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FEEHETUYECKUNE ®AKTOPDI
MY>XXCKOTIo beECnioand

m [IpynunHoil nAHONATHYECKOTO
MYZKCKOT0 0ecIIoAus MOryT ObITh
reHeTHYeCKHe U MHUTeHeTHYeCKHe
HapyLIeHUs] FTeHOMa. DTH HApyIIeHHs
YacTo CBSI3AHBI CO CTPYKTYPHBIMH H
YHCJOBBIMU AHOMATHSIMH KAPUOTHIIA,
MHKpoe/enusiMi B Y-Xpomocome.
MyTanuu reHoB, K NpuMepy, reHa
CFTR, yyacTBYIOLIHX B ClIepMaTOreHe3e
Wi GOPMUPOBAHMHU MYKCKOM
PenpoIyKTHBHOH CHCTeMBI, TaKiKe

BO MHOTHUX CJIy4asiX sIBJSIIOTCS
NPUYUHON HApPYIIEHHS MYKCKOM
(epruabnocTu. Uceaenopanus
MOCJeHUX JecATUIeTHI YKa3bIBAIOT HA
BAKHOCTD MHIeHeTHYECKHX MeXaHH3MOB
(MmeTnaupoBanus JHK

M0 0CTATKaM IIMTO3UHA, MOAH(PUKAIUH
TUCTOHOB W 3aMeHAa X NPOTAMHHAMH),
JJIs1 OTLIIOI0OTBOPEHHUSI H HOPMAJILHOIO
3MOPHOHAJIBLHOTO Pa3BHTHUS. BaikHbIM
ACMeKTOM /151 PAHHHUX 3TaNoB
3MOpHoreHesa siBJsieTcsl EeJOCTHOCTh
JHK-cnepmarto3onna. Hecmorps na
3HAYUTeJIbHbIe YCIeXH PeNpPOAYKTHBHBIX
TeXHOJIOTHH, IJIsl OIleHKH PHCKA NepeJayun
JAeTSIM HacJ1eCTBeHHON MaToI0T Ul
Heo0XoMMa aJeKBaTHas IHATHOCTUKA
U JajibHellue ucee 0BaHusl,
HanpaBJ/ieHHbIe HA BbIsIBJIeHUE NPUYHH
MYZKCKOT0 Gecrioaus.

m KiiroueBble cj10Ba: criepMaToreHes
YeNI0BeKa; TeHBI; XPOMOCOMHBIE aHOMAIIHH;
SMHUTCHETHYECKIE MOIUPUKAIUT

BBepeHune

[lo onpenenennto BcemupHO oprann3anuy 3ApaBoOXpaHEeHUs
[5] 6ecrimonHbIM Ha3bIBaeTcs Opak, B KOTOPOM OTCYTCTBYET Oepe-
MEHHOCTb B TeUeHHE 12 MecsleB MOJIOBOH KU3HU 0e3 mpenoxpa-
HeHus. CommacHO 3ToW kiaccuuKkanuu, OecIulonueM cTpajact
oxkosio 15 % cynpyxeckux nap, npu 3toM B 45-50 % ciydaes Oec-
TuIo/ive OOYCIIOBICHO HAPYIICHUsIMU criepMarorenesa [13].

B nocnennue aecatuieTyst JOCTUTHYT 3HAYUTEIIBHBIN IPOrpecc
B [IOHUMAaHUHU PUYUH MYKCKOTO OCCIUIOAHNS U TeHETHYECKUX Me-
XaHU3MOB cliepMarorenesa. PazpaboTka HOBBIX MOJICKYISIPHO-1IU-
TOTCHETHYECKUX METOJJOB aHAJIN3a CIIEPMAaTOreHe3a MO3BOIISACT BbI-
SBUTH CTIEHU(PHUUECKHE OCOOCHHOCTH KaXKJOro 3Tara crepmarore-
He3a M yKa3aTb Ha MPOLECCHl, XapaKTepHBIE AJIsl BCETO OPraHU3Ma
WIN 3aTPparuBalolINe TOJIbKO FeHepaTUBHbIE TKaHu. MccnenqoBanus
MOCJIETHUX JIET YKa3bIBAIOT Ha MOBBIILICHUE YPOBHS I'€HETHUECKUX
HapyUICHUH B CIIEPMAaTO30M1aX y HalMEHTOB C pasInuHbIMU (op-
MaMHM HapylIeHUs pernponyktuBHoW QyHkuuu [7]. CoBpeMeHHbIE
BCIIOMOTaTeNIbHbIC PEMPOLYKTUBHBIC TEXHOJIIOTHH, MO3BOJISIOLINE
npeozosieBars OeCIioane, He CIIOCOOHBI IPEIOTBPATUTD YUacTHE
TCHETHYECKH aHOMAJIbHBIX TaMeT B OIUIOJOTBOPEHUH, YTO MOXKET
NPUBECTH K POKACHUIO JIETeH C pa3lMuHbIMU maTtonorusiMu. [lo-
3TOMY aHAJIU3 TEHETHYECKUX MPUYMH WU MOCIEACTBHH MY>KCKOTO
Oecrutoust HEOOXOAUM ISl BEIOOpA TaKTHUKH JICUCHHUsT O€CIUIONuUs
¥ UMEET BaXKHOE MPOTHOCTUYECKOE 3HAYCHHUE.

KnuHunyeckas oLl eHKa cnepmMaTtoreHesa

B MenuiuHCKo# pakTrKe [Tt AUarHOCTUKY HapyIICHUH criep-
MaToreHe3a M OIIEHKH MYXCKOH (hepTHIHPHOCTH HCTOIB3YIOT aHa-
TU3 TKaHEeH srdKa 1 SKyAsIT. OOBIYHO OMOTICHS SUYKa TIPUMEHSIET-
Csl TIpY a300CIEPMUH, T. €. OTCYTCTBUU CIIEPMATO30U OB B ISIKYIIS-
Te. ['McToNnornyecKoe ucciaeaoBaHue TKAaHEH SMYKa JaeT BO3MOXK-
HOCTP U3y4aTh ITOJIOBBIC KIETKH HA BCEX CTAJUSAX CIIEpMaToreHe3a
U OTPENETSATh CTEIEeHb MaTOJIOTMYECKOrO MPOIecca Wi JIeTeHe-
pPaTWBHBIX M3MEHEHUH, CIOCOOHOCTh TEPMUHATHBHOTO JITUTEITHS
K pereHepaliy, BBISBUTH CTAJIMI0 CIIEPMAaTOreHEe3a, Ha KOTOPOU
MIPOUCXOANUT OJIOKHPOBAaHUE, a TAKXKE CYAUTh O COCTOSTHUU MEXY-
TOYHOW TKaHH, XapaKTepHU3YIOIIeH SHIOKPUHHYIO NEeSTeILHOCTD
stmdek [6]. OqHaKo ciIeayeT YIUTHIBATh, YTO OMOIICHS sudka — 00-
JIe3HEHHAs MPOIEyPa U MOKET COTIPOBOXKIATHCS OCIIOKHEHUSIMH.
[TomHOCTRPIO M30€kKaTh XUPYPTrUYECKHX BMEIIATEIHCTB MOXKHO,
WCTIONB3Ysl I JUArHOCTHKH Pa3IMYHBIX HapyIIEHUH criepma-
TOTeHe3a W CIiepMuoreHe3a o0pasisl dskynsiTa. Hanbonee dacto
B MEMIIMHCKOW MPAKTHKE CYKJICHUs O HapYIICHUSAX (PyHKIIMOHH-
POBaHUS TOJIOBBIX XKeJle3 U MYKCKOH (DepTHIBLHOCTH COCTABIISIOT
Ha OCHOBE CIIEPMOTPAaMMBbI, BKIIIOYAIOIIEH MaKpPOCKOTIHYECKHE,
MUKPOCKOTIMYECKHEe, OMOXUMHUYECKHEe M UMMYHOJIOTHYECKUE HC-
CIIeJIOBaHUs IKYIsITa. B HacTosIee BpeMsi B KIIMHUYECKOH Tpak-
THKE JJIS1 OLIEHKH 35KyJsATa NpuHATH HopMmbl BO3 [5]. Makpocko-
MMUYECKOe MCCIIEIOBaHUE BKIIFOYAET B ce0sl ompezeneHne o0bema,
BSI3KOCTH, 3amaxa, nera u pH askymnsra. J{ns coBpeMeHHOH aHI-
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posoruu HauOoJjblee 3HAYEHUE UMEIOT MHKPOCKO-
MMUYECKUE HCCIICAOBAHUS, Jaroue HHPOpMaIHIo
0 KOJIMYECTBE, OABUKHOCTH, MOP(OIOTHH CrIEpMHU-
€B, a TAK)KE O HAIMYMHU B HSIKYJISATE KICTOYHBIX U HE-
KJICTOYHBIX 3JIEMEHTOB.

XapakTepHble NPU3HAKHM HOPMAJIBHOIO CIIEp-
MaTO30M[a: OBaJlbHAsl TOJOBKAa JUIMHOW 4—6 MKM
1 mupuHOH 2—4 MKM, akpocoMa 3annmaet 40-60 %
TOJIOBKH, OTCYTCTBHE NE(EKTOB LICHKH M XBOCTA,
LUTOIJIa3MaTHUECKas Karlyisl He JOJDKHA MPEBHIILIATD
10 pa3Mepy royioBky [5]. B oTuume ot OonmbIIMHCTBA
MJICKOITUTAIOIINX, Y YeJIOBEKA PETUCTPUPYETCs Ha-
nOOJIBIMINI TPOLEHT MOP(POIOTHYECKH aHOMAJIbHBIX
crnepmueB [44]. [l HOpMaNbHBIX CIIEPMATO30UI0B
XapaKTEepPHO MPOrPEeCCUBHO-MOCTYIATEIBHOE JBIKE-
HHUE CO CIIUPAJIbHBIM BPAILICHUEM BOKPYT CBOEH OCH.
OTcyTcTBHE TOABMKHOCTH CIIEPMAaTO30MA0B (acTe-
HO300CTIEPMUS) MOKET OBITh BBI3BAHO HapyIICHUS-
MH aKCOHEMbI 1 MUKpOTpyOouek. CyIiecTBeHHOM Xa-
PaKTEPUCTHUKOM SBIISETCS COOTHOLICHUE KOIUYECTBA
CIIEPMAaTO30UI0B K 00bEMY ISKYNIATA. DTOT KPUTEPUI
3aBHUCHUT OT IUNIOTHOCTH PACIIOIOKEHHUS MTOJIOBBIX KJle-
TOK, a TAK)Ke KoJIn4uecTBa KjaeTok CepToin U CTeneHn
Pa3BUTHS SHIOMIIA3MATHYECKOTO PETUKYIIyMa KIETOK
Jleitnura. IToBpillIEeHHAs KOHIIEHTPALIUS CIIEPMATO30-
UJAOB, TO-BUIUMOMY, HE SIBJISIETCS] ATOJIOTHYECKUM
COCTOSTHHEM, TaK KaK HE CHHXKACT OIUIOAOTBOPSIO-
LIyI0 CIIOCOOHOCTH criepMueB [46]. 3HaunTeNnpHOE
CHIDKCHUE KOHIICHTPALUH CIIEPMAaTO30UA0B B 3SIKY-
nsTe (OJMro300CIepMHEs) MPUBOAUT K OCCIIIONHIO.

MaxkpoCKOnM4YeCKHe U MUKPOCKOITMUECKUE XapaK-
TEPUCTUKU DSKYJISITa Y KOHKPETHOTO MHIUBHIYyMa
MOTYT BapbHpoBaTh. KOHIIEHTpaIMsl U OIBUKHOCTD
CIIEPMAaTO30M/I0B 3aBHUCAT HE TOJIBKO OT MEPUOAA BO3-
Jiep KaHUs U KOJIMYECTBA ACTCHEPUPYIOMINX KIIETOK,
HO U OT BPEMEHH rojia, BO3pacTa My KUHHBI U JaXKe OT
BpeMeHHU CyTOK [14]. Bo3aMOXXHO, 4TO 3THU mapameT-
PBI CIIEpMOrpaMMBbl, B OTJIIMYHME OT JOJIH MOpQoIo-
TMYECKH HOPMAJIbHBIX CIIEPMAaTO30MAOB B ISIKYIIATE,
MOJBEPKEHBI TAKXKE BIMSHUIO STHOTeOrpapuuecKux
(hakTOpOB 1 00pa3a KUZHU MYKUUHBI.

CrenyeTr OTMETHTH CYILIECTBOBAaHHE B3aUMOCBS3U
MEXJy OCHOBHBIMH IapaMeTpaMH CHEpMOIPaMMBL.
Tak, Wi crnepmMaTro30uI0B ¢ HOpMalbHOW MOpQo-
Joruedl xapaxkTtepHa OoJbIIasi MOJABMKHOCTb, 4eM
JUIsL CIIEpPMAaTO30MI0B C HapyLIEHHeM MOP(OIOTHH.
Kpome Toro, HapymeHus crnepMarorenesa, MpHBO-
JSIIUe K M3MEHEHHIO MOP(OJIOrUH, TOABUKHOCTH U
KOHLEHTPALUU CHEPMATO30MI0B B ISIKYISTE, PEAKO
BCTPEYAIOTCS] B YMCTOM BUAE [6].

HecomMHeHHO, 4YTO TpM OCHOBHBIX IapaMmeTpa
CIIepMOTpaMMBbl (KOHLEGHTPALUS, JOJS MOABHKHBIX
1 MOP(OJIIOTHUECKH HOPMAJIBHBIX CIIEPMaTO30MI0B)
MIPEACTABIIAIOTCS BaXKHBIMU JJIs1 OLIEHKH CIIEpMaTore-
He3a, OJHAKO UX KOJIMYECTBEHHOE BBIPAKCHHUE HE SIB-
JSIETCSl CTPOTUM AMATHOCTUYECKUM KpUTepHeM Oec-

TUTO/IMS, Y TIAIIUEHTHI C aHOMAJIBHBIMH TTapaMeTpaMu
CIIEpMOTPaMMBI MOTYT MMETh JIeTei 0e3 HCII0NIb30-
BaHUSI TEXHHUK BCIIOMOTATEIIbHBIX PEMpPOIyKTHBHBIX
texnonoru#t (BPT). [ToaTomy st Gonee neraabHOTO
aHaNM3a KauyecTBa CIIEPMAaTO30HMJIOB HCITONB3YIOTCS
TaK HasbIBaeMble (PYHKIIMOHAJHHBIE TECTHI, OIICHU-
BaIOIIHE OTLIOOTBOPSIONIYI0 CIIOCOOHOCTH CIiepMa-
To30M70B. Ha mepBoM aTarme MpOWCXOAWT B3amMO-
JIEHCTBHE CIIEPMATO30H/1a C IEPBUKAIBHON CIHU3BIO.
Ha 3ToM 0CHOBaH TOCTKOUTANLHBIN TECT: OMpeeIie-
HUE KOJHMYECTBA W TMOJBM)KHOCTH CIIEpPMaTO30U/I0B
B IIEpBUKAJILHOM CITU3H Yepe3 HEKOTOPOE BPEeMs ITOCIIe
MoJIoBOTO akTa. Ha mpaktuke /uist 06erdyeHus mpore-
JTypBI UCTIONB3YETCS aHAJIOT 1IePBUKATLHON CITU3U —
THATYpOHOBEIM monumep. [lokazaHo, 4TO BeposT-
HOCTh TPOHWKHOBEHHS CIIEpMaTo30uja 4epe3 ITOT
MOJTUMEP KOPPETUPYET CO CIIOCOOHOCTHIO K CIHSTHUTO
¢ siinexnerkoil [8]. IIpu nonaganuu B MoI0OCTh MaTKU
HauMHAETCs TPOIECC KamaluTalnuu, KOMIUIeKe (u-
3HOJIOTHYECKUX ¥ ONOXUMIYECKHUX IPpeoOpa3oBaHui,
OJTHUM U3 KOTOPBIX SBIISETCS TUIEPAKTUBAIIUS —
M3MEHEHHE XapakTepa TMOABIKHOCTH CIIEPMAaTO30-
Uja, 9TO MOYKHO PErHCTPUPOBATH C TIOMOIIBIO TIPO-
rpaMM KOMIIBIOTEPHOTO aHajm3a m3o0paxkeHuit. Ha
CIIEYIOIEM dTare MPOUCXOAHUT CBS3BIBAHUE CIIEp-
Maro3ouga ¢ OJecCTAIEer 000I0UYKOM OOIUTa U MHHU-
[UAIHS] aKPOCOMHOM PEaKIui — CIUSHIE BHEITHEH
U BHYTpPEHHEW MeMOpaH aKpOCOMBI C BBIJCICHHEM
MPOTEONUTUIECKUX (DEPMEHTOB.

MeTon reTepoIOTHYHOTO OTUIOIOTBOPEHHS OOITH-
TOB XOMSYKa CIEPMATO30HaMH YeJIOBEKa, MPeJIo-
skeauerid E. Rudak [49], ocHOBaH Ha CIIOCOOHOCTH
CIIEPMATO30HJIOB OTUIOIOTBOPSITH OOIUTHI 30JI0THC-
TOr0 XOMSYKa, JUIICHHBIE OJIECTAIIEN O000JIOUKH,
W TI03BOJISIET OIIEHUTH CIIOCOOHOCTH CIIEPMATO30U-
Jla aKTHBHPOBATH OOIHUT U (OPMHUPOBATH MYKCKOH
npoHykieyc. Ha mpakTuke B IEHTpax penpoxyKIHH
yalie WCIONB3yeTCs BHYTPHIIMTOILIA3MATHYECKAs
WHBEKIIHSI CIIEPMATO30MI0B B OOIMTHI MBIIIH, Oojiee
JIOCTYIHBIE ¥ YCTOWYHBBIE K MEXaHUYECKOMY BO3-
IEUCTBUIO.

Crnemyer OTMETHTB, 4TO MOPHOPYHKITMOHATHHAS
OIIEHKa CIIEpPMAaTO30UI0B — 3PEJNbIX MOJOBBIX KIle-
TOK, TIO3BOJISIET JIMIITH KOCBEHHBIM OOpa3OM CYIUTh
0 COCTOSIHWW CIIepMaToreHes3a. B aToi cBs3u mepc-
MIEKTUBHBIM SIBJSIETCS M3YYCHHUE DAKYIUPOBAHHBIX
KIIETOK CIIEpPMAaTOTEHHOTO psifa, HaXOMSAIIUXCS Ha
pasHBIX CTaAMSX pa3BuTHs. VX 105 B dsKyJIsITE CO-
cTaBisieT 10 5 % y 310poBbIX MyX4uH 1 Oonee 40 %
y HalMeHToB ¢ oaurocnepmuei [54]. XpoMocoMHBIi
MarepHrall HEKOTOPBIX U3 HUX MOXKET OBITh 00BEKTOM
nuToreHeTuueckoro ananusa [54]. Tak, cpeau nauu-
€HTOB C HapylIeHueM (EepTUIBHOCTH 3TUM METOJIOM
BEISBIIIFOTCS aHOMAJINK QUTyp Melo3a: aHOMallbHOE
CraprBaHUE XPOMOCOM, KOJIIMYECTBO U pacrpeserie-
HUe xua3m [61].
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WHTepeceH TakXke METOJ KOJIMYECTBEHHOTO Ka-
PHOJIOTHYECKOTO aHaJIn3a HE3pEeIbIX MOJOBBIX KJle-
Tok (KKA HIIK), npennoxennsiii JI. @. Kypuio
u coaBropami [4]. MeTon oCHOBaH Ha OJCYETE KJe-
TOK, HAXOSIINXCS HAa PA3HBIX CTAANAX MEHOTHYECKO-
ro aeneHus unn quddepenuuposku. [lokazano, uro
KOJIMYECTBEHHBIN M KAY€CTBECHHBIN COCTAB SIKYIIUPO-
BaHHBIX CIIEPMATOLMTOB aJCKBATHO OTPaskaeT OOLIYI0
KapTUHY Ipouecca cnepmarorenesa u yacrora HIIK
B 9SIKYJIATE COOTBETCTBYET TAaKOBBIM B Ononrare [4].
KKA HIIK npu HapymieHH#H (epTHIEHOCTH TT03BO-
JsieT OOHAPYKUTh CTAJHIO0, HA KOTOPOH MTPOUCXOIUT
OJI0KMpPOBAaHUE CIIEpPMATOreHE3a.

FeHeTNYeCKNI KOHTPOJIb CriepMaToreHesa

[o orieHKaM HEKOTOPBIX HCCIIEA0BaTENEH, B CIIEp-
MatoreHe3 BomiedeHbl Oonee 2000 reHOB, KOHTpO-
JUPYIOUIMX TPOLECChl Mpoin(epanui TOHOLNUTOB
U CIIEpPMAaTOrOHUEB, MEHOTHYECKOTO JICJICHUS U CIIEp-
MmuoreHesa [26].

Cpenu TeHOB, CHEHU(PHUUYECKH YYaCTBYIOLIMX
B CIEpMAaTOreHe3e, BBLACISIOT HECKOJIBKO OCHOB-
HBIX rpymn. K nepBoii rpymnie MO>KHO OTHECTH I'€HBI,
YUYacTBYIOIIME B PAa3BUTUM MYKCKOH pPENporyK-
TUBHOH CHUCTEMBI W MOJIOBOH IuddepeHIupoBKe.
[IpumepoM MoryT ciykuth reHsl SRY, SOX9, WTI
u npyrue, obecneunBaronue nuh HepeHInpoBKy ro-
Ha/Ibl 110 MYKCKOMY THITy. Tak, KIMHUYecKas KapTH-
Ha cuHpoma Je s Hlanemns (kapuotum 46, XX npu
MYKCKOM (DEHOTHIIE) BKIIIOYACT U3MEHEHHE HapyX-
HBIX MOJIOBBIX OPTaHOB U OTCYTCTBHUE CIIEpMATOIreHe-
3a, OOJBIIMHCTBO TAKUX MAlMEHTOB UMEIOT B KApHO-
THUIIE TPAHCIOLUUPOBAHHBIN ()parMEeHT XPOMOCOMBI Y,
conepskaiui red SRY [16].

Murpanuysi NepBUYHBIX MOJIOBBIX KJIETOK, MEX-
KJICTOUHBIC KOHTAKThI, Mposudepanusi CIepMaTroro-
HUEB A, COCTaBJIAIONIMX PE3EPBHBIN ITyJI CTBOJIOBBIX
KJIETOK, ¥, BO3MOXHO, CIOCOOHOCTh CIIEPMaTOrOHHEB
K MEHOTHYECKOMY [EJICHHIO, PETyIUpPYIOTCS IOC-
penctBoM cuctemsl c-Kit-perienrrop/murasn SCF [39],
YUYacTBYIOILIEH TAKKE B allONTOTHYECKHUX IMPOLIECCAX.
CremyeTr OTMETHTb, UTO AIlONTO3 UTPACT BAXKHYIO POJIb
B CIIepMaroreHes3e Ha MPOTSDKEHUH BCEX €ro 3TarloB:
0T 00pa30BaHuUs TOHOLIMTOB A0 MeH03a U CIIEpMHOTe-
He3a. OnTuManbHas INIOTHOCTh MOJIOBBIX KJIETOK B Ce-
MEHHBIX KaHablax o0ecreuynBacTcss N30MpaTeIbHbIM
arornTo30M CIEPMaTOrOHUEB B MECTE UX YPE3MEPHOTO
ckoruteHus [48]. Hapymienne GamaHca paOoOTHI Mpo-
1 aHTHAIONTOTHYECKUX TeHOB 3TOW IpyIbl (HApH-
Mep, CeMEHCTBO TeHOB Bc/-2) IPUBOAUT K 3HAYHUTEIb-
HOMY CHIDKCHUIO KOHLEHTpALMU CIIEPMaTO30HMI0B
B DSIKYJISITE U, KaK CIe/ICTBHE, K Oecruionuto [30].

Oxono 10 % cimydaeB My>KCKOT0 O€CIUIOIMSI BBI3BA-
HO 0OCTpyKUHel ceMSBBIHOCSIIMX IIyTel. DTy naro-
JIOTHIO, BBI3BAHHYIO aHOMAJIMSIMHU pa3BuThs Bonbdo-
BOTO ITPOTOKA, YaIlle BCETO CBSA3BIBAIOT C HAPYIICHU-

€M TPaHCMEMOPaHHOTO PETYIATOPHOTO Oeska MyKO-
Buciosa (CFTR — cystic fibrosis transmembrane
conductance regulator). MyTaruu 3Toro reHa He BIusi-
IOT Ha IPOLIECCHl B CAMOM SIMYKE, M CIEpMAaTOreHes3
y TaKUX NallMEHTOB MPAKTUYECKU HE HapyuIeH [52].

Bo Bropyto rpymmy BKJIIOYAarOT T'€HbI, 00ecIeun-
BaIOIIME YHJOKPHHHYIO peryisiunio. Pazsutue u nes-
TEJIBHOCTD SIMUEK HAaXOIATCSI HENOCPEIACTBEHHO TOJ
KOHTPOJIEM LIEHTPAIbHOW HEPBHOW CHUCTEMBI, THIIO-
Tajamyca M TUrnodusa, KOTOPHIH OCYIIECTBISETCS
KaK 4yepe3 CEKpPeLUUi0 'OPMOHOB, TaK M HEHpPOTeH-
HBIM IyTeM. [IpuunHOl yrHeTeHus cnepmaroreHesa
U MYKCKOTO O€crjionusi MOXKET OBbITh HapylICHHE
CEKpELUH WIN ACHCTBHS TOPMOHOB.

I 'MIIOTOHAKOTPONHBIA TMIIOTOHAIN3M — TeTepo-
reHHOE 3a00J1eBaHNe, BEI3BAHHOE MIOPAKEHHEM THII0-
TajgaMmyca, 4To MPUBOJUT K 3HAYUTEILHOMY yMEHb-
HICHUIO (MJIM OTCYTCTBHIO) CEKPELMH TOHAI0TPO-
nuH-punn3uHr-ropmona (F'uPT’) u conpoBoxknaercs
HAapyUICHUEM PAa3BUTUSl PENPOAYKTHBHOH CQephl.
B 20% cnyuaeB CHMKEHHE YPOBHA CEKpELUU
T'uPl" Be3BaHO cunapomoM Kanbmana u cBsi3aHO
¢ HapymeHueM reHa KALIG-1, noKanIn30BaHHOIO
B KOpOTKOM Tuiede X-xpomocombl (Xp22.3) [17].
IIpumepom HapymeHust aktuBHoctd ['HPIT mo-
xkeT ObiTh cuHApoM [lpamepa—Bumnmm — OGone3Hs
TCeHOMHOT'O UMIIPUHTHUHTA, BBI3BAHHAs OTCYTCTBHEM
OTIIOBCKOTO JIOKyca Ha xpomocome 15 (15q11-ql3),
KOTODPBIM MMOMHUMO OKMPEHHUsI U YMCTBEHHOH OTCTa-
JIOCTH, COIIPOBOKIACTCS aHOMAJIHMSIMU IOJIOBBIX Op-
TaHOB U OECIUIOIUEM.

OyHKIHIO Peryssiiy CIepMaToreHes3a OCyIecT-
BISIFOT Takxke kieTku Cepronu u kietku Jlekaura,
MMEIOLHE PELENTOPHI K (POITUKYI0CTUMYIUPYIOLIE-
My (@PCTI') n morenHusupyoomemMmy ropmony (JII),
MO3TOMY CHID)KEHHE MY)KCKOH (DepTHIIBHOCTH TaKXkKe
MOKET OBITh CBSI3aHO CO CHUKEHUEM aKTUBHOCTH WIIN
cexkperuu OCI u JII, win MyTanusamu, Hapylaro-
muMH padoty ux peuentopos [30, 40]. Cekperupye-
MbIil kieTkamu Jleiniura OCHOBHOM aHIPOreH —
TECTOCTEPOH, MOCIECAHUN B KacKaje FOPMOHOB, pe-
TYJIUPYIOLIMX CIIepMaToreHes, obecrednBaeT Iud-
(hepeHIMPOBKY CIEPMAaTOTOHUEB U CIIEPMATOLIMTOB,
a Takke crnepmuoreHes [6]. IlocnenoBarenbHas
TpaHc(hopMaLUsl XOJIECTEPUHA B TECTOCTEPOH MPO-
UCXOIUT TOJ BIUSHHEM IISITH Pa3IUuHBIX (ep-
MEHTHBIX CHUCTEM W HapylleHHs Ha JI000M 3Tare
OPUBOAAT K AHJIPOTEHHON HEIOCTaTOYHOCTH, II0-
noBoil muchyHknmu U Oecrutonuio [30]. Eme on-
HOW NPUYMHON MY>KCKOTO OECIUIONUs] MOXET OBbITh
(YHKIMOHAJIBHOE COCTOSIHUE peLenTopa K aHia-
pOreHy, TeH KOTOPOTO COACP)KUT TPUHYKICOTUAHBIC
nosropbl [CAG] , Konupyromme mIyTaMuH. YBEJH-
YeHHE KOJIMYecTBa MOBTOPOB Oosiee 40 mpHUBOIUT
K CHMKCHHUIO aKTHBHOCTH 3TOTO PELENTOpa M SBIIS-
€TCsl NPUYMHOW CIUHAIBHO-OyIbO0apHON MBIIIEU-
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HO# arpodun (Gosne3np KenHenw), koTtopas NMOMH-
MO aTpo(uu sIMYeK U CHUKCHHS KauecTBa dSKYIsATa
COTIPOBOXKIACTCSI MBIIIEYHOU CITa00CTHIO M MBIIIIEU-
HbIMH aTpodusmMu. B To ke Bpems y TaIMeHTOB
C KOJIMYECTBOM TOBTOPOB =40 MOXKET HAOMIONAThCS
TOJBKO HapymieHue peprunpHOCcTH [38].

TpeTpio TpymIly COCTAaBIAIOT TEHBI, BOBJICUCH-
HbIE B IMPOIIECC CIIEPMATOreHe3a U CIIEPMUOTEHE3a.
3meck 0co00ro BHUMaHUS 3aCiy)KUBAIOT T€HBI, JIO-
KallM30BaHHbIE B JIOKycax AZF (azoospermia factor)
B JUTMHHOM Tuiede Y-xpomocoMmbl (Yq). Beyrenstor
TPH OCHOBHBIX JIOKyca: AZFa, AZFb nu AZFc, ne-
JeIMA B KOTOPBIX OOHAPYKHUBAIOTCS y TAIMEHTOB
C HapylieHHeM (epTHIBHOCTH, MO Pa3HbIM OIICH-
kam, B 1-50 % [42]. Heneuuun B nokyce AZFa, xak
MIPaBHUIIO, MPUBOMAT K TIOJHOMY OTCYTCTBHIO CIIEp-
MaTOTOHHMEB W B CIIEpPMATOTEHHON TKAaHU MPUCYTCT-
BYIOT ToJbKO KieTku Cepronu. BombmmHCTBO Te-
HOB, JIOKAaJIM30BaHHBIX B 3TOM Jokyce (DFFRY,
DBY, UTY, TB4Y), He saBISIOTCS cHenu(pUIHBIMU
JUISL CTIEpMaTOTeHe3a W SBISIOTCS Te€HaMHU «JIOMalll-
Hero xos3sictBay [36]. B mokyce AZFb ocHOBHas
pOJIb OTBOOUTCSL ceMeWcTBY reHoB RBMY, Bxozs-
meMy B COCTaB MYJIBTUTEHHOTO CEMEHCTBa, WMe-
omero PHK-cBs3piBaromuit  gomeH. Hekortopeie
TeHBl JTOTO CEMEHCTBa SIBISIFOTCS TICEBIOTEHAMH
Y JIOKaJHU3YIOTCS HE TOJNBKO B Y-, HO B B X-XpOMO-
coMme. OHAKO TOJIBKO TeH RBMY, nokain30BaHHBIA
B Jnokyce AZFb, skcnpeccupyeT OeNOK, KOTOPBIH,
BEPOSTHO, SIBISIETCS CHEIU(PUIESCKHM PETYIATOPOM
CIUIaliCMHra B CIIEpMAaTOreHHbIX KieTkax [64]. le-
nenyu TeHa RBMY cBsi3aHBI ¢ OIOKMPOBaHHUEM CIIEep-
MaroreHesa Ha ctaauu Meirosa [30]. YV manueHToB
c nmenenuedd B JoKyce AZFc HaOmomaeTcs MUpo-
KO€ BapbHPOBAaHHE KIMHUYECKOTO MPOSBICHUS: OT
OJIUTOCTIEPMHH JI0 TTOJTHOTO OTCYTCTBHS CIIEpPMaToO-
TEHHBIX KIETOK [35], mpuueM y TakuxX HalUEHTOB
CTETIeHb PErPecCUd CIEPMATOTEHHOTO SIUTENUS C
BO3pacToM yBenuuuBaetcs [58]. B nokyce AZFc no-
Kanmu30BaH Takxke redH DAZ (deleted in azoospermia),
conepxkamuii PHK-cBs3bIBatomuii JOMEH, 4TO yKa-
3BIBACT HA YYaCTHE TEHOB 3TOTO CEMEHCTBa B TPaHC-
nsn MPHK u, mo-sunnmomy, B nuddepeHnmpoBke
CIIEpPMATOTEHHBIX KIETOK M MEHOTHYECKOM JCTICHUH
[19]. Hdenenmst DAZ MOXeT MPHUBOAUTH K OJIOKHPO-
BAHMIO CIIEPMATOTCHE3a Ha CTA/UU MAaXUTEHBI [34].
YcraHoBieHo npucyTcTBue OenkoB DAZ u B 1031-
HUX CIIEPMATUIaX U B XBOCTE crepMaTo3ouioB [18],
YTO MOATBEPKIACT yUaCTHE ITOTO OEITKa B XpaHEHUH
n Tpancnopre cnenuduaHonr MPHK, Tparcmsmms
KOTOPOM pemnpeccupyercst 10 00pa3oBaHUs 3PEIbIX
cnepmaro3onsioB [2]. HemaBHO Obln maeHTH(UIN-
poBaH Nokyc AZFd, MyTaniuu B KOTOPOM TaKXe CBSI-
3aHBI C HapyIICHHEM CIIepPMaTOreHe3a 1, BO3MOXKHO,
OTpaXXalTCs U B U3MEHEHHH Mopdosioruu criepMa-
to3zouna [21].

I'enpl, oOecneumBarome MEHOTHUYECKOE JeTie-
HHUE, HEOOXOANMO BBIACIHUTH B OTACIBHYIO IPYIIILY.
Metiio3 obecnieurBaeT JBa OCHOBHBIX IpoOLIEcca: pe-
JTYKIHUIO YKCIIa XPOMOCOM U PeKOMOMHALINIO TeHETH-
yeckoro marepuana. OnHaKo MEXaHU3MBI, JICXKALIHE
B OCHOBE BbIOOpa CHEpMATOLUTA ISl BCTYIUICHHUS
B Mei03, 10 CHX MOp OCTalOTCs c1ad0 U3yUEHHBIMH.
Ha ceropnsiunuii 1eHb npeiaraeTcst HECKOIbKO Ie-
HOB — KaHJWJIaTOB HA POJIb OCHOBHOI'O MEAMATOpa
BCTYIUICHHS CIIEPMAaTOLUTa B MEH03, OAHAKO €IMHO-
IO MHEHHSI [T0Ka HE CYLIECTBYET.

TouHOCTH CHapUBaHUS XPOMOCOM M (POPMHUPO-
BaHHE OMBAJICHTOB, 0Opa3oBaHHE CHHAIITOHEMHOTO
KOMIUICKCa, MHHMLHUALKS PEKOMOWHAINU, KOHTPOJIb
pacIpefeNeHus X XHa3M M CErperaluud XpoMOCOM,
a TakKe MOAJICPKAHUS CECTPUHCKOTO XpOMaTHIHOTO
CLETJICHUS! HEOOXOAMMBI Uil OOecIedeHus Meno-
TUYECKOTO JICICHUs. AHAIN3 TeHETHYECKUX aHOMa-
T Meio3a Ha MOJICKYJISIPHOM M LIUTOT€HETHYECKOM
YPOBHE BKJIIOYAET: BBISIBIICHHE T€HOB, YUaCTBYIOIIUX
B MEHOTHUYECKOM JICTICHUH, U BU3YaJIU3aLHI0 0COOCH-
HocTel Quryp meiioza. Tak, *MMyHOGITyOpECIIeHT-
Hasl ICTeKIMs OCJIKOB JIaTepaJIbHOTO 3JIEMEHTa, I10-
NepeyHbIX (PHUIaMEHTOB CMHAITOHEMHOI'O KOMILICK-
ca u 6enka MLH1, Mmapkupyroliero caiitel MeHoTH-
YECKOM peKOMOMHAINH, TT03BOJISIET OLCHUTh YacTOTY
U pacrpenesieHue CailToB PEKOMOMWHAIMU B HOPME
W y TIAIIMEeHTOB ¢ HapymieHueM (eprunbHOCTH [59].

CrnenyeT OTMETUTH CYIIECTBOBAaHUE CHCTEM KOHT-
poisi. IlepBbii 3Tan MEMOTUUYECKOIO KOHTPOJIS, CBSI-
3aHHBIN CO CIAPUBAHHUEM XPOMOCOM M HOPMaJIbHBIM
o0OpazoBaHHEM OMBAJCHTOB, OCYLICCTBIISIETCS Ha
CTaguu 3UroteHsl. KiIeTKH co 3HAYNTENbHBIMH Jie-
(exTaMu ciapuBaHus y 000X M0JI0B, HO-BUIUMOMY,
noJiBepraroTcst rudenu [15], cHrxkas Takum 00pazom
KOHLICHTPALMIO CIIEPMATO30UA0B B AKYyJITE. Y Ye-
JIOBEKa JAJIsl KOHBIOTaluu (ClapuBaHMs) XPOMOCOM
HEOOXOIMMEI JIBYHUTEBBIC Pa3phiBbI [27]. B MoHUTO-
PHHIE M pemapanuy 3THX Pa3pbIBOB YYacTBYET I'€H
ATM (TeH aTakCUU-TEICaHTUIKTa3UH), MyTaIlUN KO-
TOPOTO MPUBOJAT K OCTAHOBKE CIIEpMaroreHesa Ha
CTaJluM MAXUTEHbI MPHU 3HAYUTEIBHOM (HparMeHTH-
poBaHuM XpoMocoMm [60].

Henocratok pexkomMOuMHanmum B MeHO3€ MIIEKO-
MUTAIOUIMX OyAeT NMPUBOAUTH K HAPYLICHHUIO OanaH-
ca MEXIy CHJIaMH BepeTeHa AEJICHUS U XHa3MaMH,
0CNabIeHNI0 KHHETOXOPHOTO HAMpPSDKEHUSI, YTO SIB-
JsieTcsl MPUYMHON HapylIeHHUs nepexofa meradasbl
Kk aHadasze u rubenn kinetku. OCOOEHHO CTpOromy
KOHTPOJIIO TIOJBEPKEHA PEKOMOMHALUS TOHOCOM
B MY)XCKOM Meiio3e, HO MHOIZIa HEPEeKOMOMHAHTHbIC
TOHOCOMBI MOT'YT 3aKaHUMBaTh MEHO03 ¢ 00pa3oBaHuEM
(DYHKIMOHAITLHBIX, XOTS ¥ aHEYTUIOWIHBIX TameT [33].

ITpu nepexone oT MeTadasbl K aHadaze OCyIeCTB-
JsIeTCsl KOHTPOJIb 3a IPUKPETIJICHHEM HUTEH BepeTeHa
JeNieHus K OMBaJIeHTy. DTOT THUI KOHTPOJS CBOMCT-
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BEH TOJIBKO MYXCKOMY rameroresesy. Iloutu Bo Bcex
KECHCKUX IOJIOBBIX CHCTEMax HaOIIOJaeTcsi OTCYTC-
TBUE CHOCOOOB MPOBEPKH MOHOOPHEHTHPOBAHHBIX
xpomocoM [37], 9TO MOXKET OBITh IPUYMHON BHICO-
KOW 4YacTOThI YHCJIOBBIX AHOMAJMH B OOLMTAxX IO
CpPaBHEHHUIO cO criepmarozouaamu [33].

OnHako Ha JeiicTBUE KOHTPOJBHBIX MEXaHH3MOB
CriepMaToreHe3a MOXKET HaKJIaAbIBaTh OrPaHUYCHUE
CYIIECTBOBAaHHE LUTOIIA3MATHUCCKUX CBSI3CH MEX-
Iy crepMaTouuTaMu oaHoM renepauuu. C omgHOU
CTOPOHBI, 3TH CBSA3U MOTYT CIIOCOOCTBOBATH BBIKH-
BaHHIO aHOMaJbHOTO criepMaronuta. C 1pyroi, pac-
MIPOCTPAHEHNE TOKCUYECKUX arcHTOB alloONTOTHYEC-
KHX KJIETOK OyJIeT ctocoOCTBOBAaTh MacCOBOM rudenu
HOPMaJIbHBIX CIIEPMATOLUTOB, YTO MPUBOIUT K CHU-
xeHuro peprunbHOCTH [29].

W HakoHel, MOXXHO BBIACIHUTH TPYNIy T'€HOB,
o0ecreunBaroInuX HopMaabHOEe (PYHKINOHUPOBAHNE
CIIEpPMaTO30UI0B U OIIOAOTBOpeHHE. Tak, aHoManuu
MHUKPOTPYOOUEK, JCHEHHOBBIX PY4YE€K W MOTOPHOTO
anrnapara peCHUYEK NMPHUBOIAT K MATOJOTUH JIbIXa-
TENBHBIX MyTel (HOCa, HOCOBBIX Ia3yX, OPOHXOB)
U SIBISIIOTCS NPUYMHON cuHApoMmoB Karaprepa u
SAnra. Y Takux HaldeHTOB OTMEYACTCSl U CHHU)KCHHE
(epTUIBHOCTH BCIEACTBHE HApYLICHUS ITOJBHXK-
HOCTH CIepMaTro30uioB (acTeHozoocrepmus) [40].
AHanornyuHasi KapTHHa HaOoaeTcs pyU CHHIPOME
HEMOIBMKHOCTH pecHUYeK [63]. MyTtanuu rena ¢ep-
tumHa (fertilin ) MpUBOAAT K HApPYIICHUSM CBS3bI-
BaHMsI CIIEPMATO30HMJa C BUTEIMHOBOW MeMOpaHOH
OOLIUTa U HEBO3MOKHOCTH OIJIOAOTBOpEeHUs [41].

B 5Ty e rpynmy MOXHO OTHECTH MYTAallMM MH-
toxouapuansHoi JJHK (mtIHK). MyTtauu B nto-
OOM M3 reHOB, y4acTBYOIUX B cuHTe3e ATD, MoryT
CYIIECTBCHHO MOBIUATH HA MOABMKHOCTH CIEpMa-
TO30110B. Ha JaHHBI MOMEHT H3BECTHO HECKOJIBKO
mytammid U nenennid Mt/IHK, nmpuBomsmux k Oec-
IJIOJUIO Y MYX4uH [55, 57].

XpOMOCOMHbIE aHOMAJINU: CTPYKTYPHbIE
abeppauum

OTaenpHOro pacCMOTPEHUS 3acily>KUBAIOT Hapy-
LICHUS] CIIEPMAaTOreHe3a, CBS3aHHbIC C aHOMAJIHSIMU
kapuotuna. Cpenu My>K4rH ¢ OSCIJIOAMEM M Hapy-
LIeHHeM crepMaroretesa y 5—15 % oOHapyKuBaroT
XPOMOCOMHBIE HapyIICHHs, IPU TOM aHOMAJIUHU TO-
HOCOM cOCTaBIsAOT 75 %, ayrocom — 25 % [1].

CrpykTypHBIC abeppaliy KapuoTHIa, HE CKa3bl-
Basicb Ha (DEHOTUIEC MAIMEHTa, BCIICICTBUE OLIMOOK
MEHOTHYECKOTO AeIeHHs 1 00pa30BaHus HecOalaHCH-
POBaHHBIX FAMET, MOTYT OTPAXKaThCsi Ha MOPHOPYHK-
LMOHAJIbHBIX TapaMeTpax CIIepMaTo30UI0B 1 IPHBO-
IUTh K Oecruionuio. MoryT Hapymarbest 1 QyHKIMN
KOHTPOJIbHBIX MEXaHU3MOB, HTMMUHHUPYIOLINX HecOa-
JIAHCUPOBAHHBIE CTIEPMATO30M/Ibl, UYTO, BEPOSITHO, TaK-
K€ IPUBOIUT K CHI)KCHUIO KOHLICHTPALMU CIIEpMaTo-

30HUJI0B B 3sKyIsATe. Elrie 0iHOM MpHUYuHON Oecriionus
MYXYHH C XpPOMOCOMHBIMUA aHOMAJTUSIMA MOTYT OBITh
CIIOHTaHHBIE a0OPTHI HA paHHUX CpOKax. To ecTh, BbI-
COKasl 4acToTa 00pa30BaHMs TeHETUYECKH HecOaIaH-
CHUPOBaHHBIX CIIEPMATO30H/IOB IPUBOIUT K 00pa3oBa-
HUIO SMOPHUOHOB, HECIIOCOOHBIX K UMILIAHTAIIH HIIH
a0OPTHPYIOIINXCS HA OYEHb PAaHHUX CPOKaX.

YV manueHToB ¢ penUIPOKHBIME TPAHCIOKAITUSIMHU
TOMOJIOTHYHAs! KOHBIOTAIHs TTPOUCXOANUT ¢ 00pa3o-
BaHUEM TeTpaBaJieHTa. TONBKO MPH YepeayIoieMcs
pacxoxaenun (20,0-80,5 %, [23]) xpomocom obOpa-
3YIOTCSl TEHETHYECKH cOaTaHCHPOBaHHBIE MPOIYK-
Tl Meio3a. KpoccuHTOBep B WHTEPCTHIIHMAIBHBIX
y4acTKax U3MEHSET 3TO COOTHOIICHUE U 3aBUCHUT OT
XPOMOCOM, BOBIICUEHHBIX B IEPECTPOHKy. Jlomns aHo-
MaJIbHBIX TaMET M CTEIIeHb HApYIICHUS CriepMarore-
He3a OIpeNeNsieTcs TakKe pa3MepoM TPaHCIOLUPO-
BaHHOTO yyacTka [50].

B cniepmarorurax My>k9uH — HOCHUTENEH pooepT-
COHOBCKHX TpaHCJIOKaImi HaOmonaeTcs GopmMupoBa-
HUE TPUBAJICHTA, IPEICTABICHHOTO a0epPaHTHON XPO-
MOCOMOI1 11 IByMsi ee Tomosioramu. HecbanancupoBaH-
HBIE TIPOTYKTHI MEH03a Y TAKUX MAIIMEHTOB 00pa3yroT-
csl B pesyabrare cocenqne cerperatuu [3]. [Ipu stom
THUTIE PACXOXKICHUS B OTHOW M3 TaMeT MPUCYTCTBYIOT
TPaHCIOIMPOBaHHAS U OJTHA HOPMAJIbHAS XPOMOCOMBI
(mucomust IO OHOW W3 BOBJICYCHHBIX B TpPaHCIIOKa-
ITUI0 XPOMOCOM), a B JIPYTOH — TOJILKO HOpMallbHast
XpoMocoma (HYJUTUCOMHS TIO OHOM M3 HOPMAJTbHBIX
xpoMocoMm). [To orieHKam pa3Iu4IHBIX aBTOPOB, YaCTO-
Ta 00pa3oBaHMA HecOaTaHCHPOBAaHHBIX CIIEPMATO30-
un0B BapeupyeT oT 3 1o 27 % [3, 50]. ¥V rereposu-
TOT TI0 WHBEPCHUSIM TPU TOMOJIOTHYHOM CHapHUBAHUHU
Ha CTaJMM TIAXUTEHBI HAONIOMAeTCs IMeTieo0pa3Has
KOHBIOTAIW. Ecii iMHa MTHBEPTHPOBAHHOTO y4acT-
Ka coctasisiet oonee 30 % OT AITMHBI XPOMOCOMBI, TO
KPOCCHHIOBEp MPHUBOIUT K 00Pa30BaHHUIO CIIEpMAaTO-
30UJIOB, HECYIIUX HEOONBIINE JCTCIUN U TyIUIHKa-
un. Eci KpoCCHHTOBEp TIPOMCXOUT BHYTPH HEOOb-
II0H MHBEPCHH, TO 00Pa3yIOTCs 3HAYNTEIHHBIE JICICIIUH
u ayrmkanun. Yacrora oOpasoBaHHsT HecOaaHCHPO-
BaHHBIX CIIEPMATO30HI0B BapbupyeT oT 0 % mpu HeOOoITb-
mx 710 25-30 % npu NpoTSKEHHBIX MHBEPCHSIX [28].

XpOMOCOMHbIe aHOManuun: aHeynnonana

B cnyyae yMcnoBbIX aHOMaNUi KapHOTHIIA CUTY-
anys OCJIOXKHSETCS TEM, YTO Y MALUEHTOB C CHHA-
pomom _ Knaitadensrepa (47,XXY), manueHTOB
¢ kapuorunom 47, XYY U UX MO3aUUYHBIMU BapHUaH-
TaMH 0TMEYaeTCsl U3MEHEHNE TOPMOHAIBHOTO CTaTy-
ca opranusma [24]. Tem He MeHee, OCHOBHOU MpUYU-
HOH OecIUIonusl B 3TOM Cllyyae CUMTAETCs Hapylle-
HHE Melo3a: HapylieHHe (OPMUPOBAHUS MOJIOBOTO
ny3bipeka (XY). CiapuBaHue ¥ CHHAIICHC TOJIOBBIX
XPOMOCOM B IOJIOBOM ITy3bIpbKE NMPUBOIUT K WHAK-
THUBALUU X-XPOMOCOMBI, OCHOBHOMH LIEJIbI0 KOTOPOii
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SIBIISIETCSL TIPEJOTBpPAIICHUE PEKOMOWHAIIMN MEXKIY
MOJIOBBIMU XpoMocoMaMu [43]. VIMeHHO MHAKTUBa-
usi X-XpOMOCOMBI SIBJISICTCSI OOHUM M3 KpUTHYEC-
KHX MOMEHTOB CIEpMaTOreHe3a, U €€ HapylICHHE
MIPUBOIUT K OJIOKY Meiio3a 1 THOeH CIIepMaTOLUTOB
[25]. MaccoBast THOeThr MEHWOIIMTOB C aHOMAJLHO
c(OPMHUPOBaHHBIM MOJIOBBIM ITy3bIPHKOM COIIPOBOX-
JIaeTCsl CHKCHUEM KOHLIEHTPALMK CIEPMaTO30HMI0B
B 3SKyJIsITE (2300- M OJMIO300CIEPMHUSI) Yy MYKUMH
C aHOMaJIUSIMU MOJIOBBIX XpoMocoM [12].

Jus marmmentoB ¢ cuHmpomoM KiaitHdensrepa
¢ ximaccuueckuM 47,XXY mim MozanuHeiM 46,XY/
47,XXY KapuOTUIIOM XapaKTEPHO CHIXKEHUE PEnpo-
IOYKTUBHOH (DyHKIIMHU BIUIOTH A0 TIOJIHOTO OTCYTCTBUS
crepMaro3ou10B. OJJHAKO HEKOTOPHIE TaHHBIE LTUTO-
JIOTMYECKOr0 aHaJIn3a yKa3blBAalOT Ha BO3MOXKHOCTb
BcTyIuieHus ciepmaroronueB 47, XXY B meiios [10],
YTO MpenonaraeT pa3InyHbIle BAPHAHTHI CHHATICHCA
ITOJIOBBIX XpPOMOCOM: TpuBaieHT X X Y, onBasreHT X X +
yHHUBaJIeHT Y, OuBaneHT XY + yHuBaneHT X, yHUBa-
nenTbl X+X+Y [12]. B mo0oi ux 3THX cuTyanui He-
BO3MOKHOCTH (JOPMHUPOBAHUS TTOJIOBOTO Iy3bIpbKa 1
WHAKTHUBALMH X-XPOMOCOMBI IPHUBOIUT K OCTAHOBKE
meiioza [28]. Tonapko He3HAUUTENbHAs YacThb CIEp-
MaTOLUTOB CIIOCOOHA 3aBEPLIMTh MEH03 ¢ 00pazo-
BaHHEM CIIEPMAaTO30MJ0B. B ciryuae Mo3zanuHoro Ka-
puoTuna Maccopas Tudeins criepMatoruToB 47, XXY
JIe30praHu3yeT HOpMaJIbHOE TeUCHHE Meio3a H, BO3-
MOXXHO, BBI3BIBACT aIlONTO3 YaCTH CIIEPMATOLIUTOB
46,XY [45].

IIpu xapuotune 47,XYY HaOmomaercss wHas
curyauusi. Takue My>KYMHBI OOBIYHO HE CTPAIaroT
OecruionueM, 4YTo, BO3MOXKHO, CBSI3aHO € OTEpeH J10-
MOJIHUTEIBHON Y-XPOMOCOMBI 10 BCTYIUICHUS B MEHi-
03 WM BO Bpems Meioza [28]. B cinyuae cnapuBa-
Hus XY W 00pa3oBaHUs Y-YHUBAJICHTA MPOUCXOIUT
HOpMajbHOE (OPMUPOBAHME IIOJIOBOTO ITy3bIPbKa
1 MHAKTUBaLusl X-xpomMocoMsl [28]. Hapsiny ¢ atum
y nanueHToB ¢ kapuoturnom 47, XYY cnepMaTonuThl
MOTYT BCTyIaTh B Me#03 ¢ oOpazoBaHueM Y Y-OnBa-
JeHTa U X-yHUBaJIEHTa [53], MpUCYTCTBUE KOTOPBIX
OyZeT mpenonpenensaTh THOens cnepmaronura [53],
MPUBOIS K CHIWKEHHUIO (PEPTUIBHOCTH, HaOIIOdaro-
meicst y HeKoTopbIx naueHToB 47,XYY.

OpraHVI3aLI,VI$I reHoMa crnepmMaToreHHbIX KNeTokK
J11s1 criepmMaTo30110B XapaKTepHa BRICOKOCTICITAIH-
3UPOBaHHAs CTPYKTYpPHO-(YHKIIMOHAIBHAS OpraHK3a-
st XxpomaruHa. VcerenoBaHus TIOCIEHUX JIET TI03BO-
JISTFOT TOBOPUTB O TOM, YTO HAPYIICHUS B OpraHU3aIiu
TEHOMHOTO MarepHaia B CIepMaTo30HaXx HEraTUBHO
CKa3bIBAIOTCSl HA UX CIIOCOOHOCTH K OIIOOTBOPEHUIO
Y HOPMAITLHOMY 3MOpHOHATIBHOMY pa3BUTHIO [31].
OIUTeHETUYECKOE PENpOrpaMMUPOBAHUE T€HO-
Ma, cBsizaHHoe ¢ MetwinpoBanueM /IHK mo ocrarkam
[IUTO3HMHA, HAYMHACTCS Ha PAaHHUX CTaJUSIX CIIepMaro-

TeHe3a, OTHAKO ITOJTHOE 3aBEpIIeHUE 3TOro Ipolecca
MIPOUCXOJUT TOIBKO K cTamuu ciepMarug [20], a xapak-
TEp METHJIMPOBAHUS T€HOB, YYACTBYIOIINX B IIPOIECCE
CriepMaroreHesa, yCTaHABIIUBASTCS TOJBKO B HE3PEITBIX
CIEpPMATO30UaX, HAXOAAIMXCs B snuauanmuce [11].
CHwxkeHne OOIero YpoBHS WJIM H3MEHEHHE CIIeId-
¢uunoctn metrwmpoBanust JIHK He Brusier Ha cro-
COOHOCTB CIEPMATO30M/Ia K OTUIONOTBOPEHHIO, HO Ha-
pytaer sMOpuoHansHOe passutue [31]. K Tomy ke, o
JTAHHBIM [IEHTPOB BCTIOMOTaTEIBHBIX PEMPOITYKTHBHBIX
TEXHOJIOTHH, B ITapax C My»XCKUM (paKTOPOM OECILTONHS
TIPY UCTIOIB30BaHUH ISl SKCTPAKOPIIOPATBEHOTO OTLIO-
JIOTBOPEHMST HE3PEJIbIX CIIEPMATO30MIOB MIIH CIiepMa-
THUJT OTMEYAETCS TIOBBIIIICHUE YACTOTHI POXKJICHHUS IeTei

¢ «0O0Je3HsIMH UMITPUHTUHTA» (CHHIPOM AHTelIbMaHa
u cunapoM Bunemana—beksura) [51].

B cnepmaroreHe3e MpoXOgUT HECKOJIBKO JTAIOB
pPEMOIETUPOBaHHS XPOMAaTHHA, 00YCIIOBICHHBIX 3a-
MEHOW OEJKOB, CBS3aHHBIX C XPOMAaTHHOM W/WIIH
ux momudukanued. JleanernnupoBaHWe W METH-
JTUPOBaHKUE TUCTOHOB, XapaKTepHOE /Il HHAKTHUBU-
POBAaHHOTO COCTOSHUSI XpOMaTHHa, HaOJromaeTcs B
MOJIOBBIX XPOMOCOMax Ha CTaguu MaxuTeHbl [32],
obecrieunBasi TeTEPOXPOMATUHU3AINIO, HEOOXONH-
MYIO JUTISI HOPMaIILHOTO TIPOTEKaHUsI MYKCKOTO TaMe-
ToreHnesa. CleoBaTeiabHO, Hapsiy C KOHbIOTAlMEH
XpPOMOCOM, PEeKOMOWHAIMEW W JAPYTUMH Ipoliecca-
MU B MeHo3e, TUCTOHOBBIE OEIKH OCYIIECTBISIOT
MOTU(PUKAIIMIO XPOMAaTHHA, Y9aCTBYIOT B (YHKIIU-
OHHMPOBAaHWW KOHTPOJIBHBIX TOYEK CIlepMaToreHe-
3a. [lociemoBarenbHas 3aMeHa TUCTOHOBBIX OEIIKOB
aprUHUH-0OTaTEIMM  MPOTAMUHAMH  OOecIieurBa-
€T BBICOKYIO CTETeHb KOMITAKTH3allUd XPOMAaTHHA
B CIIEPMAaTO30HMaX M HE0oOXoauma JUIsi MHHHUMHU-
3aud 00beMa TOJOBKH CIIEPMATO30M/Ia, 3allUThI
[EJIOCTHOCTH TEHETHYECKOTO MaTephaia, a TaKxkKe
KOHTpOJIs criepmarorenesa. ClieyeT OTMETUTh, 9TO
3aMElICHUI0 He mojaBeprarorcs a0 15 % rucrtoHo-
BBIX OEIIKOB, YTO OMpEAEISeTCS TEeHaMH, JIOKallu-
30BaHHBIMU B 3THX PaiiOHaX XPOMOCOM, H OCOOBIM
CTaTyCcoM xpoMaTuHa [22], 4To, BO3MOKHO, SBIISETCA
CYIIIECTBEHHBIM (DaKTOM IS TIpoIiecca criepMarore-
He3a, HadaJbHBIX ATAllOB OIUIONOTBOPEHUS WM paH-
HEro SMOPHOHAIBHOTO pa3BUTHs. Tak, y MalMeHToB
¢ HapymieHueM (hepTUIHLHOCTH OTMEUYaeTCsi H3MEHe-
HUE COOTHOIIIEHUS TIPOTAMUHOB OOOHX THIIOB U THC-
TOHOB B FOJIOBKE CIIEPMAaTO30U10B [47].

[IporamMuHEpOBaHNE XpOMAaTHHA HAIMPSIMYIO CBS-
3aHO C MOAJEPKaHUEM IIEIOCTHOCTH, 00ecIeYeHreEM
(YHKIIMOHAIILHON ITOTHOIIEHHOCTH TEHOMa CIiepMa-
to3ouga. OAHaKo Uil HOPMAJIbHOTO TaMETOreHe3a
B HEKOTOPBIX CiTydasx HeoOXomuMmo (opmupoBaHHUe
pa3psiBoB B JIHK, k npumepy, ABYHUTEBBIE Pa3phIBbI
HEOOXOJIMIMBI JUISL CTIApUBaHUS XPOMOCOM B Melo3e
[27]. C npyroii cToponsbl, pparMeHTaLUsl XpOMaTHHA
MOYKET ITPOMCXOIUTH BCIIEJCTBHE aHOMAIIHMIA TIpoliecca
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KOMITaKTH3alMK (HapylieHne paboThl TOMOU30Mepa-
361 1, HEOOXOMMOH /1Tl MPOTaAMUHUPOBAHUS XPOMa-
THHA), allONTOTHYECKUX MPOLECCOB CIIEPMATOTCHE3a,
JCUCTBUSL BHAOHYKIIEa3, OKHUCIUTEIBHOIO CcTpecca
WM Bo3JeiicTBus BHeMTHUX (pakTopoB [9]. [lomarator,
4yro (hparMeHTalusi XpOMaTHHa HE CHIKACT OIUIO-
JOTBOPSIIOILECH CIIOCOOHOCTH CIIEpMaTo30naa, a UMe-
er Oosiee OTAAJECHHBIC IMOCICACTBHS, CHIDKAS CIIO-
COOHOCTH SMOPHOHA K UMIUTaHTAIWK [62], 9TO TakKe
MOKHO OTHECTH K MYCKOMY (hakTopy Oecriiomus.

Takum oOpazom, mpodiemMa MyXCKOro Oecrionus
HampsIMyl0 CBsi3aHa C OOIIEOMONIOTUYecKoi Ipoo-
JIEMOH MEXaHHW3MOB, KOHTPOJHMPYIOLIMX TOYHOCTD
1 HaZIe)KHOCTD MepeAaun FeHeTHIeCKOH HH(OopMaLiy B
MOKOJICHHSAX, 00eCIIeunBasi HACIEICTBEHHOCTh X N3MEH-
YHUBOCTb. JTa 3a]a4a TeM OoJiee aKkTyalbHa, T. K. B IIOC-
JICAHUE ACCSATUICTHS OTMEUACTCS! CHIDKCHHME KauecT-
Ba JSKYNATA y 300POBBIX MyKuuH [56]. BypHoe pas-
BUTHE 3KCIICPHUMEHTAIIBHON 3MOPUOJIOTUN ¥ TeHETHUKH
MO3BOJISIET TIPEO0JIEBaTh MHOTHE MIPUYMHBI MY>KCKOTO
1 JKEHCKOTO OEeCIUIONHsl C MCIOJIB30BAHHEM METO/IOB
BCIIOMOTATeNIbHON PENPOAYKTUBHOM TexHonmornu. On-
HAKO 3T0 TpeOyeT TIIATEIFHOTO N3YUCHUsI OMMKalIImX
1 OTHAJICHHBIX MOCJIECTBUH UCKYCCTBEHHOTO BMEIIA-
TENBbCTBA B PENPOLYKTUBHYIO chepy U pa3pabOTKH Iy-
Tell MUHUMM3ALUK HEeKeINaTeIbHbIX MOCIeICTBU.

PabGora BBIMONHEHA TpH (UHAHCOBOW MOIIEp-
xke Poccuiickoro ¢onma ¢yHIaMEHTAIBHBIX HC-
cinenoBanuii (mpoekt Ne 05-04-49175a) u donma
U. S. Civilian Research Development foundation for
the Independent States of the Former Soviet Union
(Y4-B-12-01).
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