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IIpoanaiM3upoBaHbl Pe3yJIbTATBI 00CIE0BAHNS 456 NAIMEHTOB,
KOTOPBIM NPOBOAWIM KapuotunupoBanue. Hapymenue cnepma-
TOreHe3a BbISIBIEHO y 147 mainueHToB, 4to cocrasiser 32,2%. B
COOTBETCTBUH C IIMTOT€HETHYECKUM aHAIN30M aHOMAJIMH KapHo-
THIa coctaBuim 14,9% ciyyaes ot 0611ero Koam4ecTsa o0caesy-
€MbIX MIALUEHTOB, TO €CTb — Y 68 My>K4YHH ObLIN ONPE/IeeHbI IIPH-
Be/ICHHbIE BbILIIe H3MEHEHUS CTPYKTYPBI XPOMOCOM.

B pesyabrare uccienoBanus qexenun Jokyca AZF G oOHa-
py>keHbl B 3,6% ciyuaeB, a UMEHHO: Y JIBYX IIallHEHTOB C a300-
cnepmueit (4,8% ciryyaes [ist JaHHOW IPYMIIBI).
NudeprunpHpiM nanueHTaM, KOTOPbIM Ha3HAYEHO JieUeHHE C
nomomrsio MKCH, ciexyer npoBoauTh reHeTHYECKHE KOHCYJIb-
TalMd ¥ HapsAy ¢ KapHOTHIHPOBAHUEM BBINOJHATh AHAIN3
AZF-yyactka Y-xpomocoMmsl. /lanbHeiimme uccieaoBaHus 1mo-
3BOJISIT BBISICHUTDH NMATOTEHETHYECKYI0 3HAYMMOCTh Pas3JINYHbIX
THIIOB MUKPOCTPYKTYPHBIX NepecTpoeKk Y-XpOMOCOMBI, a TaK-
’Ke YCTaHOBUTH (haKTOPBI, BIMSIONINE HA UX DKCIPECCHBHOCTD.
Kantouesvie crosa: napywenue penpooykmusHoll QyHKyuU, xpo-
MOCOMHBLE AHOMANUU, CNEPMATNO2EHES.

poMocoMHbIe abepparui — 9TO U3MEHEHUsT YUCTIA 1 CTPYKTY-

PBI XPOMOCOM. XPOMOCOMHbBIE AaHOMAJIUH Y MY>KUNH, TIPUBOIS-
1ye K HapyIIeHISM PENPOIYKIINHI, MOTYT 3aTParuBaTh KaK M0JI0-
BbIE XPOMOCOMBI, TaK U Ay TOCOMBI: 9TH HAPYILEHUsT MOTYT ObITh pe-
TYJISIPHBIMU (BBISIBJISATBCS BO BCEX KJIETKAX TeJia) VJIM MO3aNYHbI-
MU (XapaKTepH30BaTh OMPEIETCHHBIN KJIOH KJIETOK). XPOMOCO-
MHbIe abeppallyi, BbISBJISIEMbIE TOJIBKO B CHIEPMATO30MIAX, SIBJISI-
10TCsI YaCTOM HAXO/IKOIL. ¥ 3710poBbIxX MyzkunH ot 1 10 15% criepma-
TO30M/IOB MOTYT UMETh XPOMOCOMHbBIE aHOMAJINH, HOJIBIITAST YaCTh
KOTOPBIX MIPEACTABIISIOT COOOI CTPYKTYPHBIE IIEPECTPOIKHL.

B o630pe uccaenosanuii, BrmounBmux 9766 Geciiogbx
MYJKUIH, 9aCTOTa XPOMOCOMHBIX aHOMAJNi coctaBuia 5,8% [9].
Nsmenenus B Y-xpomocome HaOmoAamuch y 4,2%, a OTKJIOHEHUs
B ayTOCOMHBIX XpoMmocoMax y 1,5% Gecriioptbix MyskunH. st
CPaBHEHM: YPOBEHD OTKJIOHEHUH, 110 IAHHBIM 3 KPYITHBIX HCCJIe-
noBauwuii, cpenn 94 465 HOBOPOKIEHHBIX MJIAIEHIIEB MYKCKOTO
nosia cocrasui 0,38%, us xkoropbix y 131 (0,14%) Gbiiu u3MeHe-
HUSI B TTOJIOBBIX XPOMOCOMax 1y 232 — aGeppaiiiiu B ayTOCOMHbIX
xpomocomax (0,25%) [12].

UeM TsiKesiee TECTUKYJISIPHAS HEJIOCTATOYHOCTD, TE€M BbIIIIE
BCTPEYAEMOCTH XPOMOCOMHBIX abepparfiii. Y MalieHToB ¢ KOH-
nenTparnueii cnepmarozonioB meree 10x10°/ma B 10 pas yarie
(4%) 1o cpaBHeHUtO ¢ 00IIEH MOIyJIsAIKell BCTPEYarTCsl Hapy-
MIEHUS Ay TOCOMHBIX XPOMOCOM ITPEUMYIIECTBEHHO CTPYKTYPHO-
ro xapakrepa [14]. HauGosbiuii pucK BbISIBIEHUSI XPOMOCO-
MHBIX abeppaliii oTMeuaeTcst y MysKUuH ¢ asooctepmueit. Ha oc-
HOBQHWM YACTOTHI BCTPEYAEMOCTH XPOMOCOMHBIX abepparuii y
MAIMEHTOB C PA3JIMYHON KOHIIEHTPAIMEN CIIePMaTO30U/I0B Ka-
PUOTHUIIMPOBAHIE PEKOMEH/IYETCS TIPOBOIUTH MY KUITHAM C a300-
crepMueil M ¢ OJIMTO300CTIepMuUeil TP KOHIIEHTPAIINN CliepMa-
tozouzoB MeHee 10x106/mu [12]. [Ipu wammumm cemeiinoro
aHaMHe3a PelUUBUPYIONINX a00PTOB, 3a/lePKKU YMCTBEHHOTO
PasBUTHS PEKOMEH/IOBAHO NPOBE/ICHNE aHAIN3a KapHOTHIIA He-
3aBHCUMO OT KOHIIEHTPAIIH CIIEPMATO30H/I0B.
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B napax ¢ IpuBbIYHBIM HEBBIHAIIMBAHUEM OEPEMEHHOCTH Ya-
CTOTa XPOMOCOMHBIX aHOMAJIMI y MY’KYMH COCTaBJSET OKOJIO
5%. B ciiyuae crioHTaHHBIX aGOPTOB YaCTOTa XPOMOCOMHbIX aHO-
Masuii y MyskauH coctaBisier 1,5—-2%; eci cioHTaHHbIe a00PTHI
COYETAIOTCS ¢ MEPTBOPOXKICHUAMN MU BPOSKICHHBIMH TTOPOKa-
MU Pa3BUTHUSI, YACTOTA AHOMAJIMI KaPUOTHIIA Y MY>KUUH COCTaB-
nsger 4—4,5%.

lenernueckue GakToOpPbI ABAAIOTCS OJHON M3 YACTBIX IIPHU-
YIH aHOMAJINI Pa3BUTUSI U HApyIIeHus (QYHKIIMNA OPraHOB pe-
IPOJAYKTUBHON cucTeMsl [1]. HacToTa X BCTpeuyaeMOCTH KOp-
peMpyeT ¢ TSKECTbIO PENpPOAYKTUBHON martosornu. Tak, 1mo
Kpaitneii Mmepe 1/3 cayuaes Tskenbix GopM GeCIIONUs y MysK-
yiH 00y cJIoBIeHa reHeTnaeckuMu (haktopamu [2]. TIpuunHaMu
GecrIost Y MYKYMH MOTYT OBITh XPOMOCOMHBIE aHOMAJIVIH,
MHUKPOCTPYKTYPHbIE TI€PECTPONKU U IeHHble MYyTal[UH, IPHBO-
JSIMe K HapyIIeHnIo leTepPMUHAINN T0J1a, AnddepeHnpoBKu
WJIN Pa3BUTHS OPTaHOB IMOJIOBOH CHCTEMBI, €€ TOPMOHAJIBHON
JIICPEeryJIsiiiY, HApYIIEeHHIO cCliepMaToreHe3a n (yHKIHY criep-
MaTOo30u10B |3].

[ToMnMO XpOMOCOMHBIX aHOMAJIHIL, Yallle BCETO TPE/CTaB-
JIeHHBIX cuHapoMoM Kiaiindesnbrepa Wiu ero BapuaHTaMu, 0ji-
HOII 13 HanboJiee PACTIPOCTPAHEHHBIX TEHETHYECKUX TPHYNH He-
06CTPYKTHBHON a300CTIEPMUT HJIH OJIUTO300CTIEPMIH SIBJISTIOTCST
MUKpOZeIeu Y-XPOMOCOMBL. Y CTAHOBJICHA CBS3b MEKLY MYK-
CKUM GECTUIOINEM U [IEEIHSIMU, BO3HUKAIONMHU B Y -XPOMOCO-
Me€, YTO CBUJIETEBCTBYET O MPUCYTCTBUN T€HOB, HEOOXOANMBIX
711 Pa3BUTHS MY>KCKUX 3aPO/IbIIIEBbIX KJIETOK [4].

CriepMarorenes — CJI0KHBINA GUOTOTHIECKHIA MPOTiece, KOTO-
PBIi 3aBUCUT OT TOYHO KOHTPOJMPYEMOTO KacKa/ia BRIIOYCHUS 1
BBIKJIIOUEHHSI OIIPE/Ie/IEHHBIX T€HOB, KOTOPbIE 3aIlyCKaIOT IIPO-
1iecc Tposmdepanyuu CrepMaToroHui, HHUIMAINH 1 3aBeplile-
HUSA Meiioza u Mopdosornueckyio anddepeHInpoBKy criepma-
TH/L B 3peJible CiepMaTo30u/ibl. MyTaiuu B 1000M U3 9THX T€HOB
MOTYT OKa3bIBaTh OOJIBINOE BIUSHUE HA CIIEPMATOTEHES B IIETTOM.
Y-xpomocoma coctasiisieT 2—3% TationIHOTO TeHOMA YeJI0BeKa.
ITO aKpOLIEHTPUYECKAsT XPOMOCOMA, KOTOPasl COAEPKUT KOPOT-
koe (Yp) u nnunnoe (Yq) mieun, pasjieJieHHbIe TIeHTPOMEPHBIM
Y4aCTKOM, HEOOXOANMBIM JIJIst XDOMOCOMHOIT Cerperarnu, u Ko-
TOpble B COBOKYIIHOCTU 3aHuMaloT 60 MJIH IIap HYKJICOTHUIOB.
YucsIo TeHOB SIBJSIETCS] HAMMEHBIINM 110 CPaBHEHHUIO ¢ 060
JIPYTOI XPOMOCOMOIT: 13 27 TeHOB Y-XPOMOCOMBI, — 9 HaXOAATCS
Ha Yp, 18 — na Yq.

Poub resteniuit umHHOTO 11€9a Y -XPOMOCOMBI B 9THOJIOTNN
HapyIIEeHNs CiepMaTorene3a u OecTiIoust Y MyKUiH OblJTa BIiep-
Bble HAIJISIAHO TOoKazaHa B uccaenosanuu Tiepolo u Zuffardi
[13]. ABTOpBI Mpeanosoxkun Hasuyre B okyce Yql1 yuacrka,
OTBEYAIONIETO 3a CIIePMATOreHe3, Ha3BaHHOTO (hakTOPOM a300-
cunepmuu (Azoospermia Factor, AZF). B nanbueiiniem ¢ nossie-
HIUEM METOJIOB MOJIEKYJISIPHOTO aHAIN3a ObIJIO MOATBEPKACHO
MIPUCYTCTBYE HA JUIMHHOM IlIede Y-XPOMOCOMBI T€HOB, KOHTPO-
aupyomux ¢ depeHIIpoBKY MY>KCKUX HOJIOBBIX KJIETOK, CO-
3/[aHa KapTa JeJIeIIMOHHBIX HHTePBAIOB Y-xpoMocombl. Corac-
HO pasMepaM ¥ JIOKAJIM3allnuu Jeselnii JVIMHHOTO Tiiieda Y -Xpo-
MOCOMBI, BbijiesieHbl Tpu pernona: AZFa, AZFb u AZFc [6].
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PesysbraTel uccaenoBanuii Y-XpoMOCOMBI YeJIOBEKA CBU/IE-
TEJBCTBYIOT O TOM, UTO €€ TIAJIUNHAPOMHast 00J1aCTh, PaCIIoJIarar-
masicst B iokyce AZF, siBisteTcst HanboJiee CJI0KHO YCTPOEHHBIM
B OTHONIEHUW TPOTSIKEHHBIX OJIOKOB YYACTKOM BO BCEM T€HOME
YeJIOBEKA, 3HAYUTETBHO BapbUPYET MO COCTaBY U KOMITO3UIIHH
TIOBTOPOB M UMEET OJIHY M3 CAMBIX BBICOKMX YaCTOT MyTaIuii [7].
YcranosiieHo, 4TO HAJTMYME YaCTUYHOM /esteninn pernona AZFc
MOJKET IpeIpacroiaraTb K BO3HUKHOBEHUIO TOJHOM [eseIu
JAHHOTO pernoHa [8]. BaskHO OTMETUTD, YTO HCCIIeIOBAHNE TOJIb-
ko STS-mapkepoB 1aHHOTO peruona He Beerja M03BOJAET TOUHO
OTIPEIeJIUTH TUII TEPECTPOIKU Y-XpoMOCcOMBI. BeenicTBie MHO-
TOKOTIMITHOCTH OIleHKA YNCJIa TeHOB JAHHOTO PETMOHA BO3MOKHA
C TIOMOIIIBIO AHAJIN3A OJHOHYKJIEOTH/IHBIX MOJUMOPMOUIMOB JIJIsT
KosimdecTBeHHoro onpexaenenus renoB (DAZ, CDY wu ap.) nan-
Horo pernona [9]. IIpoBeaenne ommcaHHOTO BBINIE MCCIETOBA-
HUSI TO3BOJISIET TOUYHEE OIPEIETUTh TUIT MUKPOCTPYKTYPHOI T1e-
pecTpoiiku Y-XpOMOCOMBI.

B HexkoTOpBIX HCCIEOBAHUSAX BBLISBICHO, YTO 4YacTOTa
OTLIIOIOTBOPEHUSI TIPU UCTIOTIH30BAHUK CIIEPMATO30UIOB, MOJTY-
YEHHBIX OT MAIlMEHTOB € Y-MUKDPOJEICIUSIMI, U PAa3BUTHE M-
OGPMOHOB GBI CPABHUMBI € COOTBETCTBYIONIUMHU TTOKA3aTeIsI-
MU TIPH MCII0JIb30BAHKUN cliepMaTo30ouios Oe3 pesenuii [10, 11].
Tak, yacToTa OIJIOA0TBOPEHNUs, APOOIIEHIs U HACTYILIeHNs Oe-
pemenHoctr nocie nposenernss UKCU y GosbHBIX, cTpajiaro-
UX a300CIepMueil 1 UMeroIux Y-/eJieluu, COCTaBuIa COOT-
BercTBeHHO 47, 58 1 29%, a y MaIlMEeHTOB ¢ TAKUM K€ JUArHo-
30M, HO MHTAKTHOH Y-XPOMOCOMOI — COOTBETCTBEHHO 42, 62 n
29%. Ilpu onurozoociepMnu aT1 ToKasaTeaun coctapuiu 64, 56
u 46% 1ipu nunTakrHoil Y-xpomocome u 68, 65 u 50% 1pu nasiu-
qun Y -MUKPOeTeTni.

O11eHKa COCTOSIHUS CIIepMaTOreHe3a UMeeT BayKHOe JINarHoC-
THYECKOe 3HAYEHNE TIPU PA3IMYHbIX (OPMaX HAPYIIEHUS PEIpo-
aykruBHON (yrkimu. C 970l 1nesbio pazpaboTan psifi METOIOB,
OCHOBAHHBIX HA UCCIEIOBAHIKM MOPMOJIOTUU U COCTaBA MO CTa-
JIVSIM PA3BUTHS TIOJIOBBIX KJIETOK. TPajiuIIMOHHBIN CIIEPMIOJIO-
TUYECKUIT aHAIN3 SIBJISIETCS] HAYaIbHBIM 3BEHOM B TleTn Jiabopa-
TOPHBIX UCCJIEOBAHUIT U TIO3BOJISIET CYJUTH O KOJUYECTBE CIIep-
MAaTo30M/I0B, UX TOABUKHOCTH, JKUZHECTTOCOOHOCTH 1 MOP(hOIIO-
THM, HATMYUU He3PEJIbIX TMOJTOBBIX KIeTOK. OfHAKO JaHHBIH Me-
TOJL HE JIAeT MOJIHOM KaPTUHbBI COCTOSIHUS KaXK/I01 U3 CTa/nii ra-
MeTOTeHe3a.

AHasu3 rrcTonpenapaTos GHONTATA SIMYKA MO3BOJIsIET Goree
riryOOKO U MOJIHO OIIEHUTH COCTOSIHUE criepMarorenesa. Hapsiay
C TIPEUMYIIIECTBAMU METOJI He JIUIIEH HeIOCTATKOB, TaK KaK Mpo-
1eztypa OUOTICHIT MOXKET COMPOBOKAATHCS PA3IMIHBIMU OCJIOK-
HeHusAMM (HalpUMep, Pa3BUTHEM AYTOUMMYHHBIX IIPOIIECCOB),
M09TOMY TOKa3aHust K Groncun BechMa orpanuuenbl. Cpeu He-
JIOCTaTKOB METOZIa CJIeAyeT OTMETHUTh BO3MOKHOCTH aHAIN3a
TOJIbKO (pparmenTta OfHOro sM4yKa. Kaxk u3BecTHO, HapylleHue
(DyHKIMKM cUCTeMbl PENPOAYKIIMU MOKET OBbITh TEHETHUYECKH
006y cIIoBIIEHO. 32 TOCTE[HIE HECKOJIBKO JIeT ObLIIN KapTHPOBAHbI
reHbl, TPO/LYKThI KOTOPBIX PErYJUPYIOT Pa3BUTHE U (DYHKIIUIO I'O-
Hajl. OnucaHbl MyTaluu B TeHaX, MPUBOAIINE K HAPYIIEHUTO
rporiecca rameroreHesa. lI3BecTHO, YTO XPOMOCOMHbBIE aHOMa-
gun (XA) Takke IPUBOAAT K HAPYUICHUIO PEHNPOLYKTUBHOM
dynknun. Cpemrt XpOMOCOMOTIATHIT CITEIUAINCTBI PA3JINYAI0T
CTPYKTYpHBbIe U uncjaosble XA. B obueii nomy/siuun ypoBeHb
XA ueBesuk u coctasisiet 0,5-3,0%, B TO BpeMsi Kak cpeau ma-
[IUEHTOB ¢ HapyleHueM (epTusbHOCTH 10J1st Jini] ¢ XA Bo3pac-
taet 710 7—-10%, a, HanpuMep, Cpein My>KINH C a300CTIEPMIEN /10-
cruraer 20%. ITU JaHHbIe CBUIETEIBCTBYIOT O HEOOXOMMMOCTH
IIUTOTEHETUYECKOTO MCCIEOBAHUS Y TIAIIMEHTOB C HApYyIIEHUEM
PENpoAyKTUBHOI (yHKIMK. Takke HEOOXOIMMO HCCIEI0BATH
XpoMOocoMHBIN Habop 1osoBbix kKaetok (1K) st wckimodenmst
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TOHAJIHOTO MO3auiin3Ma. B ciiyyae BbISBIEHUS MOCEHETO Clie-
JIyeT TIPOBECTH PACUeT PUCKA POKACHHsT PeOEHKA C HACJIEICTBEH-
HO¥ naToJiorueii [4].

[{uTorenernyeckoe Mccie0BaHNe HE3PEJIBIX TAMET HA Pas-
HBIX CTUSAX UX PA3BUTHUS Y MYKUUH MPOOJIEMATUUYHO BCJIEI-
CTBHE OTHOCHUTEJbHOI TPYAHOCTH HOJydeHHs Mmarepuarna. [Ipu
Guoricun sivyKa Bo3MoskeH ananua xpomocom I1K, naxoasuuxcst
Ha OTIPE/IEJICHHBIX CTA/IUSX CBOETO Pa3BUTUS (CIIEPMATOIUTHI HA
CTaJIuu MaxuTeHbl, qrakHesa-metadasol [, meradassi 11), Ho Gro-
TICHST TMYKA TIOKA3aHa JINIIb Y3KOI TPyTITie TTAINeHTOB C a- U OJIH-
rozoocuepmueii 11T crenenn. B 90-x rogax XX Bexa ObL1 paspa-
6oran Meroz (uoopectenTHoil tubpuausauun in situ (FISH),
IIPU KOTOPOM BO3MOXKHO aHAIM3UPOBaTh XA B fipaX He TOJIBKO
KJIETOK, HAXOJSTIUXCS Ha cTagnu MeTadasbl, HO 1 NHTEP(a3HBIX
comarnueckux u 11K [6].

Oumoopectientras rubpuausaiust in situ (FISH — fluores-
cence in situ hybridization) sakiouaercs B npoBeieHnu mporie-
nypbl Mosiekyasipaoit rubpuansanuu [JTHK sonma ¢ JHK dukcu-
POBaHHOTO Ha cTeKJIe MaTepraia (MHTePhA3HBIX sIEp UK MeTa-
(hasHBIX XpOMOCOM) € TIOCJENYIONUM HCIOJIb30BaHUEM (HJIIIO-
OPECIEHTHOI MUKPOCKOIUH JIJIST IETEKIIUI PE3YJIbTATOB ruOpu-
nuzarun. J{us upeHTHGUKAIINT THITBUIYATbHBIX XPOMOCOM
[IPU [TPOBEACHNUN MATHOCTUKHU Hanbosiee a(hHEKTUBHDI TaK Ha-
3piBaeMble xpomocomoctermbnynsie [JHK-30H1b1, co3anbl HA
OCHOBE KJIOHMPOBAHHBIX TTOCJIE0BATETBHOCTEN CATETUTHON
JTHK uesnoseka. Ho xpomocombr 4 19, 51 19, 13 1 21, 14 u 22 co-
JIepKaT MPAKTUYECKH WAEHTUYHbIE U HEOTJIMYNMBIE TIPU TOpHU-
nusanuu in situ Bapuantsl anbhouanoit JJHK n caenosarenbio
HAJIEKHO MIEeHTU(MUIIMPOBATH 9TU XPOMOCOMBI C IOMOIIIBIO
FISH na ocuose ambdounanpix JJHK-30110B Hembss. [loatomy
HMIMPOKOe IIPUMEHEHHe HaXOJAT Takxke caiT-crenuduyeckue
(sokyc-crienuduueckue) IHK-30H1bI, KOTOPBIE MapKUpyOT
VMH/INBUIyalbHbIE XPOMOCOMHBIE YYaCTKI NI MH/MBHU/Y aJTbHbIC
renol [1].

MATEPUAJIbI U METOAbI

ITpoanayu3upoBaHbl Pe3ybTaThl 00CIeA0BAHUS 456 MysK-
YIH, KOTOPBIM TIPOBOJIWJIA Kapuotunuposanue. [l maHHOTO
AHAJIM3a UCIOTb30BAIN CTAHIAPTHYIO METOANKY KYyJIbTHBHPOBA-
Husg UMMOIUTOB TIepudepruieckoil KpoBU M HPUTOTOBJIEHUE
npenapaToB MeTadasHbIX XPOMOCOM U HWHTEePhA3HBIX KJETOK.
KpoBb /17151 TUTOTEHETHYECKOTO AHAIM3A TTOJIYIaTIH Ty TeM Ty HK-
MM JIOKTEBOI BEHBI, MOCJE Yero IeNbHYI0 KPOBb JM00ABJISIN K
nuTatesbHON cpezie. KyapTuBupoBaHue mpoBOAKUIIN TIPU TEMIIe-
patype +37 °C B teuenue 72 4. /[ nakorienust 1umM(pOIMTOB B
craguy Metadasbl BBOAUIN KOJIXUIUH. 110 OKOHUAHIH KYJIbTH-
BUPOBAHUS KJIETKU C TUTATEJIbHOI cpeioil eHTpudyrupoBaiu
U MOJTYYEHHBIIT 0CaJI0K TTOIBEPTaN THIIOTOHUYECKON 00paboTKe
0,075M pactBopoM Kazusi XJ0pr/a 10 20 MUH [IPH TeMIIepaType
+37 °C. 3areM KjeTkr (PUKCHPOBAJIN B TPEX CMEHAX OXJIAXK/IEH-
Hoi#t 10 +4 °C cMecu 9TaHoJI-yKCYCHOM KMCJIOTBI B COOTHOIIEHUT
3:1, npuroroBieHHON ex tempore (Iiepei UCIIOIb30BAHUEM).
[Tocne okoHuYaTeTBHOTO TEHTPUMYTUPOBAHUS U YIAJICHUS CY-
MepHaTaHTa CYCIIEH3MIO KJIETOK PACKAIBIBAJIN Ha OXJIAXK/IEHHBIE
BJIAJKHBIE CTEKJIA W BBICYIIUBATN Ha Bo3ayxe. OKparinBamie
npenapatoB npoBoiin GTG-meronom [2]. s kaxmoro narm-
enTa aHammsnposBasn 15—30 MeTadasHbIX MIIACTIHHOK € pa3perie-
HieMm 550 cerMeHTOB Ha rarionaHblil Habop [5].

[TarenTaM ¢ HapyIIeHUeM cliepMaTOreHe3a POBOIUIIH MO-
JIEKYJISIPHO-IIUTOTeHeTHYeCKOe nccireosanme metogom FISH na
CHEPMaTO30M/Iax C Mpe/BapuUTeabHON nX Aekongecanueil. C ie-
JIBIO OTIpEeJIeJICHUsI YPOBHSI aHEYIJIOWANN CIIePMaTO30UIOB UC-
MOJIB30BAJIM MHOTOTIBETHYO P00y AneuVysion /st XpOMOCOM
X, Y, 18, 13, 21 (Abbott-Vysis, USA).
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[ToaroToBKy mpenapaToB MPOBOIIIN HEMOCPEACTBEHHO TTOC-
Jie ¢lauk TAlMeHTOM 9s1KysTa. HeoOXomMblii 00beM CriepMbl
MoMeIaJIn B IPOOUPKY U TPUAKIbI OTMbIBasN (hocdaTHbIM Oy de-
POM, TTOCJIe YeTo PacKaIbIBaIN Ha CTEKJIA U CYmuan 1 4 mpu tem-
neparype +50 °C. 3areM cTeKJIa Oy CKaIu B eMKOCTD € (huKcaro-
pom u octasisaau Ha 18 1 nmpu remneparype -20 °C. Ilo npormec-
TBUU YKA3aHHOTO BPEMEHU TIPOBOUIN TEKOHIEHCAINIO MTyTeM
unkybaiuu B 0,1N pactBope HaTpusi THIAPOKCH/A, TOCTIE Yero
cTeksIa cnojiackuBaau B pocdarnom Gydepe u pocynInBajin Ha
Bozayxe. Jlajee IPOBOAMIN TIPEATNOPUAM3AIIMOHHYIO TOATOTOB-
Ky npenapara 1 HaHocuau npobsl CEP 18/X/Y u LST 13/21 Ha
MIPeJIBAPUTENLHO OTMedeHHble 30HbI ruGpuansanun. CTeKsIo ¢
HAHECEHHBIMH 30H/IaMU MIOMEIAIu B TMOPUANZATOP € YCTAHOB-
JIEHHOHW [IPOTrpaMMOii JIeHaTypaIiu U TUOPUUBAIIAN [TPU TEMITe-
patype +37 °C ¢ iimtelbHOCTBIO OT 4 710 12 4. 3aTem /s ynase-
HUSL HErMOPUAMB0BABIINXCS TIPO0, a TaKKe C HeJTbI0 yMEHbIIe-
HUSL KPOCC-THOPUAN3AINK alb(OUIHBIX OCTEA0BATENBHOCTEH ¢
HEHTPOMEPHBIMHU YYACTKAMHU JIPYTUX XPOMOCOM, CTEKJIA TOJIBEP-
raioT oTMbIBKe. /lasiee mpenapaThl OKPAIINBAIOT U TPOBOISIT Je-
TeKIUIO (QIIIOOPECIIEHTHBIX CUTHAJIOB COIJIACHO CTAHIAPTHOMY
MPOTOKOITY. MUKPOCKOIIMIECKHIT aHalIn3 OCYIIECTBISIOT C HC-

[OJIb30BaHUEM (DJIIOOPECIIEHTHOTO MUKPOCKOIIA, 000PY/I0BAHHO-
TO COOTBETCTBYIONMNM HabOPOM (IIBTPOB U TIPOrPAMMOI aBTO-
MaTndeckoil 06paboTKM M300paKeHws, B JAHHOM CJIydae Tpo-
rpamma ISIS. [lns uccnenoBanust ypoBHST aHEYIJIOUINI B cliep-
Matozouzax nposozauian ananus 1000 knerok [7, 8].

PE3YJIbTATblI UCCJIEOOBAHUSA
N NX OBCYXXOEHUE

Hapymenue cnepmaTtorenesa BblsiBjieHO y 147 mainumeHTos,
41O cocTaBisieT 32,2% oT 06IIEero KOJMYeCTBa aHaTU3HPYEMbIX
cayydaes (tabu. 1).

B cBo10 ouepesb TpyIIIa HAMEHTOB ¢ HAPYIIEHNUEM CIiepMa-
ToreHe3a OblIa TPECTaBICHA TAKUMU BapUAHTAMU MATOCTIEP-
MuH, Kak azoocrepmust (129 narmeHToB), actenozoocrepmus (6
MAIMEHTOB), OJIMTOACTEHO300CTIEPMUS (4 TIAIIMEeHTa), OJIMT0300-
CIIEPMUSI, ACTEHOTEPATO300CIIEPMIS, KPUIITO300CIIEPMILS, aMUO-
acreHoteparozoocnepmus (1o 2 maruenTa) (tabi. 2).

B cooTBeTcTBUM C IUTOTEHETHYECKUM aHATM30M aHOMAJINH
kapuorutia coctaBuiu 14,9% ciydaes ot 0011ero kosmiectsa 06-
CJIe/lyeMbIX TIAIIUEHTOB, TO €CTh Y 68 My KUMH ObLIIN ONPe/eIeHbI
OITICAHHbIE BBIIIle U3MEHEHWsI CTPYKTYPBI XpoMocoM. B tabu. 3

KonuuecTtBo 00cnepnoBaHHbIX GONbHBLIX U yAENbHbIA BEC NALMEHTOB C narocnepmueit reoma 1
MauuneHTsl 2009r. 2010r. 2011 r. Bcero
O6bLee KONNMYEeCTBO NALMEHTOB, KOTOPbLIM MPOBOAUIIN KAPUOTUNNPOBaHNE 146 195 115 456
KonnyecTBo nauMeHTOB C HapyLleHMeM cnepmMartoreHesa 36 58 53 147
% 24,7 29,7 46,0 32,2
Tabnmua 2
XapaktepucTuKa nauMeHToB C HapylleHUSMU criepmaroreHesa
HapyweHus cnepmatoreHesa 2009 . 2010r. 2011 r. Bcero
A3oocnepmus 33 52 44 129
AcTeHo300cnepmMmus 1 2 3 6
OnuroacTteHo3oocnepmMmus - 2 2 4
Onurosoocnepmus - 1 2 3
AcTeHoTepaTo300cnepmMums 1 - 1 2
KpunTto3zoocnepmus 1 - 1 2
AMMoacTeHoTeEPaTO300CNEPMUS - 1 - 1
Bcero 147
Tabmmua 3
KonuyecteeHHas xapaktepucTtuka aHOManui Kapuoruna
Mokasatenun 2009 . 2010r. 2011 r. Bcero
O6uiee KOMYECTBO NaLMEHTOB, KOTOPbIM MPOBOAUAN KapUOTUNMPOBaHNE 146 195 115 456
KonnyecTso nauMeHTOB C aHOManMaMun kapmuoTuna 20 29 19 68
% 13,7 14,9 16,5 14,9
TpaHcnokaumm 3 3 2 8
Cunpgpom Knaiindenstepa 1 3 1 5
MHBepcun 4 6 3 13
YBenuyeHne retepoxpoMaTMHOBOIO panoHa ayTocom 2 5 3 10
YBeNNYeHNe reTepoxpomMaTMHOBOro paioHa XpoMocombl Y - 3 - 3
YMeHbLUEHNe reTepoxpoMaTMHOBOro parioHa XpOMOCOMbI Y 5 6 15
YBenuyeHne CnyTHUKOB U CMYTHUYHBIX HUTEN aKPOLLEHTPUYECKUX XPOMOCOM 8 19
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YpenbHblii BeC aHOManuii KapmoTuna cpeav NauUeHToB C HapylleHWeM cnepmatoreHesa faonma 4
MNMokasaTtenu 2009 2010r. 2011 r. Bcero
KonnyecTBo nauMeHTOB C HApyLUEHWEM cepMaToreHe3a 36 58 53 147
KonnyecTtBo nauneHToB ¢ aHOManuaMmn kapuoTuna 5 12 9 26
% 13,9 20,7 17 17,7
TpaHcnokaumn 2 - 1 3
Cungpom KnanHdenbtepa 1 3 1 5
MHBepcun - 3 1 4
YBennyeHne reTepoxpoMaTMHOBOrO panoHa ayTocoM - 1 2 3
YBenuyeHne reTepoxpoMaTMHOBOro pamnoHa XpoMocoMbl Y - 2 1 3
YMeHbLUeHne reTepoxpoMaTUHOBOro panoHa XpoOMoCoMbl Y 2 2 1 5
YBenmyeHne CnyTHUKOB U CMYTHUYHBIX HATEN akpOLEHTPUYECKMX XPOMOCOM - 2 2 4
[IPE/ICTAaBJIeHbl O0IIMe KOJMYECTBEHHbIE XapaKTePUCTUKU aHO- Tabmmua 5

MaJINi KapuoTHIIA.

[Tpu paccMoTpeHUH KAPUOTUIIOB TPYIIIIBI ATIUEHTOB € HAPY-
HIEHWEM CIEePMATOreHe3a OKa3aJoCh, YTO MPOIEHT AHOMAJIUN
CTPYKTYPBI XPOMOCOM BbITIe 1 cocTasisiet 17,7 %, ato npusee-
HO B TalL. 4.

ITo aHHBIM MOJIEKYJISIPHO-IIATOTEHETHIECKOTO aHAIN3a Me-
Togom FISH ypoBenb aneymionanii B criepMato3oniaXx Obla B
Juarnasote ot 2,5% 10 15,4%, Torja kak B HOpMe IPOLEHT Hepac-
XOJK/IEHUI XPOMOCOM He JI0JKeH npeBbiath 2,5% [7]. [Tpu ana-
JIM3e CIIEPMATO30M/I0B BCTPEYATICH TAKIE BAPHAHTDI AHEYILION-
i, Kak Hasrume AByX 1os10Bbix XpomocoM (XX, YY, XY) niun
HYJIICOMUSI TI0 TI0JIOBBIM XPOMOCOMAM, HAJTMY1e HECKOJIbKUX M0-
JIOBBIX XpoMocoM u aytocoMm (XXY 1818, XX 1818, XY 1818,
XYY 1818), nynucomus 1o ayrocoMusM xpomocomam (X, Y,
13,21 ), npucyrcrBue Heckorbkux aytocom (1313 21, 13 2121,
1313 2121).

Takum 06pazoM, ObLIO YCTAHOBJIEHO, YTO HEPACXOKIEHUE TI0
MOJIOBBIM XpOMOcOMam cocTtaBuiio ot 1,2% 1o 2,5%, no xpomoco-
Me 18 BapuabenbHOCTD MOKazaress Obia ot 0,4% 1o 2,1%. Ypo-
BEeHb AHEYIIOU/INIT XPOMOCOMbI 13 Gbll yCTAHOBJIEH B IMana3o-
He ot 0,5% 10 3,5%, a o xpomocome 21 mokaszaresb HepacXox/e-
HUsT Haxoauiics B ipeesax ot 0 1o 8,7% mpu ToM, 4TO YPOBEHD
AHEYIJIONIMU B HOPME 10 OJIHOM XPOMOCOME He [HOJIKEH ObITh
sorimre 0,5% [3, 7].

Jlist oOHAPYKEHUST JIeJeIUi TPUMEHSIII MYJIbTHIIIIEKCHYIO
aMIUIMGUKAIUIO COMJIACHO PYKOBOJCTBY, IIPEJIOKEHHOMY
Simoni u coasropamu [10, 11]. [lenenun neTeKTUPOBAIN B PETU-
onax AZF nokyca Y-XpoMOCOMBI ¢ TOMOTIBIO careyiomnx STS’s-
MapKepoB:

sY746, sY84; sY85; sY86; USP9Y; RBMY1; sY117;
sY124;sY127;sY134;sY141;sY153; sY240; sY146; sY254;
sY255; sY158; sY160.

[To suTepaTypHBIM JaHHBIM, YACTOTa JeJielinii Jokyca AZF
cocTasigeT 7,5% B PasinyuHbIX momyssanusax [11].

B pesyzbrare naniero uccsenoBanus genennu Jokyca AZF B
BBIGOPKE BOMBHBIX (55 TMaIMeHToB) OBl 06HAPYsKEHDB B 3,6%
CJTy4aeB, a IMEHHO — Y ABYX TIAIIMEHTOB ¢ azoocrepmuein (4,8%
cirydaeB Juis JanHoil rpyumst) (tabi. 5). Pasiuuue B rosydyeH-
HBIX HAMU MOKA3aTeJsIX U JIAHHBIX, OTPAXKEHHBIX B JIOCTYIHON
JIATEPATYPE NCCIEOBAHMIA, MOTYT OBITH OOYCJIOBIEHBI HEMHOTO-
YKCJIEHHOU TPYIIIOi 006CIeI0BAHHBIX.

Tot akT, 4T0 Bee MUKPOZIeIelin ObLII BbISIBJICHBI B JIOKYCeE
AZFc xpomocombl Y, yKa3bIBaeT Ha TO, YTO AT MyTallUN 3aHU-
MAIOT IIPEBAJMPYIOIIee MeCTO cpean Mukposesennii AZF jnoky-
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BctpeuaemocTtb geneumu Y-XpoMOCOMbI
cpeau oOcnepyeMbiX NMaLUeHTOB

KonunyectBo KonunyectBo
MaTonorusa 006cnefoBaHHbIX BbiSIBJIEHHbIX
nauueHToB aAeneuun
Azoocnepmus 42 2 4,8
Onurozoocnepmums 8 - -
AcTteHo3o0cnepmumst 4 - -
Acnepmus 1 - -
Bcero 55 2 3,6

COB XPOMOCOMBI Y, 9TO TAKIKe COBITAJIAET C MHEHUEM [[PYTHX aB-
TopoB [11]. YunuThIBasg BBICOKHIT YPOBEHDL CIIEPMATO30UIOB C
XPOMOCOMHBIME abeppanusMu Yy HalUeHTOB HPOrpaMMbl
MNKCU, Mbl peKOMEH/LyeM UCCJIE0BATH UX TT0JIOBbIE KJIETKH Ha
YPOBEHb AHEYIIOW/INH TIePe]] MCII0Ib30BAHNEM BCIIOMOTATEb-
HBIX PETPOAYKTHUBHBIX TEXHOJIOTUIA JIJISI YCTAHOBJIEHUS TTOTEH-
[[MAJIbHOTO PUCKA MOSBJIEHKS B TIOTOMCTBE peOeHKa ¢ reHeTHye-
ckoii narosiorueii. iconpzosanue B mporpamme MKCU ramer
C XPOMOCOMHBIMHU U3MEHEHUSIMU MOKET HETaTUBHO BJUSTH HA
3(bdEKTUBHOCTD MPOTPAMMBI ¥ IPUBECTH K POKIACHUIO JETE €
XPOMOCOMHBIME abepparusiMu. Takum 06pa3oM, CyTpyKeCKUM
mapaM, y Myskeil KOTOPBIX B CIIEPMATO30MaX UMEETCSI TTOBbI-
[IEHHAsT Y4acTOTa AaHEYIIOW/INH, PEKOMEHYETCs MPOBeIeHUe
MPENMIJIAHTAIIMONHON NIV WHBA3UBHOW MPEHATATIBHON jna-
THOCTHUKH.

BbiBO4bl

Tenernueckoe oOcieloBaHKe TIAIIMEHTOB ¢ HAPYIIEHUEM pe-
MIPOYKTUBHOM (DYHKIINN UMeeT BaKHOE 3HAUCHUE BBUJLY BBISB-
JIEHUST Y HUX BBICOKON YaCTOTBI TEHETHUECKUX MYyTaIlNI.

3HaHUS 0 YaCTOTe M XapaKTepe reHeTUYeCKUX HapyIeHui y
MAIMEHTOB C HAPYIIEHUEM PENPOAYKTHUBHON (OYHKITIH TI03BOJISAT
YIAYYIIHUTD JIedeOHO-UarHOCTUYECKYI0 U KOHCYJIbTaTHBHO-[1a-
THOCTHYECKYIO TIOMOIIb CYTIPYKECKMM TIapaM ¢ Oecruiofuem, a
Takyke COBEPIIEHCTBOBATD MEPOIIPUSTHS, HATIPABJIEHHbIE Ha TIPO-
unakTuky Gecrronus.

PesysibTaThl MPOBEAECHHOTO 00C/IEM0BAHMS CBUIETEILCTBY-
10T 0 HeOGXOAMMOCTHU Pa3pabOTKK U LIMPOKOIO BHEAPEHM B Me-
JIUITTHCKYIO TTPAKTUKY TPOMUIAKTUYECKUX MEPOIIPUSTHIA, B 4aCT-
HOCTU TIPEUMILIAHTAIMOHHON T'€HEeTUYECKOHN AMarHOCTUKU, KO-
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TOpast IPOBOJIUTCSI B PAMKaX MTPOTPAMMBI 9KCTPAKOPIIOPAJIHHOTO
OIIOZIOTBOPEHUS U JIA€T BO3MOKHOCTh TEHETHUECKON CeJIeKITHH
HMOPUOHOB Y TIAIIMEHTOB ¢ TEHETUYECKUMU HAPYIIEHUSIMHL.

[To pexomMeHIAIINN MEKYHAPOIHBIX OPraHU3AII, 3aHNMa-
ommxcest npobreMaMu Gecrozust, WHGEPTHIIBHBIM TTAIIUEHTAM,
KOTOPBIM HazHaueHo Jedenue ¢ nomornibio MKCH, crenyer mpo-
BOJIUTH TEHETUYECKUE KOHCYJIbTAIMU 1 HAPSIY C KAPUOTUIIUPO-
BaHUEM BBITIOJHATH aHam3 AZF-yuyactka Y-xpomocomsbl. /laib-
HEHIINe MCCIeI0BAHNS TTI03BOJISAT BBISICHUTD HATOTCHETHYECKYTO
3HAYUMOCTD PA3JIUYHBIX THIIOB MUKPOCTPYKTYPHBIX MTEPECTPOEK
Y-XpPOMOCOMBI, a TAaK)Ke YCTAHOBUTD (haKTOPbI, BJAUSIONINE HA UX
9KCIPECCUBHOCTb.

AHOoManii cTaTeBMX XPOMOCOM Y pa3i 4oJ0Bi4Oi
iHpepTunbHOCTI
0.A4. Hikitin, C.B. Bazanuubka

TIpoaHaizoBaHo pesyJbTarit 06CTeKEHHs 456 TAIEHTIB, SIKUM POBO-
JJIOCH KapioTuiryBaHHs. [lopymieHns criepmaToreHe3y BUABIEHO y 147
MATEHTIB, 0 cKIamac 32,2%. BiAmoBiIHO 10 IUTOreHeTUIHOTO AHATI3Y
anoMatii kapioruiy cknanu 14,9% sunazkie, To6to y 68 YosoBikis Gyiu
BU3HAUEHi HaBe/IeHi BUIIE 3MIHN CTPYKTYPU XPOMOCOM.

Henertii sokycy AZF Oynu Busisiieni B 3,6% BUIAJIKIB, a came — y JIBOX
HalienTis 3 azoocrepmieio (4,8% BUIAJKIB /15 JAHOT TPYIIN).
IndeprunpHuM namienTaM, SKUM IPU3HAYCHO JIIKYBAHHS 3a J[OIIOMO-
roto IKCI, caig mpoBouTH reHeTHYHi KOHCYJIbTAILil i pa3oM 3 Kapior-
WITyBaHHSAM BHKOHYBaTH aHaniz AZF-pingnkn Y-xpomocomu. Ilo-
MBI JOCHIPKEHHS J03BOJIATH 3'SACyBAaTH HMATOTCHETHYHY 3HA-
YYICTD PIBHUX THIIB MiKPOCTPYKTYPHUX 11epebya0B Y-XPOMOCOMH, a
TAKO’K BCTAHOBUTH (DAKTOPH, IO BILTMBAIOTDH HA IX €KCIIPECUBHICTb.
Kniouosi caosa: nopywenns penpolyxmuenoi (Qyukuii, xpomocommi
anomanii, cnepmamozenes.

Anomalies of sex chromosomes in male infertility
O. Nikitin, S.V. Bazalitska

Analyzed the results of a survey 456 patients who underwent kary-
otyping. Disruption of spermatogenesis was detected in 147 patients,
accounting for 32,2%. In accordance with the cytogeneticanalysis of
karyotype abnormalities were 14,9% of cases, the total number of
patients under investigation 68 men have been identified above
changes in the structure of chromosomes.

The study of locus deletions AZF were detected in 3,6% of cases, name-
ly — in two patients with azoospermia (4,8% of cases for this group).

300POBbE MY>X4YMHbI N°4 2011

Infertile patients, who received treatment with ICSI, should be carried
out genetic counseling and, in addition to karyotyping, review AZF-site
Y-chromosome. Further studies will clarify the pathogenetic signifi-
cance of different types of microstructure of Y-chromosome rearrange-
ments, as well as to identify factors influencing their expressiveness.

Key words: reproductive disorders, chromosomal abnormalities, sper-

matogtnesis.
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