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CTpyKTypa XpOMOCOMHOM NAaTOJOTMH Y NALMEHTOB ¢ 0eciioaueM nepesn
NpHUMEHEHHeM BCIIOMOraTeJIbHbIX PeNPOAyKTHBHBIX TEXHOJIOT Hii.

3a mepuox 2009-2015 rr. B reHeTHdeckoil aboparopun MeaUIIMHCKOTO HEHTpa PENpOAyKIUH YeIOBeKa
«IKOJIA®» mnpoeeHo HUTOreHETHYECKOe obcaenoBanne 2976 MaIHEHTOB B HPOrpaMMax BCIIOMOTa-
TEJIbHBIX PETPOAYKTHBHBIX TEXHOJIOTHH, U3 HUX 1651 — xeHmuna u 1325 — myxuun. IIpencraBienHsie
pe3yIbTaThl BBIABUIIN 3HAYUTENbHBIA BKIa (15,6 %) XpOMOCOMHBIX aHOMAIIUH MPU HAPYLIEHHAX PENPOIYyK-
THUBHOH (DYHKIUH, KOTOPBIC CBUAETENBCTBYIOT 00 aKTyalbHOCTH M IIEJIIECOOOPA3HOCTH LUTOT€HETHYECKOTO
o0cIen0BaHus CYNPYKECKHX Iap B IPOTPaMMe HKCTPAKOPIIOPAILHOTO OIIOLOTBOPEHHSI.

Kniouesvie cnosa: Gecrnnonue, HapyIMIEHHUsT PETIPOLYKTHBHON (DYHKIHH, SKCTPAKOPIIOPATEHOE OILIOOTBOpE-
HHUE, XPOMOCOMHasI NATOJIOTHsI, KapUOTHITMPOBAHUE, IINTOTCHETHIECKoe 00CIIeJOBaHIE, XPOMOCOMHEIE aHO-
MaJHH, XPOMOCOMHBIH OJIUMOP(HH3M.

B nacrosimee BpeMs Oecriogue cuuTaeTcs OJHOW W3 BaKHEHIINX COIMAIBHBIX M METUIIMHCKHUX IpPO-
6nem. Yacrora Gecrognoro O6paka cocraBiser 10—20 % ot oOmiero ymncna cynpykeckux nap (1o JaHHBIM
BO3 3a 2009 r.). B Pecriybnuke Kazaxcran peanpHas CTaTUCTHKA 9aCTOTHI OECIIIIONHOTO Opaka OTCYTCTBY-
eT. [lo pa3Iu4HBIM JaHHBIM, €T0O YacToTa Koyeonercs ot 12 go 15,5 % [1].

HUcnonb3oBanue sxcTpakopropainbHoro omiogotsopenus (9KO) no3ponseT peann3oBats GyHKIUIO J1e-
TOPOXKICHUSI TIPU PA3ITHMUHBIX 3200JICBAHUSAX, KOTOPBIC paHee CUYMTAINCH aDCOMIOTHO OECTIepCIIeKTUBHBIMU B
JIEYECHUH, OHAKO MIPH ATOM BO3HHKAET MOBBILICHHBIH PUCK MEpeJaud FTeHeTHIECKNX HAPYIIEHUH TOTOMCTBY,
B IIEPBYIO OYepeah HAPYIICHUHA PENPOIYKTUBHOMN (QYHKITHH.

I'eneTnueckue mcciaeqoOBaHUS MOCIEAHUX JIET CBHIACTENBCTBYIOT, YTO 3HAYMUTENbHAS YacTb HAPyLICHUH
PerponyKuuK 00ycIOBIIeHa TeHETUIECKUMHU (PaKTOpaMH U, B YACTHOCTH, XPOMOCOMHBIMH aHOMAaIUsIMH [2—4].
XpoMOocOMHasi TAaTOJIOTHSI B TOIMYJISIIIUN COCTaBisieT B cpeaHeM 1 %, a cpeay ManyueHTOB ¢ HapYIICHUSIMH
PENpPOAYKTUBHON (PYHKIUH YAaCTOTa XPOMOCOMHBIX aHOMAaJIMi, IO JaHHBIM Pa3HBIX HCCIeA0BaTeNeH, JOCTH-
raet 20 % [5—8]. B cBs3u ¢ 3TuM GoJIbIIOE 3HAUEHNE NMEET IUTOTeHETHIEeCKOe 00CIIeIOBaHNE MAIUEHTOB C
3a00JI€BaHUSIMH CBS3aHHBIMU C OECIIOMEM, IPUBBIYHBIM HEBBIHAIIMBAHUEM, HATMYHEM B aHAMHE3€ PeOEH-
Ka WJIM IJI0JJa XPOMOCOMHOM MaTOJIOTHH WJIM MHO>KECTBEHHBIX IMOPOKOB Pa3BUTHSI, BPOXKAEHHOM arnasuei u
TUNOIUTa3Me BHYTPEHHUX TOJOBBIX OPraHOB, aMEHOpeeH, 3aAep KKOH MOJIOBOTO Pa3BUTHSA, HAPYIICHUSIMU
CIIEpMaTOreHe3a.

B Acrane MeIHIMHCKHUI [IEHTp perpoayKiuun denoBeka «IKOJIAMMy» okasbiBacT Bech CIEKTpP YCIyT
M0 JWArHOCTHUKE W JICUCHHIO BceX (JOPM MYKCKOTO U KEHCKOrO OecIUIonus COBPEMEHHBIMH METOAaMHU
BCIIOMOTaTENbHBIX PENPOAYKTUBHBIX TeXHOJIOTHH. Hamu mpoBeneH aHalW3 MUTOTEHETHYECKUX HMCCIIEI0Ba-
Hu# 3a nepuon 20092015 rr.

Llenv uccnedoganus: n3ydeHue CTPYKTYpbl XPOMOCOMHOW MATOJIOTHH y MAlKMEHTOB, 00CIEIOBaHHBIX
repe] MpoBeACHUEM IIPOTPaMM BCIIOMOTATEIBHBIX PEMPOAYKTHBHBIX TexHONIOTHH (BPT).

Mamepuanst u Memoowl uccredos8anus

IIpoBeneHo muroreHeTHUeckoe oocienoBanue 2976 manmueHToB B mporpammax BPT, u3 aux 1651 —
JKEHIMHA U 1325 — MyX4uH.

HccnenoBanne MpoBOIMIOCH HA MpenapaTax, MOMyIeHHBIX ITyTeM KyJIbTHBUPOBAHUS JTUMQOILUTOB Tie-
pudepuuecKoll KpOBU B YCIOBHSX in Vitro. [Ipy KyTbTUBUPOBAHUN UCIIOJIB30BAIACH CTAHAAPTHAS METOIUKA
C MPUMEHEHHEM KYyJbTypalibHOM cpeasl RPMI 1 sMOproHanbHON Tens4bell CHIBOPOTKH, B KAYECTBE CTUMY-
JSTOpa POCTa KIIETOK JT00aBIsuics (puTOreMarmoTHHUH. KylnbTHBHpOBaHHBIE KIETKH 0OpadaThIBald TUIIO-
ToHnyeckuM pactBopoM (0,56 % KCl), a 3aTem ¢pukcupoBaiu B MeTaHonykcycHoi cmecu (3:1). g nudde-
PEHITNAIBFHOTO OKPAITUBAHUS XPOMOCOM HCITONb30Banach Meroanka GTG-banding ¢ o6paboTkoil mpemnapa-
TOB TPUIICUHOM [9].
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CTpyKTypa XpOMOCOMHOI NaTosoru ...

AHamm3 XpoOMOCOM TPOBOJWIICS Ha KJIETKaX B CTaJuu Meradasbl, ¢ OMOIIBI0 Mukpockorna Olympus
BX61, ocnaménHoro uuppoBoii KamMepoil M MPOTPaMMON aBTOMATHYECKOTO KapHOTHITUPOBAHUS
Cytovision 3.9. [Ipu mpoBeaeHIN KapHOTUITHPOBAHUS PYKOBOACTBOBAIHCH IMPAaBUIIAMHU, PEKOMECHIOBAHHBIMHU
JUTS ATOTEHETUYECKUX UCCIIEAOBAaHUH B YUPSKICHUIX MEIUKO-TEHETHISCKOH ¢y 0bI [10].

Peszynomamer uccredosanus u oo6cysxcoenue

HuTorenernyeckne HaxoIku cocTaBuiu 15,6 % (462 ciydas) oT oOIIEro KOJMYecTBa 00CIeJOBaHUMA
(puc. 1), 12,3 % na xpomocomHbIil monmumopdusm u 3,3 % Ha WHBIE XPOMOCOMHBIE aHOMAIIUH, YTO COTJIACY-
€TCsl ¢ JAaHHBIMU JIUTEpaTypsl [5—7].
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Pucynoxk 1. Ilutorenernyeckue Haxoaku 2009-2015 rr. (n=2976)

O6H.[a§[ CTPYKTYpPa BbBIABJIICHHBIX XPOMOCOMHBIX aHOMaIui MNpeaACTaBJICHA HA PUCYHKE 2.
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Pucynok 2. CTpykTypa XpOMOCOMHBIX aHOMAJTHHA
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P aCHIpCACIICHUC IUTOTCHECTUYCCKUX HAXOJ0K Y MY’KUMH U KCHIIUWH MPEACTABJICHO B Ta6J'II/IL[C 1.

IMuToreHeTuvyeckue HaxoaKku (n=462)

Tabnuma 1

XpoMOCOMHBIE AHOMAJIUU

JKeHImuHEI

Myx4uHbBI

PCHI/IHPOKHLIC TpaHCJIOKAllUU MEKAY ayTO-
coMaMu

46, XX, t (8; 15)
46, XX, t (10; 12)
46, XX, t (6; 7)
46, XX, t (4; 7)
46, XX, t (3; 11)
46, XX, t (6; 14)

46, XY, t (2; 15)

46, XY, t( 10; 12) (2 ciyuas)
46, XY, t (12; 14)

46, XY, t (8; 11)

46, XY, t (11; 12)

PerunpoxHblie TpaHCIOKAIIH MEXIY TOJI0-
BOM XpOMOCOMOM M ayTOCOMOM

46, X, t (X; 5)

46, XY, t (Y; 8)
46, Y, t(X;22)

HepI/IIIeHTpI/I‘-IeCKaﬂ HMHBEPCHUA XPOMOCOMBI 9

46, XX, inv (9) (22 ciryyas)

46, XY, inv (9) (16 cyuaes)

PobepTcoHOBCKHE TPAHCIOKALIUH

45, XX, der (13; 14) (2 cmygast)
45, XX, der (14; 15) (2 cmygast)
45, XX, der (14; 21)
45, XX, der (14; 22)

45, XY, der (13; 14) (2 ciy4ast)
45, XY, der (14; 22)

WuBepcun 46, XX, inv(7) (3 cirygast) 46, XY, inv (7) (2 cmygas)

46, XX, dup (6) (3 ciryuas) 46, XY, dup (6) (2 cyqas)
Aymmkatsu 46, XX, dup (9) (6 ciryuaes) 46, XY, dup (9) (6 cnyuaes)
Jenenun 46, XY, del (15)

®DparmiibHbIe XPOMOCOMBI

46, XY, fra (12)

CBepX4HCICHHBIE MapKEPHBIE XPOMOCOMBI

46, XY, +mar

YucmoBble aHOMAJIUH ITOJIOBBIX XpoMocoM

45, X/46, XX (2 ciryyas)
45, X/47, XXX/48, XXXX/46, XX

47, XXY (12 cmygaes)
47, XYY (3 caydast)

CprKTypHLIe AHOMAJINU IMOJIOBBIX XpOMO-
COM

46, X, del (X)

46, X, inv (Y)

WuBepcus nona

46, XX (3 ciyqas)

CprKTypa XPOMOCOMHBIX aHOMAaJIUH B HAIIIMX HCCJIICAOBAHUAX IPC/ICTABJICHA B Ta6J'II/II_IC 2.

Tabnuma 2

CTpyKTypa XpOMOCOMHBIX aHOMAJHii (n=462)

JKeHImmHBI My>X4uHBI Bcero
XpoMOCOMHBIE aHOMATIH (n=216) (n=246) (n=462)
abc.4. % abc.u. % abc.4. %
CoanancupoBaHHbIe CTPYKTYPHbIe Me-
pecTpoiiku
- PELUIIPOKHBIE TPAHCIOKALUU MEXKIY ay- 6 2,7 6 2,43 12 2,59
TOCOMaMH
- PELIUIIPOKHBIE TPAHCIOKALUU MEXKAY 1O0- 1 0,46 2 0,81 3 0,64
JIOBOM XpOMOCOMOM U ayTOCOMOM
- poOEpPTCOHOBCKHE TPAHCIOKAIIMH 6 2,7 3 1,21 9 1,94
- HHBEPCUU 3 1,39 2 0,81 5 1,08
- IEPUIIEHTPHYECKAsl HHBEPCHSI XPOMOCOMBI 9 22 10,18 16 6,5 38 8,32
Hec0anancupoBaHHBbIC XPOMOCOMHBIE
aHOMAJTHH
- TyTUIMKALUH 9 4,16 8 3,25 17 3,68
- Aenenun 1 0,4 1 0,2
- CBEpXUYHCIICHHBIE MAPKEPHBIE XPOMOCOMBI 1 0,4 1 0,2
DparnjbHble XpOMOCOMBI 1 0,4 1 0,2
YucsioBbie aHOMAJTUH MOJOBBIX XPOMO- 3 1,39 15 6,1 18 3,9
coM
CTpyKTypHBIE aHOMAJIMH MOJOBBIX XPO- 1 0,46 1 0,4 2 0,43
MOCOM
HNuBepcus moja 3 1,2 3 0.65
XpoMocOMHBII MoJIuMOpU3M 165 76,4 187 76 364 78,8
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CTpyKTypa XpOMOCOMHOI NaTosoru ...

CornacHo OaHHBIM JUTEPATYPHl, 4acTOTa HOCHTENEH cOalaHCHPOBAHHBIX CTPYKTYPHBIX MEPECTPOEK
XPOMOCOM 3HAUMTENbHA U cocTaBisieT B cpennem 1:400-500 B monymsiuuu [4, 9, 11, 12].

B Hammx uccnenoBaHusx cOalaHCUPOBaHHBIE CTPYKTYpHBIE TIEPECTPONKHM OBLTH BBISBJICHHI y 68 mamu-
€HTOB U MPEJICTABICHBI PEIUIPOKHBIMHU TPAHCIOKAUAMH (2,59 %), TpaHCIOKAIUSIMHI MEXIy ayTOCOMaMU U
monoBeIMU xpomocomamu (0,64 %), poGeprconoBckuMu Tpanciaokamuamu (1,94 %), a Takke WHBEPCHAMHU
xpomocoMm 7,9u Y (1,08 %, 8,32 % u 0,4 % COOTBETCTBEHHO).

Haubonee yacro (y 38 mamueHTOB) BCTpeudaslach MEpULCHTPHUYECKass WHBEPCUsT 9- XpoMOcoMEI 460,
XX/46, XY, inv (9) (puc.2, Tabn.2). [lanHas aHOMaius, 10 HAIIUM JaHHEIM, cocTaBuia 8,32 % u cornacyer-
csl ¢ JaHHBIMU JApYrux aBTopoB [12, 13]. Dta pacnpocTpaHeHHasi CTPYKTypHas cOaJaHCUPOBAHHAS XPOMO-
coMHas abeppanus cuuTaercsl napadu3noJOrHYecCKM BapHaHTOM HOPMAaJbHOTO KapHOTHIIA, KOTOPBIA He
MPUBOJUT K KAKUM-TTHOO ()CHOTUITHUECKUM TMPOsiBICHUSM. OJJHAKO CYIIECTBYET MHOTO COOOIIEHUH OTHOCH-
TEJIHHO HOCUTENEH MEPUIIEHTPUIECKON HHBEPCHH 9-i1 XpOMOCOMBI, Y KOTOPBIX BBISBISIIOTCS Pa3NYHBIE Ha-
pyLIeHus penpoayKTHBHON QyHKIKK. K HUM OTHOCST MOBTOPSIONIMECS BBIKHIIBIIIN B aHAMHE3€E, 3aMepIITie
OepemeHHOCTH, poxaeHus aerell ¢ MBIIP, Gecrinoaue, MHOTOKpaTHBIC HeyaauHbie onbITku DKO [12].

COanancupoBaHHbIE XPOMOCOMHBIE TEPECTPONKH (TPAHCIOKAIMUA U MHBEPCUHU) CPEAN MY>KUHH M JKEH-
LIMH BCTPEYAJIHCh ¢ MPUMEPHO OAMHAKOBOM yacToTol (2,2 % u 2,3 % cooTBeTcTBeHHO). OHAaKO podepTco-
HOBCKHE TPaHCJIOKALMH Y >KEHIIWH BBISBJUINCEH B 2 pa3a yalie, 4eM y MyXuuH. Bo Bcex cinydasx pobGeprco-
HOBCKHX TpaHCJIOKAaIMii B 00pa30BaHUM JIEPUBATOB ydacTBOBalla XpoMocoma 14, 4To Koppemupyer ¢ JaH-
HBIMU JIPYTUX UcciemoBaTenei [12].

Takum 00pa3zom, cOalaHCUPOBAHHBIE CTPYKTYpPHBIE TIEPECTPONKHM B HAIIMX HCCIEIOBAHMIX COCTABUIH
2,25 %, 4TO 3HAYUTEIHHO MPEBBIIIACT OOUICTIONYISIHOHHYIO YaCTOTYy M COTJIacyeTcs C JAaHHBIMH APYTHX
uccienosareneut [11,12].

HecbanancupoBanHble XpOMOCOMHBIE aHOMAJIMU B MccileqyeMol rpymme (n =2976) npeacraBieHsbl Ay-
mkanusamMu 6 u 9 xpomocom (17 ciyuaeB), aeneuusimu 15 u X-xpomocom, ¢pparuibHoi 12 U cBepXUynCIieH-
HOM MapKepHO# XxpomocoMamu (1o 1 ciiydaro), a Takke B 5 ciydasx ObUT BbISBJIICH 100aBOYHBIN Ie€HETHYEC-
CKHMI MaTepraj HEM3BECTHOTO MPOMCXOXKICHUS Ha XpoMocomax 15, 21, 22. HecbamarncupoBaHHBIE XPOMO-
COMHBIE TepecTporKH B JaHHOH BhIOOpKe coctaBumu 0,7 %. Ilo nurepaTypHBIM JaHHBIM, 3TOT TIOKa3aTelb
kojaebercs ot 0,8 mo 1,2 % [3; 8].

AHOMaJIMU TIOJNIOBBIX XPOMOCOM Y >KEHIIWH MPEACTaBICHbl MO3aUYHBIMU BapuaHTamu cuHiapoma Llle-
pemeBckoro-Tepuepa (45, X/46, XX) (4 cny4as) u cTpykrypHOH aHOManmeil X-xpomocombl — 46, X,
del(X) u cocraBumu 0,3 %.

OOBIYHO XPOMOCOMHBIN MO3AaHIIN3M BBISBIISIETCS CIIy4ailHO, KaK IIUTOTeHeTHYecKas Haxoaka. Kak mpa-
BHJIO, KIIMHUYECKAast KapTHHA TIPU MO3aWIIU3Me BBIpaXeHa HE TaK SPKO, KaK y JIMIL C TMONHOH (opmoii Oones-
Hu. CTerneHp KIMHUYECKOTO TPOSIBICHUS 3aBUCUT OT KOJIMYECTBA M BEIUYMHBI MPUCYTCTBYIOIINX KIOHOB
KJIeTOK. UeM MeHbIIle B OpraHu3Me aHOMAaJIbHBIX KIETOK 10 OTHOIIEHHIO K HOpMaJIbHBIM, TeM ciabee mposiB-
JIeHHsl. DTUM MOKHO OOBSICHUTH cTepThie (JOPMBI JaHHBIX 3a00eBanuii. [1aleHTsl ¢ MO3anYHBIM KapHOTH-
oM (PECHOTHUITUYECKH HOPMAaJIbHBI, aHOMAJIMH TIOJIOBOTO Pa3BUTHS HET, PENPOAYKTHBHAS (PYHKIHA HE HApY-
1IeHa, 1/3 U3 HUX UMEIOT 340POBBIX eTeid. OTHAKO YacTo y MAHEHTOB ¢ MUHUMAIBHBIM (CKPBITHIM) MO3au-
[IM3MOM AMAarHOCTUPYETCS TEPBUYHOE OecIiofue, HEBhIHAIINBAHUE (YaCTO C AaHOMAJIbHBIM KapHOTHIIOM Yy
aboprtyca), Heynauasie monbITku DKO. DT maHHbIe COTTIACYIOTCS C JaHHBIMU JIUTEpaTyps [ 14—16].

Y My>XYHMH YHCIIOBBIE aHOMAJIHH MOJIOBBIX XPOMOCOM IPEACTABICHB MO3aMYHBIMU M TIOJHBIMH BapH-
antamu cunapoma Knaitndensrepa u qucomun Y-xpomocomsl (12 1 3 cirydast COOTBETCTBEHHO).

Cungpom Knaitadensrepa, BcTpedasich B My»KCKol momyisiuu ¢ gactotoi 0,2 %, sBisierca Hanbosee yac-
ToH (OpMOH MYKCKOTO THIIOrOHagM3Ma, OOYCIOBICHHOTO HApYIICHHEM 4YHCIA IOJIOBBIX XpOMOcoM [7].
B uccnenyemoii rpynmne cuaapom KnaiiHdenbrepa BcTpeyalicsi HOYTH B MAThH pa3 yaile, 4eM B o0Iei nomy-
sy U coctaBui 0,9 %.

CuHIpOM ITHCOMHUHU Y-XPOMOCOMEI B TOMYJIIITMM BCTpedaeTcs ¢ dactorod 1 cmydair Ha 1000 myx-
gmH (0,1 %). OOBIYHO MY>KYHHBI C TUCOMHUEH Y-XpOMOCOMBI (PepTHIIEHBI, HO M3-3a TPUCYTCTBUS JTOTIOTHH-
TEIBHOMN MOJIOBOM XpOMOCOMBI MOBBILIAETCS PUCK BO3HUKHOBEHHUS B CIIEPMATO30M1aX aHEYIUIOUANH IO IO0-
J0BBIM XpoMmocoMaM [7, 17, 18]. Cpenan My>XuuH HccaeI0BaHHON TPYIIIBI CHHAPOM JAUCOMHH Y -XPOMOCOMBI
coctaBuia 0,23 %.

Takum 00pa3oM, 4acTOTa YMCIOBBIX aHOMAJHK MOJOBBIX XPOMOCOM Yy MY>X4HMH cocTaBuia 1,1 %, aro
HE TIPOTUBOPEYHT JAaHHBIM IPYTHX HCcaemaoBarenei [5, 6, 15, 19].
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B 3 cnydasx y manueHTOB IpH MYKCKOM (PEHOTHIIE UMENT MECTO KeHCKUH kapuotumn 46, XX, 4To cocra-
Bwio 0,1 % u cornacyetcs ¢ nmuTepaTypHbIMHU JaHHBIMU [17, 19, 20]. B o0uielt nomynsnun nHBEpCHUs moya —
cunapoMm ne s lanenns Bcrpedaercss ¢ wactoroil 1 Ha 20000 My»4MH M XapaKTepU3yeTCs HapylIEHUEM
Pa3BUTHS IOJIOBBIX OPIaHOB U OTCYTCTBUEM CIIEpMAaTOTEHE3a.

XPOMOCOMHBIH MOIMMOPHHU3M XapaKTEPU3YETCsl YBEIMUCHUEM IeTePOXPOMATHHOBBIX paiioHoB 1, 9, 16 u
Y-XpoMOCOM, a TaKKe CITyTHUKOB U CITyTHUYHBIX HUTEHW aKpOLIEHTpUYECKHUX XpoMocoM 13, 14, 15,21 u 22.

Cuwuraercs [13, 21, 22], 4To yBeTHMUEHHbBIE TeTEPOXPOMATHYECKHE YUACTKH, ABIISISICH OoJiee TAKEIbIMHU,
HapyLIAoT MPOLECC PACXOXKICHUS XPOMOCOM BO BpeMs JeJICHUs KJIETKH, YTO IPUBOJAUT K 00pa30BaHUIO He-
cOaylaHCHpOBaHHBIX TaMmeT. Tarke ycTtaHoBieHO [23, 24], 4To OCOOCHHOCTH CTPOEHHUS TeTEpPOXpOMaTHHA
MOTYT OKa3bIBaTh CYIIECTBEHHOE BIUSHHE Ha (YHKIUOHHUPOBAHUE 'CHOB, PACMOIOKEHHBIX paaoM. Kimunu-
YECKH 3TO MOXKET HPOSIBIATHCS XPOMOCOMHBIMU OOJIE3HAMH Y TOTOMCTBA, OECIUIOIUEM, IPUBBIYHBIM HEBBI-
HaIllUBaHUEM, 3aMEPLIMMU OEpPEMEHHOCTSAMH, MHOIOKPATHBIMU HeyJauHbIMU nonbiTkamMu DKO.

XpoMocoMHBIH momuMopdu3M siBHIICS HamOosee yactoi (364 ciydas) MUTOrEHETHYECKON HAaXOJKOW B
HAIllUX UCCIICAOBAaHMAX U B CTPYKTYpE [IUTOTEHETHUECKUX HaXol0K cocTaBria 78,8 %. Ciaemyer OTMETUTD, UTO
B HCCIIEIyeMOM IpyIITie XpOMOCOMHBIHM MOMMMOPQH3M BCTpeUalcs Yalie y My»X49uH, 4eM y xeHmuH (14,1 % u
10 % cooTtBeTcTBeHHO) M cocTaBui 12,2 %, 4TO HE MPOTUBOPEUUT MEKAYHAPOAHBIM JaHHBM [ 13, 25].

Tax, yBenuueHre reTepoXpoMaTHHOBBIX YYaCTKOB ayTocoM 1, 9 u 16, CIyTHUKOB M CIIyTHUYHBIX HUTEH
AKPOLIEHTPUYIECKIX XpOMOCOM BeTpeyanioch B 10,1 %.

V 40 MyX49iH OTMEUYEHO 3HAYUTEIFHOE YBEIIMUEHUE JIIMHHOTO Tieda Y -xpomMocoMsl (46, X, Ygh+) u B
23 ciaydasix yMEHBIICHHE [UTMHHOTO Tuieda Y-xpomocomsl (46, X, Ygh-). Takum obOpazom, y 4,7 % obcnemno-
BaHHBIX MYXXYMH OOHApy>KEHO M3MEHEHHE T'eTepPOXPOMATHHOBBIX PaifoHOB Y-XpOMOCOMBI, 3TH AaHHBIE T1e-
PEKIIMKAIOTCS C TAaHHBIMU JINTEepaTypsl [ 19, 24].

[IpencraBiaeHHble pe3yabTaThl HATIAJHO MOKAa3bIBAIOT 3HAYMTENBHBIA BKIag (15,6 %) XpoMOCOMHBIX
anomanuii (y myxuut 18,5 %, y xenuius 13 %) npu HapyIeHHUsIX penpOAyKTUBHOHN (yHKIIHU.

Taxum 00pa3oM, IOITy4EeHHbIE HAMU JJAHHBIE CBUAETENILCTBYIOT 00 aKTYaJIbHOCTH U 11€J€CO00pa3HOCTH
LHUTOI€HETUYECKOTO0 00cienoBaHus cynpyxkeckux nap B nporpamme OKO. YcraHOBIEHHE I'€HETHYECKHX
MIPUYUH NATOJIOTMYECKUX COCTOSHUN 3HAYMTENBbHO MEHSET TaKTUKY BEACHHSA WM NPHUHLMIIBI TEPANTUU TaKUX
MalICHTOB, CO3AaET YCIIOBUSA MOBLIMICHHUS () PEKTUBHOCTH JieueHus Oecturoamst merogamu BPT.
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N.I" Kuwm, C.T. O6imynnuna, T.H.Kum

KocaJakbl penpoayKTHBTI TEXHOJIOTUsJIAP KOJIAHAP AJAbIHAA Oe/ley liK AaHBIKTAJIFaH
HAyKacTapaa XpoMOCOM/IBIK aybITKY KYPbLJIbIMbI

2009-2015 k. apamerrsiEga  «IOKOJIAVI®» AnaM  KalbINTacTblpy MEIHLMHANEIK OPTAIBEFbIHBIH
TeHETHKAJIBIK J1Aa00paTOPHACH KOCAIKB PEMPORYKTHUBTI TEXHOJIOTHsUIAp OarnapiiaMachl ascelHma 2976
aJlaMFa IIHTOTCHETHKAJIBIK 3epTTEy *kKacaabl, OHbIH 1651-1 — olien amammap, 1325-1 — epnep. Kepcerinren
HOTIDKE OOMBIHINIA PENPOMYKTHBTI (DYHKIMSHBIH OY3bUIYBIHAH XPOMOCOMAJIBIK aHOMAIMSIHBIH eJeyll yieci
(15,5 %) ambIKTanmel. By e3 KeseriHze 3KCTpaKOPIOPaNbAbl YPHIKTAHABIPY OaraapiaMachl Ke3iHIe eplri-
3aiibINTHUIAP/IbIH IUTOTCHETUKAIIBIK 3ePTTCYICH OTYIIH ©3CKTUIINH XKOHE OPBIH/BI eKCHAITH KyaJlaH bIpabl.

1.G.Kim, S.T.Abimuldina, T.N.Kim

The structure of chromosomal aberrations at patients with infertility before assisted
reproductive technologies

During the period 2009-2015 in the genetic laboratory of human reproduction medical center « ECOLIFE»
performed cytogenetic examination in 2976 patients in ART programs, including 1651 — woman, and 1325
— men. The presented results revealed a significant contribution (15,6 %) of chromosomal abnormalities in
the reproductive disorders features that demonstrate the relevance and usefulness of cytogenetic survey of
couples undergoing IVF.
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