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€CILIOIUE OIpPENeNAeTCs KAK HEBO3MOXHOCTD 3a4aTh

pebeHKa B TeUeH e OHOTO Tojia CeKCyallbHON aKTHBHO-

' ctun 6e3 nmpenoxpaHenus. becmonuem crpagaeT okoiIo

15% map 1o BceMy MUpY, U IPAKTUYECKH B TIOJIOBHHE CITydaeB
Gecruionue 00yCI0BIEHO MYXKCKUM (axkTopoM [1, 2].

Myxckoe 6ecruonue (MB) — npobnema 31paBooxpaHeHuUs
MHUPOBOTo Macurada. B BocTounsix cTpanax y 15% map ana-
rHoctupyetrcs Mb. B 50% ciydaeB mpoOnema 3akirodanach
MU TOJBKO B MY>KCKOM (paKkTOpe, MM B KOMOWHAITHH C JKEH-
ckumu ¢axropamu Oecruoausa. Ha myxckyto ¢hepTHILHOCTD
BIIUSIIOT HECKOJBKO (pakTopoB [3], B TOM YMCIIE TOpMalIbHBIC
HapyIIeHUs, dPEeKTUIbHAS AUCHYHKIHS, HH)EKINH, aHTH-
crepMaibHble aHTUTENA, BO3AEHCTBIE XMMUUECKUX ar€HTOB U
pazuanuu, pak ssu4ka, Bapukolesue, FeHeTuIeckue (PakTophl U
npoune (Tabin. 1). Takum o6pazom, Mb MoxeT ObITH onperne-
JICHO KaK MYJIbTH(AKTOPATbHBIA CHHIPOM, BKIIOYAIONIHH B
ce0s pa3TMYHbIe YCIOBUS M IPHYHHBI BOSHHUKHOBEHUs. Kpome
TOrO, Ha (EPTUIBHOCTD BIUSET 00pa3 XKU3HU, FKoIorHs [4, 5]
U KypeHue [6], oka3bIBas BIMSHUE HA TAMETO U SMOPHUOTEHES.
VY GecriogHbIX MyX4HMH 0e3 3a0oeBanuil ((PaKTOPOB pUCKA)
7 HOPMaJBHBIMH ITapaMeTpaMH CHEPMBI TUATHOCTUPYETCS
«UANOMATHYECKOE OSCIIOnue.

Wnnonarnueckoe OecIuIoane Jalle BCero 00bsICHAETCS 0-
BPEXKIIAIOLIHM JiciicTBHEM cBOOOIHBIX paaukaios Ha JITHK criep-
MaTO30HI0B, a TAKKe HAININEM TeHETHIECKUX aHOMAITHH.

B npornecc cnepmarorenesa BosiedeHo okono 10% reHos.
l'enernyeckue anomanuu coctapisitoT 15-30% B cTpyKType
sTroioruu MB, HEKOTOpBIe U3 HUX YacTUYHO oOpaTtuMsl. ITo-
CJIEICTBHEM MOJIEKYJISIPHBIX Je()EKTOB U TeHETUUECKHX aJbTe-
paruii ABISAIOTCS HapyIIeHHe (QU3HOIOTMYECKHX IPOLECCOB
— CHHTE3 FOPMOHOB, CIIEpMATOreHe3a U HapylleHHe KauecTBa
crepMsl [13]. B cBsI3u ¢ 3TUM MIHMPOKO Pa3BUTHI U BHEIPEHEI
BCIIOMOTATeNbHbIC penpoayKTHBHbIC TexHonoruu (BPT), ko-
TOpBIE TTO3BOJISIOT, HA CETONHSLIHUI IeHb, HE TOJBKO ITOHATD
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Tabnuua 1 — Hanbonee 4YacTble NMPMUMHBI MYMCKOTO
6ecnnoaus

MpoueHT Nccne-
MpuunHa

BbISIBIIEHWs1 | JOBaHus
Bapukouene 37-40% [7]
SHAOKPHHHbIE HaPYLLEHMs >20% [8]
MHdpeKuum nonoebix NyTen 8-35% [9]
HapylweHne dyHKUMM auuek 9% [10]
leHeTHYeckHne HapyLleHus 15-30% [1]
AHTUCIEepManbHblE aHTUTENA 8-19% [11]
Npmonatmueckoe 6ecnnogme 15-25% [12]

NpUYMHY OECIIOANs, HO M MPOTHO3UPOBATh MCXOJ JICUCHUS
OecCIUIONHBIX map.

XpOMOCOMHBIE aHOMAJIMU BKJIIOUAIOT B ce0s KaK KOJHU-
YEeCTBEHHBIC, TaK M CTPYKTYpHBIE XPOMOCOMHEIE abeppaluy,
KOTOpBIE SBJISIOTCS JIOCTaTOYHO O0NbIIMMU (>4-5 MO), 4T0OBI
Pa3JIMYUTD 1104 MUKPOCKOIIOM. Ha ux JOJIIO IPUXOAUTCA OKO-
10 5-10% cinyyaes onmurozoocnepmuu U 10 15-25% cinyuaes
HEOOCTPYKTHBHOW a300CTepMUH. TeM He MEeHee ayTOCOMHEIE
CTPYKTYpHBIE XPOMOCOMHBIE aHOMAJIUH SIBIISIOTCS TIaBHOM
NpUYHHOMN oiurozoocnepmun [13, 14, 15].

KonunuectBennblie ab0eparu. OmUOKH KOJTHMUYECTBA XPO-
MocoM — Haubonee vactas npuynHa Mb. Yacrora oOparHO
MIPONOPIMOHANBHA KOJIMYECTBY CIIEPMATO30HI0B B MSIKYJISITE.

47, XXY - cunapom Knaiindensrepa — nHaubonee pac-
IPOCTpaHEHHAasI KOMMYECTBEHHAs! XPOMOCOMHAs aHOMAJIHS U
Hambosee yacTast HpUIMHA a300CIEPMHH, BEIsIBIsIeTCs B 11%
ciydaeB. [[pu4nHON a300CIEPMHUH Y MYKUIHH C CHHIPOMOM
Knaiingenbrepa sBsieTCs AUCTeHe3Hsi CEMEHHBIX KaHaJbIIEB.
WnenTudukanus HOpMaJbHOW KJIETOYHOU JIMHUHU SBISCTCA
KpaifHe Ba)KHBIM MEpOIPHATHEM, IMOCKOJIBKY 3TO CBHUJIE-
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TCJIBCTBYET O HAJIUYNUU OTACIBHBIX O4YaroB Cri€pmMarorcHesa,
U, TaKuM 00pa3oM, SBISIETCS XOPOIINM MPOTHOCTHYECKHM
(dhakropom s BPT [16]. UccnenoBanus XpoMOCOM CIIEPMBI Y
MYX4MH ¢ cuaapomoM Knaitndensrepa nokasany, 4To 1010J1-
HHUTENbHAsi XPOMOCOMa YCTPaHAETCs BO BpeMsl CiepMaToreHe-
3a. HecMoTps Ha TO, 4TO y OOJBIIMHCTBA ACTEH, POXKACHHBIX OT
TaKUX MYXXYHH, HOPMAJILHBIA HA00p XPOMOCOM, PUCK Pa3BHTHS
XPOMOCOMHOM aHOMasuu ocTaercs BblcokuM [17]. YacTora
aHEYTUIOUIMU TI0JIOBOI XpOMOCOMBI BapbupyeT oT 1,5 10 7%
B ciepme KialiHdensTepoBcKkuX M03ankoB U 10 2 10 45% [ 18]
B criepMe MyxuuH 47,XXY 6e3 M03aHYHOTO KAPHOTHIIA.

47, XX, My:k4HHA. DTO HapyILIeHNE BcTpedaeTcs B 1 ciydae
u3 20000 my>xuuH. Bo Bpemst Melio3a NpOUCXOAUT aHOMAJIbHAS
TpaHCIIOKalus OTIOBCKOM Y MarepHaia, B TOM 4ucie 00IacTu
onpeneneHus nojia (red SRY) B X-XxpoMocomy, 4TO IPUBOIMT
K 46, XX XxpoMocoMHOMY Habopy y MyxuuH. Hamuuue rena
SRY BbI3bIBaeT quddhepeHuaniy suuek, Ho OTCYTCTBHE CIIEp-
MaToreHe3a U3-3a OTCYTCTBHS JUIMHHOTO IIeda Y-XPOMOCOMBI.
Takue My>KYMHBI UIMEIOT HOPMAJIBHBIH POCT U pa3BUTHE, B TOM
YHClIe OPraHOB MOYEIIOJIOBOM CHCTEMBI, OHAKO Y HUX YacTO
BBISIBJIIIOTCS TUIIOCHAAUY U KpUNTOpxu3M [19].

CrpykrypHble abeppaunuu. Tpanciaokanus. TpaHncioka-
st Pobeprcona Berpeuaercst B 1:1000 ciyuaeB u Haubomee
pacmpocTpaHeHHas CTPYKTypHas aHOMaJus y OeCIUTOIHBIX
myxuuH [20, 21]. Tpancnokanus Pobeprcona npoucxoaur
BCJICJICTBUE CIIUSIHUS JUIMHHBIX 114 2 aKPOLUEHTPUYHBIX XPOMO-
com (D: 13,14,15u G:21,22 u Y). KoHieHCHpOBaHHBIE KOPOTKHE
TUIEYH XPOMOCOM B OCHOBHOM TEPSIOTCS, H, CIIEOBAaTEIBHO,
HOCHTEJb IMEeT XPOMOCOMHEIH Habop u3 45 xpomocom. Korna
XPOMOCOMBI IPYIIHUPYIOTCSL BO BpeMsl Me#03a, MOT'YT BO3HU-
KaTb U TPUBAJICHTHBIC I'PYIIIIbI, U B PE3YJIbTATC I'aMEThl MOI'YT
OBITH MITH XPOMOCOMHO-HOPMAJIBHBIMU, W aHEYIUIONIHBIMH
C JIOTIOJHUTENBHBIM WM OTCYTCTBYIOLIMM JUTMHHBIM IIEIOM
XPOMOCOMBL.

Larysa Y ¢ coaBT. B cBOEM HCCIIEJOBAaHUU 9 MYXKUUH C
TpaHcnokaiuei PobeprcoHa BBISBUIIN, YTO YaCTOTA CIIEPMBI C
aNbTEPHATHBHON Cerperanyeil 1 HOpMaJIbHBIM XPOMOCOMHBIM
HabopoM coctaBinsieT ot 68 no 94,4% (B cpennem 79,2+8.4).
Cerperanus Obu1a o0HapyxeHa B 17,9+7,3% cnepmaTo3ouoB
(5,6% 1o 29%) [22].

PeunnpoxHas Ttpancjaokanus. PerunpokHas TpaHCIo-
Kallisl MPOUCXOIUT MPU OOMEHE TeHETHYECKUM MaTepPHATIOM
MEK/ly HSTOMOTE€HHBIMH XpPOMOCOMaMH. JTa [1aTOJIOT sl BCTPE-
yaercs y 1,17% Oecrumoganbix myxuuH [23]. Bo Bpems meiiosza
4 XpOMOCOMBI TPYIIIHUPYIOTCS U Pa3ACISIOTCS, B PE3ybTaTe
BBISIBJISIETCS] BHICOKAsI YAaCTOTA HECTAOMIIBHBIX XPOMOCOM ITO
CpaBHEHHMIO ¢ TpaHciokalueld Pobeprcona.

Puck melioTH4ecKuX HapyIeHU B OCHOBHOM ONpeeseTcs
XapaKTePOM BOBJIEUEHHBIX XPOMOCOM M TOUKOH NX MOPaKEHHUSI.

BonpmMHCTBO TakuX HapyLIEHHH MPUBOAUT K THOETH IIIONA.
CpenHsist 9acToTa BBISIBJICHHS TPaHCIOKAWil B MPEHATATBHOM
JIMarHoCTUKe cocrapisieT 12% [24].

HNuBepcuu. DTO CUMMETPUYHBIE CTPYKTYpHBIE mepe-
CTpOHKH XpoMocoM BesiBisA0TCA B 10-15% ciayyaeB B npeHa-
TanpHOM auarnoctuke [25] u B 0,1% y GecIIogHBIX MYXIUH
[23]. MuBepcueil Ha3bIBAIOT IOBOPOT y4aCTKa XPOMOCOMBI Ha
180°. ITpu nHBEPCHUSIX HE MPOUCXOIUT NOTEPU FTEHETHYECKOTO
Marepuaa, Mo3TOMY MHBEPCHUH, KaK IPABUIIO, HE BIMSIOT
Ha (¢eHoTun Hocutensi. OHAKO, €CIIH Y TETEPO3UroT 10 HH-
BEpPCHsIM (TO €CTh Yy OpraHu3Ma, HECyIIero Kak HOpMaJIbHYIO
XpOMOCOMY, TaK U XpOMOCOMY C UHBEpCHUEil) B Ipolecce rame-
TOTeHEe3a NP MeH03e IPOUCXOANT KPOCCHHIOBED B Ipeenax
WHBEPTHPOBAHHOTO YYacTKa, TO CYLIECTBYET BEPOSTHOCTD
(bopMupOBaHUs aHOMAIIBHBIX XPOMOCOM, YTO B CBOIO OYepeib
MOXET NMPUBECTH K YACTHYHON SIMMUHAIIMH MTOJIOBBIX KIIETOK,
a Taxke pOpPMHUPOBAHUIO raMeT ¢ HecOaTaHCHPOBAHHBIM Ie-
HETHYECKHM MaTepUaJIOM.

WHBepcuu MOTyT OBITH HapaleHTPUUIECKHMHU (IIepeioM
MIPOMCXOIUT B IpejesiaX OJHOIo IJieda XpOMOCOMBI, 6e3 Bo-
BJICUEHHUS LIEHTPOMEPHI) U INEPULICHTPUUECKUMU (BKIIIOUAETCS
LEHTpOMepa, IPOUCXOANT NEePECTPOKa U HAa KOPOTKOM, M Ha
JUTMHHOM IUT€YaX XPOMOCOMBI).

loHanHbIi MO3aULIU3M JUATHOCTUPYETCS y MYXKYHH C
HOpPMaJbHBIM KapHOTHIIOM, OJHAKO C aHOMaJIbHBIMHU I10-
JIOBBIMHU KJIeTKaMHU. OHHU BBISBIISIOTCS TOJBKO IIPU OHONCHH
suyka. MccinenoBanns MOKa3bIBAIOT, YTO TOHATHBIH MO3au-
ou3M BeIsIBIIsIeTCs Y 1-17% Gecrmonubix MykauH [26]. Kpome
TOTO, UCCIIEAOBAHUS MTOKA3bIBAIOT, YTO HAJIMYHE XPOCOMHBIX
aHOMaJIM{ y pOJUTEIICH 3HAUUTEIbHO yBEIMYNBACT PUCK pas3-
BUTHS TOHAIHOTO Mo3auu3Ma y nereil. CymiecTByeT TakKe
MPENINONIOKEHNE, YTO aHOMAIHH LEHTPOCOMBI BOSHHKAIOT
MIPH XUPYPrudecky 3a0paHHOM CIIEpMBI, YTO B JajbHEHIIEM
CrocoOCTBYEeT HapYUICHUSIM MHTO3a U BOSHMKHOBEHUIO MO-
3aunu3ma y gerei [27].

I'enbl, acconuupoBanHbIe ¢ 6ecniioanem. Y xpomocoma. Y
XPOMOCOMa — OJTHA U3 MAJIEHHKHX YEeJIOBEYECKUX XpoMocoM (60
MO0) u Becbma nonumophHa 1o Beeii JuimHe. Ha ceropns u3Becr-
HO OK0JIO 156 eMHUIl TPAaHCKPHUIIUHY, 78 TE€HOB, KOAUPYIOMINX
6enku, u 27 OenkoB (9 Ha Yp u 18 Ha Y(q), 3aK0AMPOBaHHBIX Ha
3TON XpOMOCOME.

Y xpomMocoMa pazziesieHa Ha 7 A€IELIMOHHBIX UHTEPBAJIOB,
OTBETCTBEHHbIE YYACTKHU 33 CIEPMATOreHe3 — 5 U 6 MHTEpBaJIbI.
Jmaa syxpomaruaoBoii [IHK mocnenoBarensHOCTH COCTaBIISI-
et 23 MO, Bkiroyast 8 MO kopotkoro 1uieda u 14,5 MO imH-
Horo rmieva (puc. 1). CymecTBytor 3 kilacca 3yXpOMaTHHHOM
[IOCIIEA0BATEIbHOCTH:

1. Kotopbie ObLTH TPaHCIIOHUPOBAHBI ¢ X XPOMOCOMBI B IPO-
ecce 3BOJTIOUUH Y XpOMOCOMBI (X-TpaHCIIOHMPOBAHHBIE).

-
=]

14.5 Mb

|11 I S I IS I O —

Mon Recombining (Male specific) Region

-
=]
8 Mb

1 Mb

Pucyrok 1 — CtpoeHue Y xpomocombi
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2. CxozHbIe ¢ ocnenoBarenbHoi nHGopmanueit Ha X xpo-
MocoMme (X-IereHepaTuBHEIE).

3. [ToBropstommuecs OJIOKK HAa MPOTSDKEHUH MPOKCHMAITb-
HOTO KOPOTKOIO IUIeYa W JJIMHHOTO Iuieda Y XPOMOCOMBI
(aMIUTHKOHBI).

X-TpaHCTIOHUPOBAHHBIE YYACTKH Ha CETOJHS HEJOCTaTOU-
HO WM3yYEHBI, BBISBIICHBI TeHBI, KOAUPYIOIINE JIBa BUIA Oelka.
X-/iereHepaTuBHbIE CETMEHTHI B LIEJIOM COCTaBIAOT 8,5 MO u
YCESIHbl YHUKAJIbHBIMA HEKOITMPYEMBIMH T€HAMU HJTH TICEBO-
reHaMH, KOTOPbIE B OCHOBHOM 9KCIPECCHUPYIOTCS IOBCEMECTHO
(T.e. IPOSBIAIOTCS B PAa3IMYHBIX OpraHax B OpPraHU3Me U He
OTPaHWYMBAIOTCS CreUU(UYHON TKAaHBbIO MM opraHom). ['en
SRY, orBeuatomuii 3a nupdepeHIranmo noiaa, HaXoauTcs
MMEHHO Ha 3ToM yuyactke. SRY oTBedaeT 3a BEIpabOTKy (akTo-
OB TPAHCKPHIILIUK T€HOB, OTBEYAIOIIIUX 32 ITOJIOBYO A depeH-
LOUALUIO MYXXYHH. DTH T'eHbI B yuacTke AZFa Taroke HaxomsaTcs
B X-/1ereHepaTuBHOM cerMeHTe. CaMbIM CIIOXKHBIM Y4aCTKOM Y
XPOMOCOMBI SBJIAIOTCS YHUKAJIbHBIC aMIUIMKOHUYICCKUEC YHIACTKH
JuiHOH okoo 10,5 M6 [28].

AMILTIKOHBI — 3TO OJTOK CXO)KUX HYKJIGOTHIHBIX IIOCIIEI0BA-
TEJIBHOCTEH, KOTOPbIE HAXOATCS B CEIbMOM CETMEHTE U BCTpe-
4JaroTcsa B 06OI/IX eyax XxpoMOCOMBI. AMITUKOHBI coacpKar B
cebe camoe O0JBIIOE KOIUYECTBO TEHOB XPOMOCOMBI, KOTOpPBIC
KOJMPYIOT (IKCIPECCUPYIOT) UCKITIOUUTEIHHO PabOTy U CTPYK-
Typy SIMYEK U CeKcyalbHOe noseaenue. Takue reHsl, kak AZFb
u AZFc, TaKke JIOKaJIn30BaHbl B aMILTHKOHAaX. COBOKYITHOCTb
aMIUTUKOHOB (opMupyeT 8 manuaapomoB. [Tanmuuaapom — 3to
nocienosarenbHOCTh JJHK, conepxamas paznnansie ammim-
KOHBI, SIBJISICTCSI TAHJEMHBIM HHBEPTUPOBAHHBIM ITOBTOPOM
XxpoMocoMbl. ITaTuHAPOMBI UrpaloT BaXKHYIO poilb B obecrie-
YCHUHU NPOLECCOB TCPMUHAIINU TPAHCKPUIIIIUHU. BonpmmucTBO
M3BECTHBIX T€HOB, OTCYTCTBYIOIIUE y OSCIIOMHBIX MY)KUHH,
HaxXOISTCS B MAMHIPOMHBIX ydacTkax Yq [28, 29].

Muxpoaesrenun Y XpoM0OCOMbI. MUKpOAENELHUHU JITUHHOTO
wieda Y XpoOMOCOMBI — OTHH M3 Hanbosee pacipoCTpaHEHHBIX
TeHETUYECKUX HApYIICHUH, BEIBISIEMBIX Y OSCIUIOIHBIX MYX-
yuH. Tiepolo and Zuffardi eme B 1976 rogy npeanoiaoxuiu
B3aMMOCBSI3b MY)KCKOTO OeCIUIoust ¢ MUKpoaeieuuei Y xpo-
Mocomsl [30]. Mukponenenust Y XpoMOCOMBI BCTpedaeTcs y
13% Mmy>x4uH ¢ azoocnepmuei, ot 1-7% MyX4HH ¢ TsDKeToH
osuro3oocrepmucii (00bem criepmbt 0,5 MITH/MIT). DTH JETICIHH,
KaK MpaBHJIO, BELIBISIFOTCS B 5 U 6 cerMeHTax Y XpOMOCOMBL.
Hapymenus B 3TUX cerMeHTax 00beAUHSIOT B 00LIHid (hakTop
azoocnepmun (AZF). B AZF pernone HaXoAsTCs NIECTh TEHOB,
crerGUIHO KOAUPYOUIHX padoTy simdek. AZF pernoH cocTout
13 3 HellepeceKaroIX PETHOHOB, 0003Hadaronmxcs kak AZFa,
AZFbu AZFc.

Yuacrok AZFa cocrasnser 400-600 k6 u HaxomuTCcs B
MIPOKCHMAJIHFHOM ydJacTke Aenenuu 5 uarepBana. B AZFa Broi-
JIEJISTIOT J1Ba MpoTenHa, kopupytomue redsl USPOY u DBY. Jle-
nenuu yyactka AZFa xapakrepusytorcs CepToian-KIeTOYHbIM
cugapomomM, tun 1. ITpu Ouoncuu suyex oOHApPYKUBAIOT
YMEpEeHHOE YMEHBIIECHHE Pa3MepOB M3BUTHIX KAaHAJBIEB Ce-
MEHHHUKOB U OTCYTCTBHE 3apOJBINIEBHIX KIeTOK. CeMeHHbIE
KaHaJIbIbI BHICTJIAHBI TOJIBKO KiieTkamu Cepronu. B askymsre
TakuX OOJBHBIX CIIEPMaTO30M/Ibl HE 0OHapyKuBatoTcs [31].

Pa3mep yuactka AZFb cocrasnser oxono 1-3 M6 JJHK
1 HaXOJUTCS B NMPOKCUMAJIBLHOM ydYacTKe AEJIENHH 5 WH-
TepBajia J0 MPOKCHMaJbHOTO KOHIA Aelieuu 6 MHTepBaja
(cybunTepBan 50-6B). Ha yuacTke pacrojioxeH psiji TeHOB
B X-JIer€HEPATUBHBIX yYacTKaX 2yXpOMaTHHA U aMILIUKO-

Hu4yeckux yvactkax. Cpeau Hux resusl cemeiictBa RBMY,
KoAUpYyomye OSNKU IS MOCTPOCSHUSI CrIeUn(pUIHOTO IS SIv-
yek PHK. ['eHBI yKa3aHHOTO yyacTka KOOUPYIOT CHEHU(PHIHO
3apObIIIEBbIE KIETKH U TIEPBUYHBIE CLIEPMATOLUTHL. [leneryn
yuactka AZFb IpuBOIAT K HApYLLIEHHIO MeH03a 1 IIPOSIBIIIOTCSI
HapyUICHUAMH [IEPBUYHOIO CIIEpMaTOTreHe3a.

Yuacrok AZFc cocrasnser 3,5 M6 syxpoMaruHa u pac-
niosiaraercs Ha cyountepsaie 6C-6E [30], Ha qucTanbHOM YacTu
nenenuu 6 uaTepsaia. Jlenenuu yyactka AZFc sBisiorcs Hau-
Oosiee pacpoCTpaHEHHOW MATOJIOTHEN CPEIM MY>KUUH C UANO-
TMaTUIEeCKOW ONHUTro300crepMueil mwim azoocmnepmueit. Cpenn
MHOXECTBA T'€HOB B YYaCTKE BBIICIAIOT OTIEIHHO CEMEHCTBO
reHoB DAZ (Deletion in Azoospermia Factor). Jlenenus no6oro
reHa u3 cemeiicta DAZ MoxeT mpOsBISATHCA Pa3IUIHBIMU
KIMHUYECKUMH cumritomamu. Jenerun xormmmii DAZ2, DAZ3
1 DAZ4 00HapyXUBAIOTCS y BCEX MY)KIHH, B TOM YHCIie H (ep-
TibHBIX [28]. Torna kak aeneuus renoB DAZ1/DAZ?2 BoisiBis-
eTcsl TONBKO y OecIIonHbIX MykuuH. Jlenerus ydactka AZFc
MPOSIBIISICTCS PAa3IMYHBIMU HApYILICHUSMH CIIEpMaTOreHe3a.

Y HEKOTOPBIX MYXYMH BCTPEUAIOTCS MapUHUaIbHBIE Jie-
nenyu OByX ydactkoB AZF. Uacrora coyeTaHHbIX AeNenuil u
MAaTOMEXaHU3M UX BO3HHUKHOBEHHS HE U3YyHYCHBI 0 CHX IOD.
De Llanos ¢ coaBTopaMu B CBOEM HCCIICAOBAaHUH COOOIIATH
0 MapIHaibHON JEeNICIUH MPOTIKEHHOCTHIO 1,6 MO, KoTOpas
Obuta 00o03HaveHa “gr/gr” menenuei. DTo cnenuduueckas
JIeJIelinsl TaTOTHOMOHUYHA JIJIs1 OECIUIONHBIX MYXYUH C Ha-
pyleHusiMu ciepmartoreHesa [32].

Knuanaeckue npusnaku genennn ydactka AZF mposs-
JSI0TCS. HapyIIEHUSIMU CIiepMaroreHe3a B OuorTarax simdka.
Bonbme nedexTsl nin KpymHbIe eeNiH TPUBOAAT K a300-
criepMuHu U moxomy npornosy npu BPT. B cnyuasx neneruii
AZFc ygacTka IMEIOTCsI pa3iIMdHbIe MTPOSBICHMUS, U B HEKOTO-
PBIX CIy4asix MOTYYUTh CIIEPMATO30H ITPU OMOTICHH CUHTACTCS
BO3MOXKHBIM. Takue mapsl SBJISIOTCS XOPOIINMH KaHAWAaTaMH
g BPT, ogqHako mpu MpoBeAEHUH MIPOLELYPbl €CTh BEPOAT-
HOCTb SITPOr€HHOM TPAaHCMUCCHUH AeIeUH Y( IIOTOMCTBY, O YeEM
JIOJKHBI OBITH MpeXyTpekIeHb ceMeiHbIe mapsl [33].

C BHe/IpEeHHEM COBPEMEHHBIX I'€HETUYECKUX TEXHOJIOTUi
B HECKOJIbKUX CTaHaX ObLIN MPOBECHBI UCCIICIOBAHUS 110 BbI-
SIBJICHUIO reHeTr4Yeckoi mpuuuabl MbB. Rui-XueWang ¢ coasr.,
2010, o6cnenoBanu 305 GeCIIIOAHBIX MY>KYHH, TPOXKHABAFOIIIUX
B CeBepHo-Bocrounom Kurae, y 28 (9,2%) u3 Hux Obia BbI-
spneHa nenenus AZF, y 26 (8,5%) — XpoMOCOMHBIE aHOMAJIUH.
W3 peneunii AZF nHanbonee yacTo BeIBIsUIach narosorus AZFc
yuacTka [34]. Hacrora naroisorun AZF takxke cocraBuna 8%
y upanues [35], 7,6% y xwuteneit Unnuu [36]. B crpanax Es-
POIIBI MPOLEHT BBISBIIEMOCTH MHUKpOJeNeuid Y XpOMOCOMBI
cocraiset 3,3 (Ucnanus) [37] u 3,7% (WUranus) [38]. Hau-
MEHBIIHI MPOLICHT BhIsABICHUS nenernid AZF Obu1 oOHapyKeH
B ['epmanuu u Jlannu [39], Torma kak Bo @panmuu [40] wactora
TeHETUYECKOH aHoManuu Oblia BhgBieHa B 13,7%, Pymbinuu
—10% [41]. B ABcTpanuu yactoTa BblsiBIeHUs aeneuuit AZF
Obuta BeIsiBIEHA B 2,2 — 2,5% ciy4aes [42].

MyTanuu ayTOCOMHBIX T€HOB TaKkKe MOTYT OBITH MpH-
ynHOM Oecrutonus. HekoTtopsle ayToCOMHBIE T'€HBI, TAKHE Kak
akposuH, BAX, BCL16, ATM, HSP70.2, RAD6B, MDHC7 u
JIp., UTParOT BaXKHYIO POJIb B Pa3BUTUH FOHAIHBIX KIIETOK, CIIEp-
marorenese. Hanmpumep, myTarwm rena CFTR 7-if xpomocoMbr
MIPUBOIST K OOCTPYKTUBHOM a300CHEPMHU U BBISBISIOTCS B
60-90% citydaeB ¢ BpOXIEHHBIM OTCYTCTBUEM CEMSBBIHOCS-
mux npoTokoB [43]. T'eH, pacnonoXeHHBIM Ha 2 XpoMOCOMe,
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KOZUPYET PeLenTopsl (HOIHKYIOCTUMYIUPYIOIIETO TOPMOHA.
U xot1s HeT mokazarenbcTB, uTo HapymeHue peryasaun OCI1
MMeeT 3HAYeHUE PU MYKCKOM O€CIUIOANH, HECKOIBKO HCCIle-
JIOBaHHUI BBISBUIM KOPPEISLMOHHYIO CBS3b C MyTalllel reHa
OCT 1 aHOMaJIEHBIM cliepMaToreHe3oM [44].

IeHbl, KOMUPYIOLIKE BBIICICHHE CTEpOUaa S-anbda pe-
IyKTa3bl (KOTOpas KOHBEPTHUPYET TECTOCTEPOH B AWUTHUAPOTE-
crocrepoH), SRDSA1 u SRD5A2 pacnonararoTcs Ha BTOpOH
XpOMOCOME, UX MyTallys IPUBOIUT K HAPYLIEHHIO CO3PEBAHUS
CIIEpMATO30M/I0B, a TAK)KE MOTYT BbI3BaTh HapylIEHUE CO3pe-
BaHMS TIEPBUYHBIX TTOJIOBBIX NPH3HAKOB H IiceBaorepmadpo-
muTH3M. MucceHc-myTanust B rene SRDSA2 cHmkaer akTus-
HOCTb 5-anbda penykrassl [45]. OmyiieHue su4eK B MOIIOHKY
TOXE KOHTpoaupyeTcs Heckonbkumu reHamu — INSL3, LGRS,
HOXA10, HOXA11 u ARIDS5B. IIpumepno y 5% MyX4HH C
KPHUITTOPXU3MOM BBISBILSTIOTCSI My TaIllH B yKa3aHHBIX TeHax [46].

I'ensr X xpomocombl. HecMoTps Ha TO, 4TO peIIAIONLYIO
pOJb B peryisauun GepTHILHOCTH Y MY>KYHH UIPAlOT TeHbI Y
XPOMOCOMBI, HEKOTOPbIE I'eHbl Ha X XPOMOCOME TOKE MOTYT
OKa3bIBaTh BIMSHUE Ha (DEPTUILHOCTb.

CHHPOM HEUYBCTBHUTEJIBHOCTH K aHzporeHam (androgen
in sensitivity syndrome), kak MpaBUJIO, XapaKTEPU3yETCsl MPU-
3HaKaMH (PeMUHN3AINH HAPY>KHBIX TTOJIOBBIX OPTaHOB ITPU POXK-
JICHUH, aHOMaJIMeH pa3BUTHSI BTOPUYHBIX ITOJIOBBIX ITPU3HAKOB
B [IEPHO]] TI0JIOBOTO co3peBaHus U OecrioaneM y sl ¢ 46, XY
kapuoTunoM [47]. KnuHuka cuHapoMa IposBiseTcs 1o TpeM
(heHOTHIAM: IOJHBIM CHHAPOM C PA3BUTHUEM )KEHCKHUX TTOJIOBBIX
OpraHoB, MapLUHUaIbHBIA CUHIPOM — Pa3BUTHE U MYXKCKHX, U
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JKEHCKHX I10JIOBBIX IIPU3HAKOB, U YMEPEHHBII CUHIPOM C pas-
BUTHUEM TUITUYHBIX MY>KCKUX I10OJIOBBIX PH3HAKOB. CUHIPOM Ha-
crenyercst ¢ X XpoMOCOMOM 0 peLieCCUBHOMY THITY. My »KUHMHBI
C 9TUM CHHAPOMOM OecIuToqHbl. JKeHIMHBI-HOCUTENH TeHa B
50% ciay4aeB nepenaoT MyTUPOBAHHBIN I'€H TOTOMCTBY.

I'en USP26 HaxoauTCs Ha ATMHHOM ILtede X XpOMOCOMBI U
KOHTPOJIUPYET paHHHE CTaJuu crepMaroreHesa. OH OTBedaeT
3a yAaJeHne TUCTOHA B Ipoliecce poraMuHanuu. [loBblenue
ypoBHs rucrona B JJHK crnepme mociie monmHoi nuddepeH-
LMALIMH CBI3aHO C TIOBBILIEHHON YacToTol noBpexaenus JJHK
cnepmbl. TAF7L takxe pacnonoxeH Ha X XpoMOCOME, KOHTPO-
JIUPYET MPOLECC CO3PEBAHUS CIIEPMATOrOHUH 10 CIIepMaTOLH-
ToB 1 cniepmatu [48]. Pasputune cunnpoma Kannmana (oqHa u3
(hopM MIMOIIATHYECKOTO THIIOTOHA0TPOITHOTO THITOTOHA II3MA)
koHTposupyercs reHoM KALL, pacnonoxeHHbIM Ha KOPOTKOM
miede X xpomocoMmsl. [lenenus rena Beisisiercs B 30-70% y
nanueHToB ¢ cuaapomMoM Kannmmana [49].

BoiBoabI

MBb perynupyercs OONBLUIMM KOJIXYECTBOM I'€HOB, KOTO-
pBI€ PETYIHMPYIOT MPOLECCHI co3peBanus U AudepeHIHaH
MYKCKHX IOJOBBIX NPU3HAKOB, Ipoliecca crepmaroresesa. B
Tabnuie 2 yka3aHbl OCHOBHBIE TeHETHUESCKHE HAPYILICHUS, BbI-
3bIBaIOIIUE MY>XCKOe OecIonue.

CoBpEeMEHHBIE I'€HETHUECKUE HCCIEI0BaHUS MTO3BOIUIH
OIIPEAENATH U BBIBIATH IPUYMHBI HAXOIIATHYECKOTO OecIIo-
nusi. CoBpeMEeHHbIE TEXHOJIOTUH B T'€HETHKE, TPOTEOMHKE U
5MOPHUOJIOrHHU O3BOJISAIOT HE TOJILKO IUArHOCTUPOBATh XPOMO-
COMHBIH iedeKT, HO U Iporuo3uposars ycrex BPT [50].

Tabnuua 2 — YacToTa M KNMHMYECKHe nposeieHus Haubonee PacnpoCcTpaHeHHbIX reHeTUYeCKHX aHOManuMn

leHeTnueckas aHomanus MposiBnexue Yacrora (%)
XpomocomHble abbepaumm A3soocnepmusi, Hopmocnepmms 2-10%
KonuyecTBeHHble HapyLLeHus
Cunppom KnaiHdenbrepa A3soocriepmus, Tsxkenas onurosoocnepmus | 5-10% asoocnepmum,
-5% onurosoocnepmus
2-5% p
Opyrue natonorumn A3oocnepmusi, Hopmocnepmms 0,1-0,2%
CTPYKTYpHble aHOManmu
TpaHcnokaumus PobeprcoHa A3zoocriepmus, Tsxkenas onurosoocrnepmus | 0,5-1%
PeuynpokHas TpaHcnokaums A3zoocnepmus, Tskenas onuroszoocrnepmus | 0,5-1%
Oeneumns Y XpoMOCOMBI U MUKpogeneuun | Asoocrniepmus, Tsxenas onurosoocnepmust | 5-10%
AZFa CepTonu-KneToUHbINH CUHAPOM 0,5-1%
AZFb A3soocriepmus, oTcyTcTBue cnepmatorenesa |0,5-1%
AZFc A3zoocriepmus, Taxenas onurosoocnepmus | 3-7%
AZFb,c OrTcyTcTBME CnepmaTtoreHesa 0,5-1%
MapumanbHas peneunsAZFc A3oo0cnepmMus, HOPMO30OCNEPMHS 3-5%
leHeTHUyecKkne MyTaumm
CFTR OB6cTpYyKTMBHAs asoocnepmms 4-5%
AR A300Cnepmus, OnMro3oocnepmms 2-3%
KAL-1 MMnoroHagoTPOnHbLIN rMNOroHagM3mM 5%
INSL3-LGRS8 Kpuntopxusm 4-5%
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EPNEP BEOEYNIMHIH NANOA 5ONYbIHbIH FEHETUKANBIK
DAKTOPINAPbI (apebuettepre wwony)

Epnep 6eneyniri yponorus xaHe KoFamablK AeHcaysblK cakTay
canacblHblH eH 6acTbl MacenenepiHiH 6ipi 6onbin Tabbinagel. 30
%-0aH Ken xarfalaa ctanHdapTTbl AMarHoCTUKanblK 3epTTeynep
6eneynikTiH cebebiH aHbIKTan anvaapl. Viononatukanbik 6eaeynikTin,
Herisri cebenTepiHiH Bipi — reHaik aHomanus. ©aebueTTik Wwony 6om-
bIHLWA epriep 6egeyniriH LWakblpaTblH eH Wi reHeTUKanblk aHomanums
on — Y xpomocoMaHblH AZF fOKYCbIHbIH, MUKPOAENeUMsICbl eKeHiH
KepceTTi. Y XpOMOCOMaHbIH, MUKPOAENEUMSACIHbIH, aHbIKTanybIHbIH
XOFapfbl NavibI3ablk kKepceTkili A3us engepiHae, PpaHumsga, TeMeHri
KkepceTkiw MepmaHua MeH OaHus engepiHae Gaiikanagbl. Kasipri
Ke3fe epnep GepgeynirimeH ayblpaTblH HayKacTapAbl reHeTUKanbIK
3epTTey e3ekTi Macene 6onbin Tabbinagpl

Hezizei ce3dep: epnep 6edeyriei, eeHemukarnblK ¢ghakmop,
asoocniepmus, AZF, Y xpomocoma.
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GENETIC FACTORS OF MALE INFERTILITY (literature
review)

Male infertility is one of the important problems of urology and
public health. More than in 30% cases the standard diagnosticscan
not establish a cause of infertility. The main cause of idiopathic
infertility is a genetic anomaly. A literature review showed that the
most common genetic abnormality that causes male infertility is a
microdeletion of Y chromosome — AZF locus. The highest rate of
microdeletions of the Y chromosome is detected in Asia, France
and lowest in Germany and Denmark. Currently, genetic studies of
patients with male infertility are relevant and promising

Key words: male infertility, genetic factors, azoospermia, AZF,
Y chromosome.
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