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MeTonom aByx- 1 TpéxuBeTHol FISH npoBeeHa ougHka 4acToTbl aHeymionamm no xpomocomam 13, 18, 21, X n Y B cnepmarto3so-
naax y Myx4vH ¢ acteHoTepaTo3oocnepMueit (AT) n onuroacteHoTepaTto3oocnepmMumein pasnuuHoit TskecTn (OAT I—IIl). Y 6onbLumnH-
cTBa 06CNen0BaHHbIX MYXUYMH HANpPaBUTENbHLIMU AYarHo3aMu SBAsaMck 6ecnnoame nam NpMBbIYHOE HEBbIHALLMBAHVE HEPEMEHHO-
CTW Yy CYNPYrit; B HEKOTOPbIX Cy4Yasix B aHaMHe3e OblsI0 0TMEYEHO HanMyMe XPOMOCOMHO naTonorum y améproHa/nnoga. Hawwm pe-
3ynbTaTbl CBUAETENBCTBYIOT O TOM, YTO MOBbILLEHHAs 4aCTOTa MENOTMYECKOrO HEPACXOXAEHNS XPOMOCOM MOXET COMPOBOXAATHCH
YMEPEHHON Unun TIXENOM GOPMON 0NIMroacTEHOTEPATO300CNEPMUM Y MYXUUH C HAPYLLUEHMEM PENPOAYKTUBHON dyHKUMK. B cpen-
Hem cpean naumenToB ¢ OAT |—Ill yacToTa BCTpe4aeMoCTh CnepmMaTo30Ma0B ¢ AMcomumelt no xpomocomam 13, 18, 21, n ¢ XX, XY num
YY pucommeir pocturaet 0,28, 0,13, 0,59, 0,1, 0,64 n 0,16% cooTBETCTBEHHO.

KnioyeBble cnoBa: HepacxoXxaeHWe XpOMOCOM, aHeynonamns raMeT, HapyLLIEeHNs crnepMaToreHesa

BBenenne

B xozne cnepmaroreHesa y 4ejoBeKka €CTECTBEHHbIM 00-
pazoM Mpoucxoaut hopMUPOBaHUE YMCIOBBIX U CTPYKTYP-
HBIX XpOMOCOMHBIX aHoMmasuii (XA). B cBoeit pabore ¢ uc-
nonb3oBanreM Metoga FISH M. Guttenbach ¢ coaBropamu
roKasajau, 4TO Yy 300POBbIX (DEePTWIbHBIX MYXYUH MOTYT
ObITH OOHAPYXKEHbI TAMETHI C XPOMOCOMHBIM IUCOaTaHCOM
[16]. TTo onenke C. Templado ¢ coaBropamu, y 3M0POBBIX
(bepTUIIBHBIX MYXYMH B CPEIHEM 4YacToTa BCTPEUAEeMOCTH
CIIEPMATO30UI0B C AHEYMJIOUJIUEl MO0 XPOMOCOMaM BCErO
psiia B COBOKYIHOCTU cocTapnsieT 4,5% [31].

YacroTa BCTpeyaeMOCTM TaMeT C aHeyIJIouAueil o
ayTocoMaM M TOHOcoMaM MoxeT BapbupoBath oT 0,03 10
0,75% y 310pOBBIX (PEPTUILHBIX MYXYMH C HOPMO300CIIEP-
mueii [2]. Hanbosee BhICOKME 3HAUEHMSI YacTOT BCTpevae-
MOCTHU 3peJIbIX MY>KCKMX I0J10BbIX KieTok (I1K) ¢ aneymio-
HUIMei XapaKTepHBI IS AMCOMMM 110 Xpomocome 21 [28] u
IUISl BApMAHTOB JMCOMMM IO TIOJIOBBIM XpomMocoMam [29,
30]. IMpexne Bcero, 3To CBSI3AHO C OCOOEHHOCTSIMU CTPYKTY-
DBl XPOMOCOM U HAJIMYUEM TMPeapacioNoXeHHOCTH K Meiio-
TUYECKOMY HEPACXOXKICHUIO aKPOLEHTPUISCKUX XPOMOCOM
u3 rpynn D, G 1 noyioBbIX X- U Y-XpOMOCOM.

Y MyXUMH Mpu NMaTo300CNEePMUU B XOJIe criepMaToreHe-
32 MOTYT HaOJII0AATLCS AHOMAJIMKM MEMOTUYECKOTO JeTeHUs
MK, nuuToknHe3a u aHaha3HOTO PACXOXKICHUS XPOMOCOM B
I u Il meito3e. B paHHMX paboTtax 1Mo MccaeI0BaHUIO 3aKO-
HOMEPHOCTEl cliepMaToreHes3a y yejaoBeKa U y HeKOTOPbIX
BUIOB MJIEKOMUTAIONIUX ObLIO OTMEYEHO, YTO aHOMAaJTbHOE
TeueHne MeroTndeckoro neneHus 1K aBnsgercs omHoit u3
MPUYMH IPyObIX HAPYIIEHMI B Pa3BUTHM FaMeT U TPUUMHON
(opmupoBaHusl criepMaTo30MAOB C aTUMUYHON MOpdoo-
rueii [3]. K HacTosieMy MOMEHTY HaiIeHbl ITOATBEPXKIE-
HMSI TIPEATIONOXEHMS, UTO B Psifie CIy4aeB pa3BUTHE OJIUTO-

300CTEePMUU Y MALMEHTOB ¢ OeCIUIoNeM 00YCIOBIEHO aHO-
MaJIUSIMM MEHOTUYECKOI peKOMOMHALIMU, KOTOPhIE COIPO-
BOXIAIOTCST TPU3HAKAMK YaCTUYHOTO OJI0Ka CriepMaToreHe-
3a Ha ctafgusix npodassl I Meiio3a 1 MOBBILLIEHHOI YacTOTOM
MEMOTUYECKOI0 HepacXoXaeHust xpomocom [25].

Cpeny My>XXY1H ¢ HapyllIeHUsSIMU CIIepMaToreHes3a, Tepa-
TO300CTIEpMUEH, OJIMTO300CIIEPMUEIi B COYETAHHON WIN
M30JMPOBAHHBIX (hOpPMaxX YacTOTa BCTPEYAEMOCTH CIiepMa-
TO30MIOB C AHEYIIOMAUEN MOXET 3HAUMTENbHO MPEBOCXO-
JIUTh YaCTOTY BCTPEUAEMOCTH CIIEPMATO30MIOB C aHEYILION -
JIMel B TPYIINe 3M0POBBIX (hePTUIBHBIX MY>KYMH ¢ HOPMO30-
ocriepmueii [27]. B coBpeMeHHBIX paboTax ITOKa3aHO, YTO
MPU HEKOTOPBIX (hopMax MaTo300CMePMUM YACTOTA BCTpeE-
YaeMOCTH CIIEPMATO30MIOB C AUCOMMEN WU C JUILIOMI-
HBIM XPOMOCOMHBIM Hab0OpOM MOXET mocTurath 1,5—62%,
YTO TIPEIOTPEeIsIeT BHICOKMII PUCK 110 HEBBIHAIIMBAHUIO
0epeMEHHOCTH WM DPOXIEHUIO pEeOEHKA ¢ XPOMOCOMHOM
naroJjorueii [18].

Lleavto Hacmoswed pabomsl cTaja OLIEHKAa 4YacTOT
BCTPEUAeMOCTH CIIEPMATO30UA0B C AUTUIOUIHBIM XpPOMO-
COMHBIM Ha0OpPOM M C aHEYIUIOUAMEN Mo XpoMocomaM 13,
18,21, X 1 Y y MyX4HuH C pa3Iu4HBIMU (hOpMaMU MaTO30-
OCITepMUU.

Martepuaibl 1 METOIbI
Buvibopka nayuenmos

MyX4uHBI, MPOXOASIIINe KIMHUKO-JIabopaTOpHOE 00-
CJIeI0BAHUE C LIEJbIO MIAHUPOBAHUSI IETOPOKIEHUS WU 110
MoBojy Oecrutonusl B Opake, COCTaBUIM TPYIIbI oOcaenye-
MBIX, BCEro 55 mauueHTOB B Bo3pacte oT 25 mo 54 jer (B
cpenHeM 36%7 ner). CorjlacHO MPUHITOMY IPOTOKOIY 00-
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CJIeIOBaHUSI MYXUYMH C HapylleHUeM pPernpoayKTUBHOMI
(yHkuMM, TpoBOAMIM criepMuosiorndeckuit ananus (CA) u
aHanu3 kapuotuna [4]. Y Bcex MyXYMH YCTaHOBJIEH HOp-
MaJIbHBINA MYXCKOW KapuoTuil 46,XY, B OMHOM CJIydae BbI-
SIBJICHO HAJIMYKMe WHAYLMPOBAHHBIX MOHU3UPYIOIINM H3ITy-
yeHueM XA (taon. 1).

CornacHo 3akimoueHuio mo CA, maiueHTbl pa3neieHbl
Ha 2 TPYIIIbL:

® |-s rpymmna — MYyXYUHBI (27 4e1.) ¢ OJIMT0acTeHOTEpa-
TO300CTIEpMUEN pa3TUYHON TsKecTH (C JETKoil (hopMoit —
OAT I, c ymepenHoii ¢popmoii — OAT 11, u ¢ Tsxénoii dop-
Moit — OAT III);

® - Tpymma — MYyXYUHBI (28 4es.) ¢ acTeHOTepaTo30-
ocniepmueit (AT).

BbIOOp MalMeHToB ISl UCCIeI0BAHMUSI TPOUCXOIWIT CITy-
YaiiHbIM 00Pa30M, B CBSI3M C UeM 2 IPYIIIbI COCTABUIN MYX-

YUHBI ¢ HaMOOoJiee YacTO BCTPEYAIOIIMMUCS COYETAHHBIMU
dopmamu marozoocnepmun, ¢ AT u OAT. BripaxkeHHBIX
(opm Tepatozoocrnepmur ¢ mpeodiagaHUeM OTHOTO TUIa
aHomanuit Mmopdosoruu MK nau ¢ MoHOMOpdHOIT aTunuei
HU B OIHOM CJIy4yae BbISIBJIEHO HE ObLIO.

M3 obOpaTuBIIMXCA MYXYMH C OTATOLIEHHBIM aKyllep-
CKUM aHaMHE30M Yy CyNpyru, co ciiyyasmu XA y aMOpHOHa,
710712 WJIKX HOBOPOXKIEHHOTO YCJOBHO BblAEIeHA 3-51 rpymmna
00cneoBaHHBIX (8 yes.), JaHHbIe aHaMHE3a TPeCTaBICeHbI
B Taba. 1. ¥V 53 mauuMeHTOB HampaBUTEIbHBIM AMArHO30M
obuto ITHB y cyrnipyru HesicHOM 3TUOJIOrMHY, IEPBUYHOE WU
propuuHoe Oecronue (b-1, B-II). ¥ nByx mauueHTOB B
aHaMHe3e MX XEH OTMEYEH €JIMHCTBEHHbIN clyyail CIOH-
TaHHOTO abopTa Ha paHHUX CPOKaxX OEPEeMEHHOCTH. Y 1IeCTH
MalKXeHTOB U3 2-i TPYNIbl B aHAMHE3e OTMEeUeHbl Heymad-
Hble nonbiTku OKO/MKCH.

Tabnmua 1
YacTtoTa BCTpe4YaeMoCcT CnepmMaTo3ongoB ¢ aucommen no xpomocomam 13, 18, 21, Xn Y (%)
Y MYX4YUH 13 3-1 rpynnebl
Ne HanpasutensHbin gparHo3 JaHHble penpoayKTUBHOIO aHamMHe3a YactoTa BCcTpeyaemocTn MK Jvnno-
n/n | nauneHTa, 3aknoyeHne no CA, C OMCOMUEN MO XpoMocoMaMm, % | ngHble
BO3PAacCT 1 Apyrne CBeaeHUs 13 18 | 21 XX | xy | vy MK, %
MHB, AT, 41 ron, [lBe 3ameplure 6epemMeHHOoCTN,
1 kapuoTun nnoga — 69,XXX; 69,XXY, 0,08| 0,3 |0,26|0,17|0,08| 0,3 0,67
napa nmeeT ob6LLEero 340poBoro pedbexka
AT, 30 ner, 1 cnyyain 3amepLueit 6epeMeHHOCTH,
YacTuyHaga geneuns poxzaeHne pebéHka ¢ XA, kapuotun —
B cybpervoHe AZFc 45,X[6]/49,XYYYY[19] (GTG-okpaLumBaHue)
(del sY1192) nuc ish (DXZ1x1, DYZ3x4)[97]/(DXZ1x1,
2 DYZ3x3)[23]/(DXZ1x1, DYZ3x2)[12]/(DXz1x1, | %1 |0.04| 0 10,2170,1370,08 | 0.4
DYZ3x1)[2]/( DXZ1x1)[36],
YacTuyHas geneups B cyopervioHe AZFc
(del sY1192) y npob6aHna v pebeHka
MHB, AT, 42 ropa, Hann4yne |8 BbIKMABILLIEN,
3 | XpOMOCOMHOro BapuaHta 'y npu nocnegHeM oTMevyeHa aHaMOpPUOHUS, 0,16 |0,05|0,26|0,05|0,29| 0,05 | 0,24
cynpyrn — 46,XX,9gh+ KapuoTun nnopa — 46,XX
4 B-I, AT, 29 net 3ameplias 6epeMeHHOCTb, KapuoTun nioaa — 0,22 0,040,17| 0 |0,11 0 0,12
47 XXX
B-Il, AT, 41 rog, PoxpeHune pebéHka ¢ cuHapomom JayHa,
5 KapuoTUn — 47,XX,+21 0,15/0,07 0,42 0 |0,58|0,11| 3,19
B-Il, AT, 35 net MpepBaHHas 6epeMeHHOCTb,
6 KapMoTVN Niona — 47,+21 0,11]0,12|0,68|0,25| 0,04 | 0,08 | 0,17
B-I, AT, 41 rop, 3 GesycneLuHble nonbiTky npoeeaeHns 9KO,
B 1996 r. myxuunHa npoxogun | npw M4 B nocnegHem umiie 3KO y TpEx amO-
KYPC XUMMOTEPANn 1 JIYHEBOI | PUOHOB OOHapyXeHbl XA:
Tepanuu no noeody nmdorpa- | 1-n améprnoH — TetTpacomus 13, Tpucomms XXY;
HyJloMaTo3a. 2-1 aMb6puroH — Tpucomus 13, Tpucomms XXY;
Y MyXurHbl 06HapyXeHbl abep- | 3-i ambprnoH — Tpucomusa 13, Tpucommns 21
paLmm XpOMOCOM, KapuoTumn —
7 |46,XY,6%, yacTtoTa pa3pbIBOB 0,07 0,06 10,33|0,060,09| O 0,24
xpomatug, — 0,12 Ha 1 kneTky
(6 XA, 2 0aMHOYHbIX pparMeH-
Ta, 2 NapHbIx pparMeHTa,
TpaHcnokaums
44 XY ,t(14;?),-16,-20,
aynnnkaums 18 —
46,XY,dup18(g21;923))
MHB, AT, 46 net 1-i1 aMb6punoH — Tprucomms 18;
8 2-ii SMBPUOH — TprcoMMs 16 0,24 10,06 |0,34|0,03|0,11 0,08 | 0,15
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OPUTNHAJIbHBIE UCCJIEAOBAHUA

B 3amaum Hacrosiueir paboThl HE BXOAWJIO BBISICHEHUE
MPUYMH Pa3BUTHS TTATO300CIIEPMUU Y MALIMEHTOB, HO OTME-
TUM, YTO U B 1-i1, 1 2-# rpynnax B TPEX Cyyasix BbISBJIECHbBI
neneunu B cyopernoHax AZF nokyca Y-XpoMOCOMBI.

B kadecTBe KOHTPOJBHON TPYIIBI 0OOCIEIOBAHO
11 MyXXUuMH — TOHOPOB CTiepMBI B Bo3pacte 25—45 net. Pe-
(bepeHcHbBIE 3HAUEHHMSI YACTOT BCTPEUYAEMOCTH CIIEPMaTO30-
WIOB C aHEYIJIOUIME ISl 3MOPOBLIX MYKUUH C HOPMO30-
ocIiepMKeil 1 HopMaJIbHBIM KapuoTumoM 46,XY mosaydeHbl
panee [2].

Memoobt uccaedosarnus

IMpenapaThl CrepMaToO30MIAOB MOJYYadu Cpa3y Mocie
CTIEPMMOJIOTUYECKOTO aHajn3a, KOTOPBIA BBHIMOJHSUIM TIO
cranpaptHoit Mmetonuke (WHO, 1999) [34]. O6pasibl 351Ky~
JigTa nocsie uHKyo6aruum 30 muH nipu 37°C, nociie neHTpudy-
rupoBaHus 280 g 10 MuH oTMbIBaIM B (pocaTHO-COJIEBOM
oydepe (PBS, pH 7.2). Ocamox pecycrieHIupoBaiu 1 QuK-
CUPOBAJIM CTAHAAPTHBIM CIIOCOOOM C TpeMsT CMEHaMU (DUK-
caropa. [IpobOy packamnblBaJii Ha OXJaXIEHHBIE IPEAMET-
Hble cTeKsa. JleKoHIeH Ao XpoMaThHa FOJIOBKY criepMa-
TO30MIOB MPOBOAWIIN TTPU MHKYOAIIMY TIperapara 2—5 MUH
B pactBope autnorpeutona (5 MM DTT, pH 8.0).

st Kaxa0ro malueHTa MPOBOIWIM aHAIM3 MO TSATH
XpoMocoMaM MeTomoM AByx- U TpéxupetHoit FISH. Jlns
nByxuBetHolt FISH mcrmonb3oBanmu cmech ToKyccrennpa-
Hbix JIHK-30H10B Ha xpomocomsl 13 u 21: LSI 13, nokyc
reHa peruHo6mactombl RB-1, 13q14, Spectrum Green, LSI
21, nokycsl D21S259, D21S341, D21S342, 21q22.13-q22.2,
Spectrum Orange. Tpéxusetnyto FISH mnpooannu co
cMechto JIHK-30HA0OB, crieluUUHBIX K O-CATEUIUTHBIM
MOCJIEIOBATEIBHOCTSIM LIEHTPOMEPHOTO M TIPUIIEHTPOMEP-
Horo rerepoxpoMmatuHa xpomocoMm 18, X n Y: CEP 18, no-
kyc D18Z1, 18pl11.1-q11.1, Spectrum Aqua, CEP X, nokyc
DXZ1, Xpll.1-ql1.1, Spectrum Green, CEP Y, nokyc
DYZ3, Ypll.l-ql1.1, Spectrum Orange. HeHaTypauuio,
TMOPUIN3ALNI0 U TIOCTTUOPUAN3AIIMOHHYIO OTMBIBKY Tpe-
MapaToB MPOBOIWIIN TI0 TIPOTOKOJY (PUPMBI-ITPOU3BOIUTES
(Abbott Molecular Vysis Inc., U.S.A).

AHanu3 CUTHAJOB BBINOJHSIM Ha (DIyopecleHTHOM
MuKpockore Zeiss Axio Imager.A2 (Carl Zeiss, Jena, Ger-
many), OCHalllEHHOM HabopoM (UIbTPOB I NETEKIUU
dnyopecuenuuu kpacuteneit DAPI, AQUA, FITC, Spect-
rum Orange. [IpuMeHsIM KpUTEPUM LIMTOTEHETUYECKOIO
ananusa [1K, pazpaborannsie Williams ¢ coaBropamu [39].
JIMTIIONAHBIMU CUMTANIA KIETKM C JOBYMSI CUTHajJaMHu Ha
Kaxk/1y10 TOMOJIOTUYHYIO XxpoMocomy, T.e. I1K cuuranu num-
JIOUOHBIMU TIpu Habope curHamoB 13-13-21-21 wm
18-18-X-X, 18-18-X-Y u 18-18-Y-Y. B xone paGoTsl ObLIM
0OHapyXeHbI CIIEPMAaTO30MIbI, MMEIOINE TeTPATUTOUIHbBIE U
TPUILIOUIHbBIE XPOMOCOMHBIE HabOpbI, KOTOPbIE B aHAIU3e
JAHHBIX HE YYTEHBI.

Ha kaxmoM TipemapaTe aHaJIU3MPOBAaIM HE MeHee
2000 crmepmaTo30MI0B. Perpe3eHTaTUBHOCTH  BBIOOPKU
omnpeniesieHa HaMU, COIIACHO CTaTMCTUYECKOMY OOOCHOBA-
HMIO BEJIMYMHBI BEIOOPKY TIPU UCCIIEIOBAHUY PEIKUX COOBI-

tnii, npemnoxeHHomy H.A. [Tnoxuxckum [5]. I1pu koHIIeH-
TpaLMK CIIePMaTO30MI0B MeHee | MITH/MII aHATM3UPOBAIU
Bce oOHapyxkeHHble Ha mpernapare 3peibie [TK, 100—2000
unu 6onee I1K. IIpu aHanu3e maHHBIX YaCTOTHI HYJUIMCO-
MU HE YYUTHIBAIN.

CraTUCTUYECKUIT aHAJIU3 TIPOBOIWIIN C UCTIOJIb30BaHUEM
Kkputepus [TupcoHa I MPOBEPKM TMITIOTE3bI O CBA3U IBYX
MepeMEeHHBIX U KpuTepusi MaHHA—YWUTHU U CpaBHEHUS
yacTtoT aHeyruiouauii B mporpamme BUOCTAT [1]. 3Haue-
Hue p<0,01 BBIOpaHO KaK CTATUCTUYECKM 3HAUMMOE.

Pe3yabTaTsl

B xome pabotel nmpoaHanusupoBaHo 270 894 crnepmaro-
3ouaa. CpeqHue 1o TpynraM 3HauYeHUsT YacTOT CIIepMaTo30-
WIOB C NUTUTOMAHBIM XPOMOCOMHBIM HabOpOM, C TUCOMUEH
1o xpomocoMaM 13 u 21 nipencraBieHbl B Tabi. 2. YacToTsl
CIIepMaTO30MI0B C AUCOMUEH o XxpomocomaM 13 u 21 B 1-it
TPpyIITe UMEIOT CTATUCTUUECKH 3HAYMMbIE OTJIMYMS OT pede-
peHcHbIX 3HaYeHuit (p<0,01). YacToTel criepMaTo30UI0B C
nucoMueit mo xpomocomam 13 u 21 Bo 2-11 rpyrine He UMEIOT
CTaTUCTUUYECKM 3HAUMMBbIX OTIMUYUI OT pedepeHCHBIX 3Ha-
yenuii (p=0,14, p=0,25). YacToThl criepMaTO30MA0B C IUIM-
JIOUJIHBIM XPOMOCOMHBIM HabopoMm B 1-i1 u 2-i1 Tpyrie He
MMEIOT CTaTUCTMUYECKU 3HAUYMMBIX OTJIMYUI OT pedepeHc-
HbIX 3HaueHuit (p=0,02, p=0,98).

CpenHue 1o rpynmaM 3Ha4eHUsl 4acTOT CIIepMaTo30M-
JIOB C TUTUIOUIHBIM XPOMOCOMHBIM HabOpOM, C ITHMCOMMEI
o xpomocome 18, a Takke ¢ XX-, XY- wim YY-aucomuei
TpeacTaBieHbl B Ta0. 3. YacTOTHI CriepMaTo30MI0B C IUCO-
MHei o xpomocomMe 18 B 1-ii rpyrirne MMET cTaTUCTUYe-
CKM 3HAuMMble OTIUYUS OT pedepeHCHbIX 3HaYeHUi
(p<0,01). YacToThI CriepMaTO30MI0B C IUCOMMEN ITO XPOMO-
come 18 Bo 2-if TpyIIIie HE UMEIOT CTATUCTUYECKU 3HAUMMBIX
otanuuii ot pedepeHcHbIX 3HaueHuit (p=0,03). YacroTs
crnepmaTo30ouaoB ¢ XX- 1 XY-aucoMueil B 1-ii rpymiie ume-
IOT CTaTMCTUYECKU 3HAUYMMBbIE OTJIWYUS OT pedepeHCHbIX
sHaueHuit (p<0,01). YacroTe criepmaTo30oumoB ¢ YY-auco-
MHUeit B -1 rpyrme He UMEIOT CTaTUCTUYECKU 3HAYUMBIX OT-
quuuii oT pedepeHcHbIx 3HauyeHuit (p=0,02). YacToTsl
crnepmaTto3ouaoB ¢ XX-, XY- unu YY-aucomueir Bo 2-i
TpyIIe He MMEIOT CTaTUCTUYECKM 3HAUYMMBIX OTJIMYMI OT
pedepeHcHBIX 3HaUYeHmit (p=0,55, p=0,06, p=0,3). YacToThI
CMIEPMATO30UIOB C JUIUIOMIHBIM XPOMOCOMHBIM B 1-i
IpyIITe UMEIOT CTAaTUCTUUECKH 3HAYMMbIe OTJIMYMS OT pede-
peHcHbIx 3HaueHuit (p<0,01). YacTOTBl criepMaTO30UIOB C
JMUTUTOUIHBIM XPOMOCOMHBIM HabOpoM BO 2-i1 Tpyrie He
MMEIOT CTaTMCTUYECKU 3HAUMMbIX OTJIIMYUI OT pedepeHc-
HbIX 3HaueHui (p=0,34). Pacnpenenenue X- u Y-Hecylux
CIIepMaTO30MAOB B 1-i, 2-if 1 KOHTPOJBHOI TPYIIIax COOT-
BETCTBOBAJIO OXMIa€MOMY COOTHOIIeHUIO 1:1.

MpbI HaOMIOMATM pa3IuyuMs IO YacTOTe BCTPEUaeMOCTHU
IIK ¢ nucomueit Mo TeM WIM MUHBIM XPOMOCOMaM BO BCEX
rpymnmnax nanueHToB. Tak, 4acToOThl CIepMaTO30MIOB C AU~
comueiri mo X- U Y-XpoMocoMaM  CyMMAapHO
(XX+XY+YY-gucomust) B 1-if, 2-ii U B KOHTPOJBHHOI
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IpyIinax UMeT CTaTUCTUUYECKU 3HAUMMBbIC OTJIMYMS OT 3Ha-
YEHUIt 4YacToT aucoMuu 1o xpomocome 18 (p<0,01)
(tabu. 3). YacToThl CiepMaTO30MI0B C IMCOMUEN TIO XPOMO-
coMe 21 B 1-ii, 2-i1 1 KOHTPOJbHON IpyIIax UMEIOT CTaTU-
CTUYECKM 3HAYMMbIE OTJIMYMS OT 3HAUYEHWI 4acTOT JIUCO-
Muu 1o xpomocome 13 (p<0,01) (tabm. 2).

OTMeTUM Takxe, 4yTo B 1-ii M 2-if rpynmnax cpeny naum-
€HTOB MbI HaOJIIOAAIM IIMPOKUiA pa3dpoc 3HaueHuit (R) ya-
CTOT CIIEPMATO30U/I0B C IUTIOUJAHBIM XPOMOCOMHBIM Ha00-
POM U C aHEYIUIOMAUEN 10 Kaxnoi u3 xpomocom 13, 21, X
nmm Y (tabn. 2, 3).

st 3-11 TpyIINbl HAMU MPEACTaBACHb UHAMBUAYAIbHbBIE
3HAUYEHUSI YaCTOT BCTPEUAEMOCTH CIIEPMAaTO30MAOB C UM~
JIOUJAHBIM XPOMOCOMHBIM Ha0OpOM U € AMCOMMEN IO Xpo-
mocoMam 13, 18, 21, X u Y (tadn. 1).

O6cyxnenne

Yacmoma ecmpeuaemocmu cnepmamo3oudos ¢ aHeyniououeu
npu pasiuHbIX HOPMax namo300cnepmu

CornacHo MoJly4YeHHBIM pe3yJibTaTtaM, B CPeIHEM 4acTo-
Ta BCTPEUAEMOCTH CIIEPMATO30UIO0B C IUTUIOUAHBIM XPOMO-
COMHBIM HabOpPOM U C aHEeyIUIouauei Mo xpomocomam 13,
18, 21, X u Y cpenu My>KYMH C HapyllleHUEeM PEerpOIyKTHB-
HOI (DYHKUMU M TaTO300CTIepMUE TTPEBOCXOAUT YaCTOTY
BCTPEUYAEMOCTH CIEPMATO30MI0B C AHEYIUIOWAUEN cpenu
(bepTUIIbHBIX MYXXUMH C HOPMO30OCIEpPMUEil U HOpMasib-
HBIM MYXCKUM KapruoTturioM 46,XY. B 3aBucumMocTu ot cTe-

TeHW HapyIIeHUWsT criepMaToreHe3a Wi (OpPMBI 1MaTo300C-
MEPMHUM YaCcTOTa BCTPEYAEMOCTH aHEYTUIOMIHBIX FaMET MO-
JKET MPEeBOCXOAUTh pedepeHCHbIe 3HaYeHus B 1,5—3 pasa
uau 6osee. Hauu pe3ynbTaThl COIacyloTcsl ¢ pesyjbTataMu
OOJIBIIIMHCTBA PabOT 1O MCCIEIOBAHNIO XPOMOCOMHOIO Ha-
Oopa ramer ¢ ucrojb3oBaHueM MyiabTHIBeTHON FISH y
MyxunH c OecrogueM [27, 30]. Hampumep, B paGote
Ch. Ushijima ¢ coaBTOpamu NnpeacTaBieHbl Pe3yJbTaThl 110
aHaJIM3Yy YacTOT BCTPEUAEMOCTH CIIEpMATO30MIOB C JUCO-
mueii 13, 18, 21, XX, YY, XY y BoCbMU MYX4YUH ¢ OeCILI0-
nueM u OAT I—II. B aTo0ii pabote mist Kaxaoro namuveHTa
Ha Tipernapare aHanu3upoBaium He menHee 5000 ITK [32].
B nHamteit padorte u padore Ch. Ushijima ¢ coaBropamu uc-
nmoab3oBaHbl JJHK-30Ha6I OnHOrO mpounsBomutens. Yacro-
Thl BapHaHTOB IMCOMHUU B OOCIEeIyeMOl M KOHTPOJbHOI
rpymmnax cocrasuiu 0,13 u 0,09%, 0,12 u 0,13%, 0,24 u
0,19%, 0,16 1 0,12%, 0,21 n 0,12%, 0,23 u 0,14% cootBeT-
ctBeHHO. CpeHsisl 4acToTa BCTPEYaeMOCTH CIIEpMaTO30M-
JIOB C TUTUTOMIHBIM XPOMOCOMHBIM HaO0OPOM B TPYIIITE MYXK-
quH ¢ OAT I—II cocraBuna 0,29%, a B KOHTPOJIBHOM TPYII-
me — 0,16%. B Hameit pabote B rpymme myxuuH ¢ OAT
I—III mpubGnu3uTEeNIbHO B 2 pa3a 4acTOThl BCTPEUAEMOCTHU
nucoMuu o xpomocoMam 13, 21 u XY 11coMMM TIPEeBOCXO-
JT 3HaueHus1, noaydyeHHole Ch. Ushijima (ta6h. 2, 3). Mbl
rojiaraeM, 4To 3TO MOXET OBbITh CBSI3aHO C Pa3IUYMUSIMU B
TpeOOBAHUSX, TIPEABSIBISAEMBIX K 310POBBIO MYKUYMH, yIacT-
BYIOIIUX B MCCJIEIOBAHUH, WIK C IPUHSTHIMU B pabOTe KpH-
TepUsIMM LIUTOreHeTHYeckoro aHanuza I1K.

Tabmmua 2

CpegnHsas no rpynnam 4actota BCTPEY4aeMOoCT/ CNepMaTo30oua0B C AUMJIOUAHLIM XPOMOCOMHbLIM Habopom
1 ¢ aHeynnougmen no xpomocomam 13 u 21 (%) y My>XuumH ¢ Hopmo3oocnepmuen, AT n OAT I—lIII

Xpomocoma 13 Xpomocoma 21 OunnnonpgHele
Hynnncomuns ‘ HAdncomung Hynnncomuns HAdncomung KneTkn

pynna koHTponsa: Hopmo3oocnepmus (11 naunmeHToB)

m=SE 0,13+0,03 0,11+0,04 0,22+0,07 0,20+0,08 0,40+0,18

R 0,09-0,21 0,07—0,21 0,09-0,33 0,1-0,38 0,17—0,72
[pynna 1: onuroacteHoTeEpPaTo300CNepMns pasfiniHom TaXecTn (27 naumeHToB)

m+SE 0,44+0,37 0,28+0,20* 0,70+0,74 0,59+0,50* 0,79+0,54

R 0,03—1,78 0—0,77 0,13—4,09 0,07—1,96 0,19—2,03
Taxénasa ¢popma onuroacteHoTepaTo3oocnepmMmum (5 naumeHToB)

m+SE 0,89+0,53 0,54+0,21* 1,42+1,53 1,38+0,66* 1,07+0,66*

R 0,41—-1,78 0,21-0,77 0,14—4,09 0,38—1,96 0,45—-1,94
YmepeHHasa ¢popma onuroacteHoteparto3doocnepmun (14 naumeHToB)

m=SE 0,41+0,24 0,28+0,15* 0,58+0,33 0,48+0,19* 0,80+0,55*

R 0,09-0,87 0,09—-0,68 0,13—1,19 0,29—-0,83 0,36—2,03
Nérkas dopma onmroacteHotTeparo3doocnepMmmn (8 naumMeHToB)

m=SE 0,20+0,17 0,11+0,08 0,45+0,18 0,30+0,22 0,39+0,18

R 0,03—-0,57 0—-0,25 0,23—0,67 0,07—0,77 0,19-0,64
[pynna 2: acTeHoTepaTo3oocrnepmMus (29 nauneHToB)

m=+SE 0,27+0,18 0,16+0,10 0,37+0,29 0,32+0,25 0,57+0,65

R 0—0,77 0—0,48 0,12—1,59 0—1 0-3,18

MpumeyaHue. * — cTaTUcTMYeckn 3Ha4nMMble oTnnyms (p<0,01); R — pasbpoc 3HaveHui
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OPUTNHAJIbHBIE UCCJIEAOBAHUA

BonbmHCTBO HccaemoBaTeeit MpuaepKuBaIoCh CTPO-
rux Kputepues, pa3paboTaHHbix B.J. Williams ¢ coaBropa-
mu [33]. OgHako, HECMOTPS Ha MX COOJIIOACHUE, TIPU 00-
et TeHaAeHLIMM K yBeandeHuto noiau [TK ¢ xpoMocoMHbIM
nucbaraHCOM TPU TaTO300CTIePMUU HAOMI0AaICs HIUpPO-
KU pa3dpoc 3HAYEHUI 4acTOT CIIePMATO30MIOB C aHEYII-
Jiouaueit y pasanuHbix aBTopoB Kak pu AT u OAT, Tak u
npu HopMmo3oocrnepmuu [2]. B HekoTopbix paboTax ¢ McC-
MMOJIb30BaHMEeM CTporux KputepueB Williams mpu cratm-
ctuueckoMm aHanuse pesyiabratoB FISH monyyeHo cume-
TEJIbCTBO OTCYTCTBUSI CBSI3W MEXIYy M3MEHEHUEM YPOBHSI
AHEYIJIOUIMIA B CTIEpMAaTO30MIax U YXyALUIEHUSIMU TIoKa3a-
teneit CA [17].

[ToBbieHne B 2—3 pa3a 4acTOThHI BCTPEUaeMOCTH CIIep-
MaTO30MIOB C aHEYTUTOUAME HaOI0aaI TIPU U30JIMPOBaH-
HBIX M COYETAHHBIX (DOpPMax TepaTo300CIEPMUU CO CIELM-
(uyeckumu MoHoMOpdHBIMU aTunusimu [18]. Bwicokuii
YPOBEHb aHEYTUIOMIHBIX M/WIN TIOJUTUIOMIHBIX TaMeT Ha-
Omonany TpU  CJICAYIOIINX TaTOJIOTUYEeCKUX (eHOTUTaxX
CIIepPMaTO30MJIOB:

® B HEKOTOPBIX CIYYassx MPU CUHAPOME OKPYIJIBIX TOJIO-
BOK, MpU riodynozoocnepmuu [11, 19, 21];

® [1py OOJIBIIOM KOJIMYECTBE YITTMHEHHDBIX TOJIOBOK CIep-
Mato3ouaoB (B 30—100% 3penbix 1K) cpenu asskyIupoBaH-
HBIX KJIETOK CIIEPMATOT€HHOTO Psia B COUETAaHUU C U30JIUPO-
BaHHOI TepaTo300CIepMueii y maueHToB |7, 24];

® 11py OOJIBLIOM KOJMYECTBE MaKpOroysoBok (B 19—64%
3penbix 1K), mpu coueTaHHON MM M30JMPOBAHHON Tepa-
To3oocrepmuu [6, 8, 14, 37].

CoracHO TIpOBeNEHHBIM HAMH HaOIONCHUSIM, 4acToTa
BCTPEYaEMOCTH CIIEpMATO30MI0B C BapMaHTAMU aHEyIJIOu-
nuu 1o xpomocoMam 13, 18, 21, X u Y Bblllle B HECKOJIBKO
pa3 y MalureHToB ¢ TSKETBIMU (popMaMU HapyllEeHHUs Criep-
MaToreHe3a IpPM KOHIIEHTPAIMM CIEPMaTO30MIOB HUXe
10 mau/mn (OAT T1—III).

Baxno ormeTuts, uto y MyxuuH ¢ OAT II—III yactora
BCTpeuaeMocTu rameT ¢ aucomueit XY, MCoMuUeit mno xpo-
MocoMme 21 u yactota BcTpeyaemocTu 1K ¢ numaonnHbiM
XPOMOCOMHBIM HaOOpOM B CpeaHeM B 2 Wi 3 pa3a BBILIE,
YeM Cpeau 3M0POBbIX MY>XUMH (Tabu. 1, 2). DTo moaTBepK-
JAeT HaJW4Yue TPeapacriofoKeHHOCTH K MEHOTHYECKOMY
HepacxoxaeHuo xpomocoMm 21, X- u Y-xpoMocoMm, a Takke
ykasbiBaeT Ha 1o, uto npu OAT II—III Beicokas yacTtora
MEMOTUYECKOTO HEPaCXOXIECHHUS XPOMOCOM MOXKET OBITh
o0ycioBieHa aHOMAIUSIMU BHYTPUTECTUKYJISIPHOTO MUK-
POOKPYXKEHMSI CIIepMAaTOreHHBIX KJIETOK, KOTOpbIe 3ayac-
TYIO MOTYT OBITb OOHAPYKEHBI MPU TKETBIX (hopMax MmaTo-
3oocrepmuu [22].

B xonme paGoThl Mbl TakxKe OTMETUJIU, UTO HEPEAKO Y
MyxuuH npu OAT II—III BbICOKMI1 ypOBEHDb aHEYIIIOUINU
10 MOJIOBBIM XPOMOCOMaM, XpomocoMme 21 U BbICOKHUIA ypo-

Tabmmua 3

CpepnHsis no rpynnamM 4yactota BCTPe4YaemMocTun
cnepmaTo3ouMaoB € AUNIOUAHBIM XPOMOCOMHbBIM HAG0POM U C aHeymiounaguen no xpomocomam 18, X, Y (%)
Y MYX4YUH ¢ HOpMmo3oocnepmuen, AT n OAT I—llI

Xpomocoma 18 [MonoBble XPOMOCOMBI X-Hecywpe | Y-Hecyuime Onnno-
Hynnu- Oncomng Hynnn- Oncomng MK nK VIAHbIe
comust comust XX ‘ XY vy KneTkn
[pynna koHTponsa: Hopmo3oocnepmus (11 nauneHToB)
m+SE 0,09+0,01 0,05+0,02 | 0,29+0,08 | 0,04+0,02 | 0,17+0,11 0,06+0,02 | 50,07+0,58 | 49,17+0,50 | 0,34+0,21
R 0,06—0,11 | 0,02—0,09 | 0,17—0,45 0—0,07 0,05—-0,47 | 0,02—0,09 |49,34—51,34|48,57—49,99| 0,06—0,76
[pynna 1: onuroacteHoTepaTo300CnepMns passiniHom TaXecTn (27 naumeHToB)
m+SE 0,27+0,28 | 0,13+0,10* | 1,15+1,27 0,1+£0,07* | 0,64+0,63* | 0,16+0,14 | 48,65+4,29 | 48,29+4,95 | 0,83+0,62*
R 0,08—1,33 | 0,04—0,41 | 0,18—6,96 0—0,33 0,04—38,07 | 0,03—0,52 |42,02—64,70(35,18—56,63| 0,14—2,79
Taxénasa popma onmroacteHoTepaTo3oocnepmMmmum (5 naumeHToB)
m+SE 0,48+0,54 | 0,18+0,14* | 2,39+2,59 | 0,15+0,13* | 1,20+1,12* | 0,29+0,15* | 50,19+8,29 | 44,10+8,12 | 0,86+0,62*
R 0,04—1,33 | 0,08—0,41 | 0,50—6,96 0—0,33 0,10—-3,07 | 0,17—0,51 |45,24—64,70(35,18—50,84| 0,41—1,94
YmepeHHasa ¢popma onuroacteHoteparto3doocnepmun (14 naumeHToB)
m=SE 0,22+0,18 | 0,16+0,10* | 1,02+0,60 | 0,12+0,04* | 0,64+0,44* | 0,14+0,09 | 49,05+2,76 | 47,84+3,06 | 1,05+0,67*
R 0,03—0,75 | 0,04—0,42 | 0,26—2,54 | 0,05—-0,19 | 0,04—1,74 0—0,29 |43,66—52,87|40,77—52,48| 0,14—2,75
JNérkas ¢dopma onmroacteHotTeparo3doocnepmmn (8 naumMeHToB)
m+SE 0,15+0,08 | 0,07+0,06 | 0,60+0,28 | 0,04+0,05 | 0,30+0,23 | 0,11+0,17 | 46,99+3,13 | 51,68+3,15 | 0,42+0,23
R 0,03—0,25 0—0,20 0,18—0,94 0—0,16 0,09-0,85 0—-0,52 |42,02—51,06|46,93—56,63| 0,19—0,80
[pynna 2: acTeHoTepaTo3oocrnepMus (29 nauneHToB)
m+SE 0,22+0,17 | 0,11+£0,09 | 0,50+0,22 | 0,07+0,06 | 0,31+0,25 | 0,09+0,08 | 48,77+2,46 | 49,55+2,52 | 0,64+0,80
R 0-0,70 0—0,40 0,21—1,11 0—0,21 0,04—1,05 0—0,30 |43,24—52,56/46,51—55,57| 0,09—3,28
MpumMmeyaHue. * — cTaTUcTMYeckn 3HadnMMble oTnnyms (p<0,01); R — pasbpoc 3HaveHui
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BEHb CIIEPMATO30MIOB C TUILIOMJAHBIM XPOMOCOMHBIM Ha-
60pOM HAXOJAWJIUCh B COUETAHWUU MEXIY COOOIA.

CornacHO HallMM pe3yJibTataM, JyacToTa XY-IMCOMUM TIPU
OAT III B cpentem coctaBnsiet 1,2041,12%. ¥V B.G. Younes ¢
COABTOPAaMM TTOJTyYeHbI CXOXKHUE Pe3YJIbTAaThl: CPeIr MYKUMH C
OAT I—III yactota BCTpeyaeMOCTM AMCOMUM TIO TIOJIOBBIM
xpomocoMaM BapwupyeT ot 0,90 mo 12,87% [36]. I1ostomy, mmo
MHEHHUIO CTELUAINCTOB, MYXUMH C TspkEnoir ¢opmoit OAT
/WM MYXYMH-KQHIMOIATOB HAa TIPOBEJAEHUE TPOLEIyp
OKO/MKCH MOXHO cyuTaTh MPUHAIEKAIIUMKU K TpPYIIIe
puCKa TI0 Tiepeaadye MOTOMCTBY JIOMOJTHUTETBHOTO XPOMOCOM-
HOTO MaTepuaia WM CBEPXUMCIEHHBIX XPOMOCOM.

Yacmoma écmpeuaemocmu cnepmamo3oudos ¢ aHeyniououet
Y MYICHUH C XPOMOCOMHOU RAMOAO2Uel Y NOMOMCMEA

HecmoTtpst Ha oO1Ienpr3HaHHBIN (aKT, YTO B OOIBIIMHCT-
BE CJIy4aeB TPUCOMMU 110 ayrocoMaM (~90%) HOMOTHHUTETbHAST
XpOMOCOMa MMEET MaTepUHCKOE TPOUCXOXIEHUE, HEeJIb3sT He
MPU3HATh HAJIMUME BKJIAAa aHEYIUIOMIUM MYXCKUX TaMeT B
CTPYKTYpPY NIPUYMH XPOMOCOMHOI MaTOJIOTMU 3MOPHUOHA/TUTO-
na. OaHa w3 Haubosiee 4acTo BCTPEYAIOLIMXCSl TPUCOMUI
(1:600 HOBOPOXIEHHBIX) — TPUCOMMS IO Xpomocome 21
(cunmpom JlayHa) — B 5—10% citydaeB SIBIISIETCST pe3y/IbTATOM
MEHOTUYECKOTO HEPACXOXIEHUsI XPOMOCOM B TaMETOTeHe3e y
MyxuuH [35]. CBumeTebCcTBa HAIMYMS OTLIOBCKOIO BKJIaJa B
MPOUCXOXKIEHNE TPUCOMUU MO XpoMocoMe 21 TojTydeHbl B pa-
6ote J. Blanco ¢ coaBropamu [9]. ¥ 1Byx My>KUMH — OTLIOB Jie-
Teil ¢ cuHapomoM JlayHa — kapuotun — 47,+21pat, yactora
BCTPEYAEMOCTH CMEPMATO30MIOB C JMCOMHUE MO XpOMOCO-
Me 21 cocraBumna 0,75% u 0,78%. B mocienHem cirydae IMOBbI-
IIeHHAas YacToTa AMCOMUU IO XpoMocoMe 21 conpoBoxkIanach
TMOBBILIIEHHOW YaCTOTON JTMCOMUU T10 TIOJIOBBIM XPOMOCOMaM
— 0,69% W TIOBBILLICHHOIA YaCTOTOM BCTPEYAEMOCTH JUTUIONI-
HOTO XpoMocoMHoro Habopa — 1,13%.

B naireii padote B xone BbimonHeHuss FISH-anammza yac-
TOT BCTPEYaEMOCTH CIIEPMATO30MIIOB C aHEYTLIOMIUEH Y MyX-
YMH C XPOMOCOMHOM IMaTOJIOTUEN Y TTIOTOMCTBA BBISIBJICHO JIBOE
MY>KUMH C TIOBBIILIEHHBIMUA YacTOTaMU CMEPMATO30MIOB C He-
KOTOpPBIMM BapuaHTaMu XA (Ta0:1. 1). ¥ MyXXIMHBI — C OTMET-
KO B aHaMHe3e Y CyNpyTH 0 OepeMEHHOCTH TIIOIOM C Kapro-
Tunom 47,421 — yactora IMCOMMHU 110 XpoMocome 21 cocTaBu-
na 0,68%, Toraa Kak 4actoThl aucomuu 1o 13, 18, X- u Y-xpo-
MOCOMaXx He TIPEBbIIIAIN pe(epeHCHBIX 3HAYeHUIA. Y MaleHTa
— oTua pebeHka ¢ cuHapomoM JlayHa — MbI HaOIOMAIM T10-
BBILLIEHHBIE YaCTOThI BCTPEUYAEMOCTH CIIEPMATO30MIOB C TUCO-
Mmueit o xpomocome 21 — 0,42%, ¢ XY-mucomueir — 0,58% u
C IUIUIOUIHBIM XPOMOCOMHBLIM HabopoMm — 3,19%.

3akouyenne

C pa3BUTHEM W BHEIPEHUEM B MEIMLIMHCKYIO MPAKTUKY
metonoB BPT mpobGrnema 3ayaTusi M pOXAEGHMSI 3I0POBOTO
peOEHKAa CTAHOBUTCST PEIaeMOM JUIT MHOTHX CYIPYKECKUX
nap ¢ 6ecruionqreM. OnHAKO UCTIOIb30BAHUE MPU IKCTPAKOP-
ropasibHOM orutonotBopeHur (DKO) criepMbl MyXXYUH C yMe-
peHHOM MM TKENoil ¢opmoii  oiurozoocriepmMun  (OAT
II—III) 1 mpu HEKOTOPHIX APYTrHX (hopMax HapyILIECHUs CIIep-

MaToreHe3a MOXET OBbITb COMPSDKEHO C TeHETMYEeCKUM pHC-
KOM, B TOM YHMCJIe C PUCKOM pOXieHus1 pebéHka ¢ XA [15].
[IpeanonoxeHus 0 HATMYUKM BBICOKOTO pUCKa IMepeaayu Io-
ToMCTBY XA npu DKO U UCIOIb30BaHUM CIIEPMbI MYXKUMH C
GOJTBILION TOJIEl CTIepMaTO30MIOB C XPOMOCOMHBIM AMCOAIaH-
COM SIBIISIIOTCSI BITOJIHE OOOCHOBAaHHBIMU, TOCKOJIbKY TIpU
nposeneHuy npouenyp BPT ecrectBeHHoro otbopa crepma-
T030MI0B He Tpoucxonut [13]. bonee Toro, B Hay4HOIl auTe-
patype TIpeICTaBICHBI COOOILEHUS, CBUICTEIBCTBYIOIINE O
MOBBILIEHHOW YacTOTe BCTPEYaEMOCTH CIIEPMATO30MIIOB C
xpoMocoMHbIM HabopoM 24, XY (1,39%) B criepme y My>KUMH B
CIyJasax pOXIECHUS IETe ¢ aHEYIUIOMAMEN MO IOJIOBbIM XPO-
MocomMam tocste rpoeaeHust DKO/MKCH [20]. Boicokas ya-
CTOTa MEMOTUYECKOTO HEPACXOXKICHUSI XPOMOCOM Y MY>KUMH C
1aTo300CMepMUeit, MO MHEHUIO HEKOTOPbIX CHElMATUCTOB,
TaKKe HEraTUBHO BJIMSIET HA CIIOCOOHOCTH CIIEPMATO30MI0B K
OTIONOTBOPEHUIO 1 Ha 3((HEKTUBHOCTh UMILIAHTAIIMK OJ1ac-
TOLUCTHI [23, 26].

FISH-ananu3 yactoT BCTpeyaeMOCTH CIIEPMaTO30U/I0B C
aHEeYTUIOUANE MOXET ObITb PEKOMEHJOBaH /I MYXKUMH C
BBIpaXXEHHOW (HOPMOI TepaTo300CTIepMUN, HAIpUMeEp C
rJ100yJ10300CTIepMUeii, U TSKETBIMU (OpMaMU  OJIUTO30-
OCTIepMUU, a TaKXKe JAJIs1 My>KUMH-KaHIWAAaTOB Ha MpOBe/e-
nue npouenyp DKO/MKCHU kak MeTon, MO3BOJISIOLINIA
TIPOBECTH OIICHKY BEPOSATHOCTU (POPMUPOBAHUS TIPU OTLIO-
IIOTBOPEHWH in Vitro 3UTOTHI CO CITEeM(PUISCKIM XPOMOCOM-
HbIM JucbanancoM [12]. OH MoXeT ObITh PEKOMEHIOBaH
TaKxXe B CJIy4asX MPUBBIYHOTO HEBbIHAIIMBAHUS OepeMeH-
HOCTM Y CYIIPYTH TIpY TIOBTOPHBIX HEYIAYHBIX TTOIMBITKAX
nposenenunst 9KO/MKCH [10].
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The frequency of aneuploidy in sperm of infertile men with pathozoospermia

Gordeeva E.G., Sorokina T.M., Shileiko L.V., Ostroumova T.V.,
Borzova 0.S., Magomedova H.D., Kuzina N.Y., Barkova 0.V., Kurilo L.F.

Research Center for Medical Genetics of Russian Academy of Medical Sciences (RAMS),
Russian Federation, Moscow, 115478, Moskvorechie, 1; fax: +7(495)324-07-02; e-mail: gordeyevae@gmail.com

FISH-analysis of sperm aneuploidy for chromosomes 13, 18, 21, X and Y was carried out for men with asthenoteratozoospermia and for men
with various severity of oligoasthenoteratozoospermia. Among the majority of examined men and their wives infertility or habitual noncarrying of
pregnancy were directional diagnoses. It was shown that high frequency of meiotic non-disjunction of chromosomes is attended to mild and mod-
erate oligoasthenoteratozoospermia among men with infertility. The mean frequencies of spermatozoa with disomy for chromosomes 13, 18, 21,
and XX, XY, YY disomy among patients with OAT I-lll were 0,28%, 0,13%, 0,59%, 0,1%, 0,64% and 0,16%, respectively.

Key words: chromosome non-disjunction, gamete aneuploidy, spermatogenic disturbances
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