(2); KapUOTHTI ¢ MapKepHOI XxpoMocomoii 47,XX,+i(15)(p10), nuc ish(D15zx3) [100] (0, e) (mumdouTs! Iepudepudec-
koit kpoBu, GTG-meron okpackut xpomocoM, FISH-ananu3 ¢ mpuiieHTpoMepHBIMU TTPOOaMM )
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Puc. 2. AGeppaHTHBII KAPUOTHUIT MALIMEHTKU B OAHOM KieTKe Ha 30 mpoaHain3upoBaHHbIX MeTadas (JIMMGbOIIUTHI Te-
pudepudeckoii KpoBu, GTG-MeTon OKpacku XpoMOCcoM) (@), MO3aUUHBIil KAPUOTUII C KJIOHOM KJIETOK C TPUCOMMEN 110
X-xpomocome (FISH-ananu3 ¢ mpuiieHTpoMepHbIMU TTpodamu) (6)

JNICHUS WHBA3MBHOM MpPEHATAJIbHOW MPOLIEAYPHI,
MTOCKOJIBKY B KapuoTHIle (heHOTUITUIECKH 3I0PO-
BOTO OTIIa OblJIa YCTAaHOBJIEHA TPaHCJIOKaIUs 00-
MeHa — 46,XY,t(7;8)(p21; q11.2) (puc. 1, ). IToc-
JIe TIPOBEIeHNST MHBA3UBHOM TTPOIIEIypPhl Kapro-
TUI TJIOfa OKa3ajicsd aHaJOTMYHbIM. bepemeH-
HOCTb ObLj1a COXpaHeHa.

B xapuoTurie malmeHToB ¢ PerpOIyKTUBHBIMU
npobjieMaMy MapKepHas XpomMocoma HalJoma-
nach B 4 caydasx, 4yto cocraBmio 0,95 % obiero
yuciaa oociaenoBaHHbIX. 1o 1uTepaTypHbIM daH-
HBIM 3TOT ITOKa3aTeb Koaeoiercs ot 0,8 mo 1,2 %
B 3aBUCUMOCTH OT BBIOOPKM 0OcCJienoBaHHBIX [1].
MapkepHast XxpoMocoMa — 3TO YaCTh KaKO-1100
XPOMOCOMBI, KOTOPYIO HEBO3MOXKHO aHaJIU3UPO-
BaTh TOJILKO OOIIEM3BECTHBIMU MeTOAaMU AU(D-
¢depeHLaIbHON OKPaCKH.

BHenpeHue B IpakKTUKY KIMHUYECKOM LIMTOTe-
HETUKU COBPEMEHHBIX METOIOB MOJIEKYJISIPHO-
nuroreHeTnueckoir auarHoctuku (FISH-meromn)
ITO3BOJISIET TOYHO UAEHTU(UIIMPOBATH TAKOTO PO-
Ila XpOMOCOMHBIN Matepuasi. HaMm Bo Bcex 4yeThbl-
pex cydasix OOHapy>KeHHSI B KApMOTHTIE TTallueH-
Ta MapKepHOI XpOMOCOMBI yAaJOCh YCTAHOBUTD
ee TIPOUCXOXKICHNE. DTO OKa3aIiCh M30XPOMOCO-
mbl i(13)(pl0), i(14)(p10) y MyXuuH C IepBUY-
HBIM OecrutogreM U aBa ciaydast i(15)(p10) y xeH-
IMWH U3 CYTPYXKECKUX TMap C HEBBIHAIIMBAHUEM
B aHaAMHe3e.

Cayuaii 3. ZKeHIlIMHA C YCTAaHOBJIEHHBIM HaMU
kapuotunom 47,XX,i(15)(p10),ish15(D15Z1x3)
(puc.1, 0, e) no sToro B TeueHue 10 yieT Jeumnnach
B pa3nnyHbIX KanHuKax BPT, mpoiiuia HECKOJIbKO
HeyaauHbix nonbiTok DKO. 3abepemeHeTh OHa
CMOTJIa TOJIBKO MOC/Ie TIPOBEISHUS MTPeaUMITIaH-
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TallMOHHOW reHeTuyeckou nuarHoctuku (ITIT),
T. €. CeJIeKIIMM 3MOPUOHOB Ha cTaguu 8§ 0JacTo-
Mep U TIepeHECEHNH B TIOJIOCTh MAaTKU TOJIBKO TEX
SMOPHOHOB, KOTOPBIE HE COIepKald 3Ty MapKep-
HYIO XPOMOCOMY.

Cayuaii 4. Y XeHIINHBI TiepBasi 0epeMeHHOCTh
HACTyIuIa CIIOHTaHHO, OMHAKO OHa IpepBajach
B cpoke 5—7 Hen. ITockonbKy Imocjie 3Toro B ee Ka-
puoTune OblIa oOHapyXeHa MapKepHasl XpOMO-
coma (kapuotun 47,XX,i(15)(p10)), aTo mociy-
SKUJIO TIOKa3aHWeM IS TIPOBEICHUsT MHBa3UBHOM
MpeHaTaIbHOW MWAarHOCTUKU TIPU HACTYIIJICHUM
clenyoouieit 6epemeHHocTr. Ha 3TOT pas Kapuo-
THTI TUTOAA OKa3aJics HOPMaJTbHBIM.

B nuteparype mMeroTcsl TaHHBIE O TOM, 4TO Y
(eHOTUIMYECKH 3M0POBBIX MHIUBUIYYMOB, KOTO-
poie umenu pedenka ¢ MBITP, MAP, zanep:kkoii
ncuxo-motopHoro pazsutus (3IIMP) wiu cnoH-
taHHbIMU abopTamu (CA), BCTpedaeTcsl «CKphI-
Thlil» MUHUMAaJbHBIM Mo3auuu3Mm [1]. B ocHOB-
HOM 3T JaHHBIE KacalOTCsI TTOJIOBBIX XPOMOCOM.
[Tpu 3TOM TIPHCYTCTBME MUHUMAILHOTO T1aTOJIO-
TMYECKOTO KJIOHA MOJATBEPXKAEHO METOIOM WH-
tepdazHoro FISH-ananuza [1], u ero pasmepsnt
K0J1eO/I0TCs B mpenesiax 5—15 % (aBTopbl aHAIM-
supoBain 100 nuHTepha3HbIX Saep).

Cpenu o0caen0BaHHBIX HAMU MALIMEHTOB C pa3-
JIMYHBIMU PENTPOAYKTUBHBIMU TIPOOJIEMaMU TaKKe
MOHO OBIJIO BBIIEJUTH OTHEIBHYIO TPYIITY WH-
MUBUAYYMOB, B KAPUOTHUIIE KOTOPHIX OOBIYHBIMU
IIUTOTCHETUIECKMMHU METOIaMM OOHaPYKMBaJIN
eMMHUIHBIE MeTadasbl, B TIEPBYIO OYepeib, C aHe-
yronausiMu 1mo xpomocomam X u Y. KoianuectBo
TaKUX MAlMEeHTOB B O0IIEH IpyIe o0ciIenoBaH-
HbIX coctaBwiio 19 (4,52 %) (taba. 3).
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IMpumenenue nurepdasznHoro FISH-ananuza ¢
MCIT0JIb30BaHUEM aliboua-cnenuduueckux JHK
mpo6 B 58 % ciydaeB MOATBEPIMIIO MPHUCYTCTBHE
B KapuUOTUIIE JTUMMOLUUTOB MUHUMAJIBHOIO KJIO-
Ha WIM eIUHUYHBIX MeTada3 ¢ aHeyIUIOUAUSIMU
mo xpomocomaM X u Y (puc. 2, 6). Ha puc. 2,
a TIpeICTaBJIeH KapUOTUII, YCTAHOBJIEHHbIM TOJIb-
KO B OJIHO KJIeTKe (00l1iee KOJUYECTBO UCCIEN0-
BaHHBbIX MeTada3 30). [Tpu aToM KonmuyecTBO X-
XPOMOCOM ObIJ10 paBHO 11.

Kak BugHo u3 Tadj1. 3, HEOOBIYHBIN KapHUOTHUIT
CO «CKPBIThIM» MUHUMAJIbHBIM MO3aULIM3MOM, KaK
MPaBUJIO, ACCOLIMUPOBAICS Y MALIMEHTOB C AUar-
HO30M MEPBUYHOE OecTiofne, HeBbIHAIIIMBAHUE
(4acTo ¢ aHOMaJIbHBIM KapuOTUIIOM Yy abopTyca)
100 ¢ HeymauHbIMU nomnbITkamMmu DKO, 4yTo co-
riacyercs ¢ JaHHBIMM JuTepatypbl [4]. XoTs
00BSICHEHME MPUYMH TaKoro ¢peHoMeHa IMoKa He
HalJeHO, HA Halll B3IJIs, IIPU JCYCHUU TTalleH-
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TOB C IpobJjieMaMi PEeNpOayKIMY 3TUMU (haKTa-
MU He clieyeT nmpeHeoperatb. Bo-1epBbIX, TaKOro
poa MO3auIIU3M MOXET ObITh 3HAUUTEJILHO BbI-
paxkeHHBIM B IPYTrMX TKaHSAX (Hampumep, TOHa-
J1ax), BO-BTOPBIX, €CIIM K€ ero paccMaTpuBaTh
KaK HEKYIO0 XpOMOCOMHYIO HeCTaOUJIbHOCTh, BO3-
HUKAIOIIYIO CIIOHTAaHHO B 1—2 KJIeTKaX, TO TaKUX
MMalMeHTOB, BOBMOXKHO, CJIeAyeT OTHECTHU B TPYIIITY
prcKa 1o 00pa30BaHUIO TaMET C aHEYILIOUIHbBIM
KapuotunoM. B manbHeiiem, Ha Halll B3LJISI, 11O
Mepe HaKOIUJICHUSI MOJ00HOro poaa JaHHBIX He-
00X0a1MO BbIpabOTaTh MHAMBUIYAJIbHBIM OIXOT
KaK B JUArHOCTUKE TAKOM IPYyMIIbI ITALIMEHTOB, TAK
U B UX JICYCHUU.

BoiBoapl. Takiim 00pa3oM, TIpU LIUTOTeHETUYEC-
KOM 00CJIeHOBAHUM CYIPYKECKHUX Tap ¢ IMaTojio-
rUuel pernpoayKuuu ObUTU BBISIBJIEHBI XPOMOCOM-
HbI€ aHOMAJIMU B UX KapUOTHUIIaX. DTO 1aeT OCHO-
BaHUE JUIS TIPOBEICHMSI TAKOTO poja o0ceaoBa-

Ta6numa 3

Pesynbrarbl nuToreHeTnyeckoro u muaTepdasHoro FISH-anam3a y nanueHToB ¢ NPUCYTCTBHEM €JHHMYHBIX KJIETOK
¢ abeppaHTHBIMH XPOMOCOMAMH B KAPHOTHIIE

Konuuectso
Kapuorun [MpumevaHue
meTtadas nHTepda3HBIX sIIep
Kenujurot
45,X/50,XXXXXX/46,XX [11/111/198] [0]1/10]/[100] bBecnnonue
47, XXX/48,XXXX/46,XX [31/111/131] [4] /13]1/1493] becruonue
45,X/47,XXX/46,XX [5]1/ 111/ [84] [12] /[8]/1980] becmnonue
47, XXX/46,XX [4] / [29] [4] / [96] MAP y pebenka
47 XXX/55, XXXXXXXXXX  [2]/1[1]1/147] [0]1/10]1/[100] CA, xapuotun 47,XY,+22
X/46,XX [2] / [48] [2] /198] Becrutonue
47, XXX/46,XX [1]1/149] [0] / [100] Abopryc, kapuortun 46,XX, —D,—C,+der(D;D),
der(C)
49, XXXXX/46,XX [11/149] [0] / [100] Ise 35 " B cpoke 12—13 Hen
48, XXXX/46,XX [31/147] [31/197] Ise 3B " B cpoke 6—7 Hen
47, XXX/46,XX [3]/147] [5]1/ [495] Becrutonue, Heynaunbie moneiTku KO
47, XXX/46,XX [11/129] [3]1/197] Becrionue
45,X/46,XX [11/129] [3]1/1397] Boikuasliin Ha 26-it Henene 6epeMeHHOCTH
47, XXX/46,XX [1]/[29] [0] / [100] Becrionue
47, XX,+21/46,XX [11/129] [0] / [100] Aboptyc, kapuotun 47, XXY
Myaxcuunot
47, XYY/46,XY [1]/149] [2]1/198] VY xenbl CA, kapuorun 47,XX,+13
47, XYY/46,XY [2] /149] [0]/[100] becrutonue
47, XXY/46, XY [1]/129] [1]1/199] Becruionue
47, XXX/46,XY [11/129] [0]/[100] becrutonue
48, XXXY/46,XY [2] /[28] [1] /199] VY xensr CA, kapuorun 47,XXY

" 3amepiast 6epeMEHHOCTb.
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HUS BceM oopaTuBIIMMcs B KinHUKY [VF marmen-
TaM C JUarHO30M OecIuioaue, IPUBBIYHOE HEBBIHA-
IIMBaHUE, a TAKXKE CEMbsIM, KOTOpbIE B aHaMHe3¢e
umeroT poxaeHue pedeHka ¢ MBITP/MAP. Xots
YacToTa XPOMOCOMHBIX IEPECTPOEK B KapHUOTH-
nax IalMeHTOB C PENPOAYKTUBHBIMU ITpoOIeMa-
MM HE CTOJIb BBICOKA, HEIOIYCTUMO IIPOBEACHUE
KaKo#-11m0b0 MeIMKaMEHTO3HOI Tepanuu, a TeM
bosiee cTuMysiUM nepen uukiaamMu DKO o 1mo-
JIy4eHUSsT Pe3yJIBTaTOB [IUTOIeHEeTUIEeCKOro oocie-
nmoBaHus. OT HUX BO MHOTOM 3aBMCHUT TaKTHUKa
JIeUeHUsl.

MBI TToJ1araeM, 4TO MalMeHThI C BhISIBJICHHBIMU
YUCJIOBBIMU U CTPYKTYPHBIMU XPOMOCOMHBIMU
aHOMAaJIMSIMM B KApMOTUIIE HYXKIaroTcs B nudde-
PEHLIMPOBAHHOM MOAXOJE IpH JieueHuu. Ecnu y
TaKMX MallMeHTOB OepEMEHHOCTh HACTYIIaeT CITIOH-
TaHHO, €€ TeYEHHE JOJDKHO HaXOIUThCS MO KOH-
TPOJIEM CKPUHUHTOBBIX ITIPOrpaMM, BKJIIOUast Ipe-
HaTaJbHYIO MHBAa3WBHYIO AMAarHocTuky. Ilpu Je-
yeHun Metogamu BPT manueHTOB, B KAapUOTUIIE
KOTOpPBIX OOHapykKeHa cOajlaHCMpOBaHHasI Iepe-
cTpoiika (poOepTCOHOBCKAS/PELIMTIPOKHAST TPAHC-
JIOKalKsl) WM MapKepHasi XpoMocoMa, ONTUMalb-
HBIM SIBJISIETCS] UCTIOJIb30BaHUE JOHOPCKUX FaMeT,
B3STbIX y MPEABAPUTEIBHO IUTONEHETUYECKU 00C-
JIeMOBaHHBIX MHIMBUAYYMOB. B ciyyae oTkasza
MalMeHTOB OT JOHALMM, JJIsSI UCKIIOUYEHMST XpO-
MOCOMHOI MaTOJIOTMHU Y IUIoAa MNpUMEHEHUE
I1T'JI u mpeHaTaJIbHOI MHBA3UBHOI TUarHOCTUKH
SIBJISIETCST 00sI3aTEIbHBIM.

SUMMARY. Results of cytogenetic and molecular-cyto-
genetic inspection of 210 matrimonial pairs with the prob-
lems of reproduction are presented. Different types of chro-
mosomal aberrations have been detected in the karyotypes
of the patients in 46 (10,95%) cases. Such structural chro-
mosomal aberrations as pericentric inversions, Robertso-
nian translocations, balanced reciprocal translocations, and
marker chromosomes as well prevailed the numerical chro-
mosomal aberrations (89,13 % and 10,87 % cases accord-
ingly). In the general group of the inspected patients there
were 19 cases (4,52%) characterized by the low level of X
and Y chromosome mosaicism. The authors suppose that
the patients with the exposed chromosomal abnormalities
need the differentiated approach at their treatment.

PE3IOME. HaBeneHo pe3yabTaTd LUTOTCHETUYHOTO
Ta MOJIEKYJISIPHO-LIUTOTEHETHYHOTO obcTexeHHs: 210 mo-
IPYKHIX Tap i3 mpoGiemamu penpoaykuii. B 46 (10,95 %)
BUIIAJKaxX KapiOTUIHU MALIEHTIB MiCTUJIN Pi3Hi TUITU XPOMO-
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COMHUX nepedynoB. Taki CTpyKTypHi XpOMOCOMHI Tiepedy-
JIOBU, IK MEPULIEHTPUYHI iHBepCii, poOepPTCOHIBCHKI TpaHC-
JloKallii, peuuMnpoKHi 30a1aHCOBaHi TpaHCIOKallii, a TAKOX
MapKepHi XpOMOCOMU TiepeBakalv Hal YMCITOBUMH XPOMO-
comuumu abepauismMu (89,13 u 10,87 % Bumankis Bimmo-
BinmHO). B 3aranbHiii rpymi oOcTexkeHNx MallieHTiB oyao 19
(4,52 %) Bunankis, B KApiOTHUIIi SIKUX BUSIBWIN «I[IPHXOBa-
HUIl» MiHIMQJIBHUI MO3aillM3M, B IIEPIILY YEPTy, 3 XPOMO-
com X Ta Y. [lallieHTH 3 BUSBIIEHUMU XPOMOCOMHUMMU aHO-
MaJIisIMU B KapiOTUITi MatOTh TIOTPeOy B TU(epeHIIilioBaHO-
My IMiIXO/i MPU JIIKYBaHHi.
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