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Annomayusn: uouonamudeckoe MYJNCCKoe —Oecniooue Modcem  Oblmb  GbI3GAHO — 2eHEMUYECKUMU U
onucenemuyeckuMu  aHomarusmy. Taxkue aHOMAnuu UYacmo C6A3aHbl CO CHPYKMYPHLIMU U  HUCTOGBIMU
XPOMOCOMHbIMU ~ HAPYWEHUSMU, Mukpooereyusimu Y-xpomocomvl. Bo muoeux ciyuasx mymayus 2enos,
VUACMBYIOWUX 6 CNEpMAmozeHese Ul PA36UmuU MyJCCKOU penpodykmugnou cucmemsl, Hanpumep CFTR,
C8A3AHA C MYdICCKUM Oecnnoouem. Hccnedoeanus nocieonux oecsamuiemuii NOOYEPKUBAIOM BAJICHYIO DOJlb
nuceHemuyeckux mexanusmos (memunuposanue /JHK, xoganenmuvle moougurayuu 2uCmoHO8 U ux 3dMeHd
npomamMunamu) O Onio00meopeHus u pamwnezo smbpuocenesza. Llenocmuocmo J[HK maxoce eadicna ons
pannezo smbpuoeenesa. Hecmomps na ycnex uckyccmeeHuvlx penpooyKmueHblX MexHON02Ull 05l OYeHKU PUCKA
HACNeOCMBEeHHbIX 3a004e6aHUll, HeoOX00UMbl 3PHekmuenas OUAeHOCMUKA U OdlbHelue UCCIe008aHUsl 6
obnacmu MyxHccKoeo b6ecnioous.
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Abstract: idiopathic male infertility can be caused by genetic and epigenetic abnormalities. Such abnormalities
are often associated with structural and numerical chromosome disorders, Y-chromosome microdeletions. In
many cases mutation of genes taking part in spermatogenesis or development of male reproduction system, like
CFTR, is related to male infertility. Studies of last decades are highlighting the important role of epigenetic
mechanisms (DNA methylation, covalent histone modifications and its replacement by protamines) for
fertilization and early embryogenesis. DNA integrity is also significant for early embryogenesis. In spite of
success of artificial reproductive technologies for estimation of risk of inherited disorders, efficient diagnosis
and further investi- gations in the area of male infertility are needed.
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Beenenue. [1o onpenenennio BceMupHoOit opranu3anyy 3ipaBooXpaHeHus OECIIOAHBIM Ha3bIBaeTCs Opak, B
KOTOPOM OTCYTCTBYET OEpeMEHHOCTD B TeueHue 12 MecsieB MoJoBOi XU3HU Oe3 npenoxpaHeHus [2, c. 27-28].
CoracHO 3TOH KilaccuuKauuu, OecruionueM crpanaer okoio 15% cynpyxeckux map, npu 3toM B 45-50%
cirydaeB Oecriioane o0ycIoBIEHO HapyIICHUSIMU CIIEpMaToreHesa.

B nocnennue gecsaTHIETHS JOCTUTHYT 3HAYUTEIBHBIA MPOrpecc B TOHUMaHNUH TPUYHH MYXKCKOTO OECILIONUS
U TEHETHYECKMX MEXaHU3MOB cliepMaToreHesa. Pa3paboTka HOBBIX MOJEKYJISPHO-IUTOTEHETHUYECKUX METOH0B
aHaJIM3a CIiepMaToreHe3a MO3BOJISET BEISIBUTh CIIEHU(PHUIECKHe 0COOEHHOCTH KaXIOTO dTalla CIiepMaToreHesa n
yKa3aTh Ha MPOIECCHI, XapaKTEPHBIE IS BCEr0 OpraHM3Ma MM 3aTparuBaolfe TOJbKO T€HEpaTUBHbBIC TKaHU.
HccnenoBanus TOCHEIHUX JIET YKa3blBalOT Ha IIOBBIIICHHWE YPOBHS T'€HETHYECKMX HApYIICHHH B
CIIEpPMAaTO30MIaX Y MAUEHTOB C Pa3sIMYHBIME (POPMaMK HAPYIIEHHS PEPOXyKTHBHOM (yHKumH [4, ¢. 535-539].

CoBpeMeHHbIE BCIIOMOTATENbHbBIE PENPOIYKTHBHBIE TEXHOJIOTHH, MTO3BOJIAIONINE TIPEOI0IIEBATh OeCIIonue,
HE CIOCOOHBI IMPEAOTBPATUTH YYacTHE TI'€HETHYECKH AHOMAJbHBIX TI'aMET B OIUIOJOTBOPEHUH, UYTO MOXKET
IMPUBECTU K POXKICHHUIO HeTeﬁ C pPa3IMYHBIMH TAaTOJOTHUAMHU. H03TOMy aHaJIn3 TCHETHUYCCKUX MNPHUYUH U
TIOCJIE/ICTBHI MYXKCKOT'0 O€CIIIONNsI HEOOXOANM IS BEIOOpa ONTHMAIIBHOM M IEHCTBEHHON TaKTHUKHU JICYCHUS U
MMeeT Ba)KHOE MPOrHOCTHYECKOE 3HAUCHHUE.

Kannndeckast oneHka cnepMaToreHesa

B MemuuuHCKOM mpakTHKEe IS AMArHOCTHKHM HApyIICHWH CcHepMaToreHe3a W OIEHKH MYKCKOH
(epTUILHOCTH HUCIIONB3YIOT aHaIM3 TKaHeH sudka M 3sKyisaT. OOBIYHO OWOICHS SMYKA MPUMEHSETCS INpH
a300CIIEPMHH, T. €. OTCYTCTBHM CHEPMATO30HMJOB B ISKYisATe. [ MCTONOTHUECKOEe MCCIIeIOBAHNE TKAHEH sIMYKa



JaeT BO3MOXHOCTb H3ydaTh IIOJIOBBIE KJIETKM Ha BCEX CTaiMsIX CIIEPMATOreHe3a U ONpEAENsTh CTEIEHb
MIATOJIOTHYECKOTO MPOIECcca WIIM JEr€HEPaTUBHBIX H3MEHEHHH, CIIOCOOHOCTh T€PMHHATHBHOTO SIUTEIHS K
pereHepanyy, BeISIBUTH CTaJUIO CIIEPMAaTOTeHE3a, Ha KOTOPOW IPOUCXOAMUT OJOKMPOBAHUE, A TAKKE CYIUTH O
COCTOSTHHH MEKYTOUHOM TKaHH, XapaKTePHU3YIOIIeH SHIOKPHHHYIO AESTEIFHOCTE siuuek [ 3, ¢. 213-220].

OnHako cleyeT Y4UThIBaTh, 4TO OHOICHS AWYKa — OOJE3HEHHAs MpPOLEAypa M MOXKET CONPOBOXKAATHCS
OCIIOXKHEHUSIMH. [10HOCTRIO M30€KaTh XUPYPrHUECKHX BMEIIATENBCTB MOXKHO, MCHONB3YS ISl JUArHOCTHKH
pasMUUHBIX HApYIICHHWH CHEepMaToreHe3a W CHepMHOreHe3a o0pasmbl JsKynata. Hawmbosee d9acTo B
MEJIUIMHCKON MpPakTHKe CYXACHUS O HapylleHUsX (QYHKIMOHUPOBAHUS TMOJOBBIX JKENe3 M MYXCKOU
(epTHILHOCTH COCTABIISIIOT Ha OCHOBE CIIEPMOIPaMMBbI, BKIIFOYAIOIIEH MaKpOCKOITMUECKHE, MUKPOCKOIIMYECKUE,
OnoXMMHYECKHEe ¥ UIMMYHOJIOTHYECKHE UCCIIeIOBaHUA KyATa. B HacTosIIee BpeMs B KIIMHUYECKOM NMpaKTHKe
JUISL OLIEHKH DSIKYIATa PUHATH HOpMbl BO3 [2, ¢. 27-28]. Makpockonnieckoe UcciIe0BaHNe BKIIOYAET B ceOs
ornpezieieHue o0beMa, BSI3KOCTH, 3araxa, usera u pH askynsra. s coBpeMEHHOH aHAPOIOTMM HauOoJbllee
3Ha4YeHHE HMMEIOT MHMKPOCKOIMYECKHE HCCIIeIOBAaHMs, JAroNe MH(GOPMAIMIO O KOJIWYECTBE, IOJBM)KHOCTH,
MOP(QOJIOTHH CIIEPMHUEB, a TAKKE O HATNYNH B ISKYJIATE KICTOYHBIX ¥ HEKJICTOUHBIX 3JIEMEHTOB.

XapakTepHble IPU3HAKA HOPMAJIBHOIO CIEpMATo30Ka cieayronye: akpocoma 3anumaer 40-60% romnosky,
OTCYTCTBHE Jc(EeKTOB IIEHKNM W XBOCTA, OBalbHAas TOJIOBKA [UIMHOW 4—6 MKM W MIMPUHOH 2—4 MKM,
LOUTOIIa3MaTHUYeCKasi Kaluld HE JOJDKHA IPEBBIIIATh MO pa3Mepy TOoNoBKy. B oTamume oT OGonbIIMHCTBA
MIJIEKOTIUTAIOUINX, Y YENOBEKAa PEruCTPUpYyeTCs HauOONBIIMK MHPOLEHT MOP(OIOTHUECKH aHOMAaIbHBIX
cepmueB. sl HOPMalbHBIX CIIEPMAaTO30MAOB XapaKTEPHO IPOTPECCHBHO-TIOCTYNATEIbHOE NBIKCHUE CO
CIHPAJBHBIM BpallleHUEM BOKPYT cBoeH ocu. OTCYTCTBHE MOIBHKHOCTH CIIEPMATO30MI0B (aCTEHO300CTIEPMUS)
MOYKET OBITh BBI3BAHO HapyLICHUAMH aKCOHEMBI U MUKPOTpyOoueK. CyiecTBeHHON XapaKTepUCTUKOM SIBIISETCS
COOTHOIICHHE KOJIMYECTBa CIEPMATO30MJOB K 00BEMY OJSKYNsATa. DTOT KPUTEPUH 3aBUCHUT OT IUIOTHOCTH
pacIONIOKEHUST TOJIOBBIX KJETOK, a Takke KoiuuecTBa Kierok CepTonM M CTENEHU  Ppa3BUTHS
SH/OIUIa3MAaTUUECKOr0 peTukyiayMma kieTok Jledgura. IloBblllleHHas KOHIEHTpaLus CIEpMaToO30MJ0B, IIO-
BUAMMOMY, HE SIBJISETCS ITaTOJOTUYECKHM COCTOSIHHUEM, TaK KaK HE CHIDKAET OIUIOJOTBOPSIOLIYIO CIIOCOOHOCTH
CIIEpMHUEB. 3HAYNUTENLHOE CHIDKCHHE KOHICHTPAIlMK CIIEPMATO30UI0B B OIAKYISITE (OJIMI0300CTIEPMHUS)
MIPUBOJUT K OECIIIoAuIo.

MakpocKkonn4ecKie 1 MUKPOCKOIINYECKHE XapaKTEPUCTUKH ISIKYJATa Y KOHKPETHOTO MHANBUIYYMa MOTYT
BapbupoBaTh. KOHIIEHTpanus 1 MOABMKHOCTD CIIEPMAaTO30MI0B 3aBUCAT HE TOJIBKO OT MEPHOJa BO3ACPKAHUSI 1
KOJINYECTBA JETCHEPUPYIONINX KIETOK, HO M OT BPEMEHH r'ofla, BO3PacTa MYXXYHHBI U JaXXe OT BPEMEHHU CYTOK.
Bo3MOXXHO, 9TO 3TH MapaMeTpbl CHEPMOTPAaMMbI, B OTIMYHE OT JOIU MOP(HOIOTHIECKH HOPMAIbHBIX
CIIEPMATO30MI0B B JSIKYJISTE, MOJBEP)KEHBI TAaKXKe BIMAHHUIO STHOreorpaduueckux (HakTopoB U 00pasa >KU3HH
MY’KYHHB.

Crnenyer OTMETUTH CYIIECTBOBAHHE B3aMMOCBSI3UM MEXIy OCHOBHBIMH IapaMeTpamH crepMmorpamsl. Tak,
JUIL  CIIEPMAaTO30MZOB C HOPMajJbHOW Mopdosiornei XapakTepHa Oouibliasi TOABMKHOCTb, YeM IS
CIIEPMaTO30MJI0B C HapyuienueM Mopdosorun. Kpome Toro, HapyuieHus criepMaroreHesa, MPUBOJIIIME K
M3MEHEHHIO MOP(OJIOTUH, ITOBMKHOCTH M KOHIICHTPAIMU CHEPMATO30H/IOB B ISIKYIISITE, PEIIKO BCTPEUYAIOTCS B
yrctoM Buje 3, ¢. 213-220].

HecomHeHHO, 4TO TpWM OCHOBHBIX IIapaMeTpa CIIEPMOrpaMMbl (KOHLEHTPALMs, J[JOJS TOJBIKHBIX U
MOP(OJIIOTHUECKH HOPMAaJIbHBIX CHEPMATO30MIOB) IPEICTABIAIOTCS BAXKHBIMH JJIsI OLEHKH CIIEpMaTOreHe3a,
OJJHAKO WX KOJWYECTBEHHOE BHIPAKCHNE HE SIBIISICTCA CTPOTUM IHATHOCTUYECKMM KPHTEpHEM OCCIIOnWs, W
MAIMEHThl C aHOMAJIBHBIMH TTapaMeTpaMH CIIEPMOTpaMMBI MOTYT MMETh JieTedl 0e3 HCIOIb30BaHUS TEXHHK
BCIIOMOTATENBHBIX penponykKTUBHBIX TexHonormi (BPT). [Tostomy mms Gomee meTambHOTO aHamHM3a KadecTBa
CIIEpPMAaTO30M 0B HCIOIB3YIOTCS TaK Ha3bIBaEMble (DYHKIIMOHAIBHBIE TECTHI, OLIEHUBAIOIIUE OIJIOA0TBOPSIOLYIO
CIIOCOOHOCTH CIIEPMATO30H/I0B.

Ha nepBoMm 3Tane npoucxoauT B3auMOIEUCTBUE CIIEPMATO301a C LIEpBUKAIbHON ciin3bio. Ha 3TOM ocHOBaH
MOCTKOUTAIBHBIM TECT, 3aKIIOYAIOIIUICS B OINpPEIeIICHHH KOJIMYECTBA M TOABMXHOCTH CIIEPMATO30HIOB B
LEPBUKAJIBHON CIIM3M CIYCTS HEKOTOpOE BpeMs IIOCIE COBEpIICHHs I0JIoBOro akra. Ha mpakTuke s
o0JierdyeHus poLeaypbl UCIIONIB3YETCs aHAJIOr LEPBUKAIBHON CIM3M — THaypOHOBBIA nojumep. [lokazaHo,
YTO BEPOSITHOCTh HPOHUKHOBEHHUS CIIEPMATO30HMIa 4Yepe3 ITOT MOJIMMEP KOPPEIMPYET CO CHOCOOHOCTBIO K
CIIUSHUIO C SUIEKIETKOH [5, c. 44-54]. Tlpu nmomajaHuy B TOJOCTh MAaTKH HAYMHACTCS MPOIIECC KaralUTAallWH,
KOMILIEKC ~(U3MOJIOTHYECKUX M OWOXMMHYECKHX IpeoOpa3oBaHMi, OZHUM U3 KOTOPBIX  SIBISETCA
TUIIEPAaKTUBAIMs — W3MEHEHHE XapakTepa IOJBIKHOCTU CIIEPMATO30MIa, YTO MOXKHO PErHCTPHUPOBATH C
MOMOIIBIO TIPOTPaMM KOMIIBIOTEPHOT0 aHayn3a u3o0paxeHuil. Ha cremyromieM stamne mpoUCXOIUT CBSI3BIBAaHHUE
criepMaTo3ouia ¢ Onectsieil 000JI09KOi 00IMTa M WHULIMALUS aKPOCOMHOM PEaKkIMi — CIIUSHUE BHEITHEH H
BHYTpPEHHEI MEMOpaH aKpOCOMBI C BBIICIIEHHEM ITPOTEOJIUTUYECKIX ()EPMEHTOB.

MeTtoz reTeposIorTH4HOro OIIOAOTBOPEHUS OOLIUTOB XOMSAUYKA CIEPMATO30M1aMH YeJI0BeKa, MPeJI0KEeHHbII
E. Rudak, ocHOoBaH Ha CIOCOOHOCTH CIIEPMaTO30MAOB OIUIOJOTBOPSATH OOLMTHI 30JIOTHCTOrO XOMSUKa,
JUIIeHHbIE OJyecTsieil 000JI04KH, M TIO3BOJISIET OLEHUTH CIIOCOOHOCTH CIEPMAaTO30M/a aKTHBUPOBATH OOLUT U
(dopMupoBaTh MYXCKOW TpoHyKJeyc. Ha mpakTmke B IeHTpax pENpOAYKIHMH Yalle HCIOJIb3yeTCs



BHYTPHUIMTOIUIA3MATHYECKasi MHBEKIMS CIIEPMAaTO30HMI0B B OOIUTHI MBIIIN, O0Jiee JOCTYITHBIE  yCTOHYMBBIC K
MEXaHWYECKOMY BO3JICHCTBHIO.

Craenyer oTMeTHTh, 9TO MOP(GOQYHKIHOHANBHAS OIECHKA CIEPMATO30HMIOB — 3PEJbIX IOJOBBIX KIIETOK,
TTO3BOJISICT JIMIIb KOCBEHHBIM 00pa3oM CYAWTH O COCTOSHHHM CIIEpMaToreHe3a. B 3Toi cBA3M NMEpCIEeKTHBHBIM
ABISIETCS M3YYEHHE DSKYJIMPOBAHHBIX KIETOK CIIEPMATOTCHHOTO psfa, HAXOIIIMXCS Ha Pa3sHBIX CTAIMSIX
pasButust. VIX 7onsi B 3AKyJIsTE€ COCTAaBISIET A0 5% Yy 3740poBbIX MyX4uwH U Oonee 40% y MamueHTOB C
OJIUTOCTIEPMUEH. XPOMOCOMHBI MaTepuall HEKOTOPBIX U3 HHUX MOXKET OBITh OOBEKTOM IHUTOTCHETHYECKOTO
aHanmu3a. Tak, cpeny ManueHTOB ¢ HapylleHHeM (epTUIBHOCTH ATUM METOJIOM BBISBISIOTCS aHOMAIUU (QHUTYP
Mei03a: aHOMAIFHOE ClTapHBaHKe XPOMOCOM, KOJTMYECTBO U pacmpeaencHue xuasm [ 13, ¢. 315-319].

I'eneTH4ecknii KOHTPOJIb cIIEPMATOreHe3a

[Mo omeHKaM HEKOTOPHIX HWCCIEAOBaTeNCH, B coepMaToreHe3 BoBicueHbl Oojee 2000 TeHOB,
KOHTPOJIMPYIOIINX MPOLECCHl MpPOoJudepay TOHOLUTOB W CIIEPMAaTOTOHHEB, MEHOTHYECKOTO [ENeHUS |
CIIEpPMHUOTCHE3a.

Cpenu TeHOB, Crei(HUIEcKH yJacTBYIOMNX B CIIEPMATOreHE3€e, BBIACISIIOT HECKOIBKO OCHOBHBIX Tpymir. K
MIEpBOH TpPYIIlE MOKHO OTHECTH TE€HBI, yJaCTBYIOIIHME B PAa3BHTHH MY)XCKOHW PEHpPOJYKTHBHOW CHCTEMBI U
monoBoit quddepernuponke. [Ipumepom moryt cirykuth reHsl SRY, SOX9, WT1 u apyrue, obecniequBaromme
muddepeHIMPOBKY TOHaIBI MO MYXCKOMY THITy. Tak, KIMHMYecKas KapTuHa cuHzapoma ne s Ilamemns
(xapuotun 46,XX npu MyXCKOM (EHOTHIIE) BKIIOYAET N3MEHEHHE HAPYKHBIX ITOJIOBBIX OPTaHOB U OTCYTCTBHE
criepMaToreHes3a. BOJIBIIMHCTBO TaKuMX MAIEHTOB HMEIOT B KAapHOTHIIC TPAHCIONMPOBAHHBIN (parMeHT
xpomocoMmsl Y, copepxkarnuit red SRY [7, c. 745-752].

Oxo0 10% cny4aeB My»CKOro OecIuIoius BbI3BaHO OOCTPYKIMEH CEMSIBBIHOCSIIHX MyTei. DTy MaTOJIIOTHIO,
BBI3BAHHYIO aHOMaJHMsIMH pa3BUTHs BoibdoBoro mnporoka, wyamie BCErO CBSA3BIBAIOT C HapylLICHHUEM
TpaHcMeMOpaHHOTO perynsTopHoro Oenka wmykosucimmoza (CFTR — cystic fibrosis transmembrane
conductance regulator). Myranuu 3TOoro reHa He BIMSIOT Ha IIPOLIECCHI B CAMOM SMYKE, M CIIEPMaTOreHe3 y
TaKHMX NalHEeHTOB MPAaKTHYEeCKH He HapyuieH [11, c. 89-93].

Bo Bropylo rpynmy BKIIOYAIOT TEHBI, OO0ECIIEUMBAIOIIME OSHAOKPHHHYIO peryisinuio. Passutue wu
JeITENIbHOCTh SIMYEK HaXOJTCS HEMOCPEACTBEHHO I10J] KOHTPOJEM LEHTPAIbHOW HEPBHOM CHCTEMBI,
THIIOTAJIaMyca M TUIO(H3a, KOTOPHIH OCYIIECTBIAETCS KaK Yepe3 CEKpPEeLHI0 TOPMOHOB, TaK W HEHPOT€HHBIM
myteM. [IpuanHOl yrHeTeHHs cliepMaToreHe3a M My»KCKOTO OeCTIiIofnst MOXKET ObITh HapyIICHHE CEKPEINH ITH
JIEHCTBUS TOPMOHOB.

I'uroroHagoOTpONHBI  THMOTOHAAW3M — TETEpOreHHoe 3a0o0JeBaHWE, BBI3BAHHOE IMOPAKEHHEM
TUIIOTAJIaMyCa, YTO NMPHUBOJIUT K 3HAYMTEIFHOMY YMEHBIICHHIO (MM OTCYTCTBHIO) CEKPEIMM TOHAJOTPOIHH-
pumsuar-ropmona (ICHPT) um compoBokmaercsi HapyIlIeHHEM pa3BUTHS penpoaykruBHOM chepol. B 20%
cily4aeB CHIDKeHHe ypoBHs cekpernn ['HPI' BbIzBaHo cuHapomom KanbMana M CBS3aHO ¢ HapyllleHHEM I'eHa
KALIG-1, nokaian30BaHHOTO B KOPOTKOM Tuiede X-xpomocombl (Xp22.3). [IpumepomM HapylieHHs: aKTUBHOCTH
I'uPI" moxer ObITh cunnpom [Ipanepa—Buium — 6os1€3Hb TEHOMHOTO UMIIPUHTHHTA, BBI3BaHHASI OTCYTCTBUEM
OTIIOBCKOT'O JIOKyca Ha Xxpomocome 15 (15q11-ql3), KoTOpBIi TOMUMO OKHPEHUSI ¥ YMCTBEHHOW OTCTaJOCTH,
CONPOBOXKAAETCSI aHOMAJIUSIMH TIOJIOBBIX OPTaHOB U OECILIOIUEM.

OyHKIMIO peryssiiuy CIepMaToreHe3a OCYMIECTBISIOT Takke kierku Cepromu u kierku Jlednura,
HMeEIOIIHE pelenTopsl K Gpommmkynoctumynupytomemy (OCI) n morennusupytomemy ropmony (JIIN), mosromy
CHIDKCHHE MYXXCKOW (DEepTHIBHOCTH TaKK€ MOXKET OBITh CBA3aHO CO CHIDKCHHEM AKTHBHOCTH WJIM CEKPELNH
OCT u JII', nnu MmyTamusiMi, HapymaromuMme padoty ux perentopoB. CekpeTupyeMbiii kireTkamu Jlewmura
OCHOBHOH aHAPOT€H — TECTOCTEPOH, IIOCIECTHHH B KacKaje TOPMOHOB, DPEryIHPYIOLIMX CIEPMaTOTrEHE3,
obecrieunBaeT aupHepeHIMPOBKY CIIEPMATOTOHUEB W CIIEPMATOIMTOB, a Takxke crepmuorenes [3, ¢.213-220].
INocnenoBarenbHas TpaHcHoOpMaLUs XOJIECTEPUHA B TECTOCTEPOH MPOUCXOIUT 0] BIMSHUEM ISATH Pa3IMYHBIX
(hepMEHTHBIX CHUCTEM M HApYyILIEHUS Ha JI00OM 3Tale NPHUBOAAT K aHJPOTCHHON HEAOCTATOYHOCTH, IOJIOBOM
JUCOYHKIIUHN U OECILIONHUIO.

Eme omHOW MPUYUHON MYKCKOTO OCCILIONMS MOXET OBITh ()YHKIIMOHAIBHOE COCTOSHHUE peIenTopa K
AH/IPOTEHY, T€H KOTOPOT0 COAEPKUT TpUHYKIeoTHIHbIE TOBTOPH! [CAG], Koaupyrolye ryTaMyuH. Y BeIndeHne
KOJIMYECTBa IMOBTOPOB Oosee 40 MPUBOIUT K CHHKEHUIO aKTUBHOCTH 3TOTO PELENTOpa M SIBISETCS MPUYHHOU
CIMHAIBHO-0YNb0apHOi MbleyHoi arpodum (Oose3nb KenHenn), KoTOpass NMOMHUMO arpoduH SIMYEK H
CHM)KCHHUSI KAyecTBa DSKYJSATa COMPOBOXKAACTCS] MBILICYHOH CIab0oCThi0 M MbleyHbIME atpodusmu [10, c.
3777-3782].

Tpetblo TpyIIy COCTaBISIOT I'eHbl, BOBJICUEHHBIC B MPOLIECC CIIEpMATOTeHe3a M ClIepMHOreHe3a. 31ech
0co00ro BHHMAaHUS 3aCIyKUBAIOT TeHBI, JOKAIN30BaHHbIE B JIokycax AZF (azoospermia factor) B JMHHOM
wiede Y-xpomocomsl (Yq). Beyiessitor Tpu ocHOBHBIX Jiokyca: AZFa, AZFb u AZFc, ne- neuuu B KOTOPBIX
O0OHApY)KMBAIOTCSl Y MALMEHTOB C HapylleHWeM (epTHIBLHOCTH, 10 Pa3HbIM oneHkam, B 1-50 %. Jlemenun B
nokyce AZFa, kak mpaBWIo, IPUBOAAT K HOJHOMY OTCYTCTBUIO CIIEPMAaTOrOHHMEB M B CIEPMATOTCHHON TKaHU
MIPUCYTCTBYIOT ToJbKO KieTkn Cepronu. B nokyce AZFb ocHoBHast posb oTBoANTCS ceMeiicTBy reHoB RBMY,
BXOJIAIIEMY B COCTaB MYJBTUT€HHOro cemeiictBa, uMeromero PHK-cBasbiBatomuii  gnomen. HekoTopble reHEI



9TOrO CEeMEMCTBA ABISAIOTCS NCEBIOT€HAMU M JIOKAIU3YIOTCA HE TOJNBKO B Y-, HO U B X-xpomocome. OnHako
Tonmbko TeH RBMY, nmokanm3oBaHHBINA B JoKyce AZFDb, skcmpeccupyer OEIOK, KOTOPEIA, BEPOSTHO, SBIACTCS
CIEIU(PHUIECKUM PETYIITOPOM CIUIAHiCHHTa B CIIEpMAaTOreHHBIX KieTkax. Jlememum rena RBMY cBs3aHbI C
GIIOKMPOBAHUEM CIIepMaToreHe3a Ha cTauu Meiiosa [8, ¢. 183-198].

Y mammeHtoB c¢ nemeruedr B Jokyce AZFc wHabmromaeTcss MMPOKOe BapbUPOBaHUE KIMHUYECKOTO
MIPOSIBIICHUS: OT OJIUTOCHEPMHUH A0 HOJHOTO OTCYTCTBHS CIIEPMATOI€HHBIX KIIETOK, IPUYEM y TaKUX MAIMEHTOB
CTENEHb PErPecCHU CIIEPMATOTEHHOIO SIMHTENUS C BO3PACTOM yBenumumBaercs. B nmokyce AZFc nokann3oBaH
taoke reH DAZ (deleted in azoospermia), conepskamuii PHK-cBsi3biBaronuii JoMeH, YTO yKa3blBaeT Ha y4acTUe
reHoB 3Toro cemeiictea B Tpancisiuud MPHK u, no-suaumomy, B nuddepeHnrpoBke ciepMaToreHHbIX KJIETOK U
MmerornueckoMm nenennd. [eneuuss DAZ MoxkeT NpUBOAUTH K OJOKMPOBAaHHMIO CIEpMaTOreHe3a Ha CTaIuu
MaxXUTeHbl. Y CTaHOBJIEHO NpHUCyTCTBHE OenkoB DAZ M B MO3JHUX CIEpMaTHIaX M B XBOCTE CIIEPMaTO30MIOB,
YTO MOATBEPIKAAET y4acTue 3Toro Oenka B XpaHeHHHU U TpaHcnopre cnennduynoit MPHK, Tpancisiuums koropoit
pernpeccupyeTcs 10 00pa3oBaHust 3peiibix criepmaro3ounos [ 1, c. 15-20].

I'ensl, obecnieunBaromye MEHOTHUYECKOE JICNICHHE, HEOOXOJMMO BBIICIUTH B OTIEIBbHYIO rpymmy. Meios
obecrieunBaeT /Ba OCHOBHBIX IpOIECCa: PEIYKLIMIO YHCIa XPOMOCOM M PEKOMOWHALMIO TE€HETHYECKOTO
mareprana. OTHAKO MEXaHW3MEI, JISKaIFe B OCHOBE BHIOOPA CIIEpMAaTOLNTA sl BCTYIUICHHUS B MEHO03, 10 chuX
IIOp OCTAarOTCA €1a00 M3ydyeHHbIMHU. Ha ceromHsAmHui aeHp nmpeanaraeTcss HECKOJIbKO TeHOB — KaHIWAATOB Ha
pOJIb OCHOBHOTO MeEAMAaTopa BCTYIUICHHWSA CIIEPMATOIMTa B MEHO3, OJHAKO EIMHOTO MHEHHUS IIOKa He
CYIECTBYET.

TouHoCcTh cHapuBaHusi XpoMOocoM U (opmupoBaHHEe OHBAJICHTOB, 00pa3oBaHWE CHHANTOHEMHOTO
KOMIUIEKCa, MHULIMALUS PEKOMOWHALIMK, KOHTPOJIb PACIPECICHUIX XUa3M U Cerperanuu XpoMocoM, a TaKKe
NOJJIEp)KaHUsI CECTPUHCKOTO XPOMATHIHOTO CUEIJICHUS HEOOXOIMMBI Ul O0ECHEeYeHUS MEHOTHUYECKOTO
JeneHus. AHanM3 TeHeTUYeCKUX aHOMalui Meilo3a Ha MOJIEKYJISIPHOM U IIUTOT€HETUYECKOM YPOBHE BKIIIOYAET:
BBISIBJICHHE I'€HOB, YYacTBYIOIINX B MEHOTHYECKOM JIEJICHUH, U BU3yalIH3alHI0 OCOOEHHOCTEH (uryp merosa.
Crnenyer OTMETUTH CYILIECTBOBAHUE CUCTEM KOHTPOJIL.

[lepBBIii 3Tam MEHOTHYECKOTO KOHTPOJS, CBS3aHHBIH CO CIIapUBAaHHEM XPOMOCOM M HOPMAaJIbHBIM
0o0pa3oBaHNEM OWBAJIECHTOB, OCYIIECTBIISICTCS Ha CTaJuM 3UTOTeHbl. KIeTKH co 3HAUMTEIbHBIMH JIe(eKTaMH
CrapuBaHMUsi y OOOMX MOJIOB, HO-BHIMMOMY, ITOABEPralOTCSl TMOETH, CHIDKAash TaKMM 00pa3oM KOHILEHTPALHIO
CIIEPMATO30MIOB B ISKYJIATE. Y UeIOBeKa ISl KOHBIOTANWH (CIIapuBaHM) XPOMOCOM HEOOXOANMBI IBYHUTEBBIE
pa3peIBEL. B MOHHTOpHHTE 1 penapaliiv 3THX pa3pbiBOB yyacTByeT reH ATM (TeH aTaKkCHH-TeIeaHTUIKTA3MH),
MyTallid KOTOPOTO TIPHBOASAT K OCTAHOBKE CIIEPMATOrCHE3a HA CTaJUHM IaxXUTEHbl NPU 3HAYNTEIHHOM
(bparmenTHpOBaHUU XpoMocoM [ 12, ¢. 2411-2422].

[Ipn nepexonme or Mmeradassl K aHadase OCYIISCTBIAETCS KOHTPOJb 3a NMPUKPEIIEHHMEM HHUTEeH BepeTeHa
JeneHust K OuMBayieHTY. OTOT TUI KOHTPOJII CBOWCTBEH TOJBKO MYKCKOMY rameroreHesy. Iloutm Bo Bcex
JKCHCKUX IIOJIOBBIX CHUCTEMax HaOIIOaeTcsi OTCYTCTBHE CIIOCOOOB IPOBEPKH MOHOOPHEHTHPOBAHHBIX
XPOMOCOM, YTO MOJKET OBITh IPUYUHONW BHICOKOM YaCTOTHI YMCIIOBBIX aHOMAIHUH B OOIUTAX IO CPaBHEHHUIO CO
criepmarosouaamu [9, c. 1495-1504].

OnHako Ha JEHCTBHE KOHTPOJBHBIX MEXAaHW3MOB CIIEPMaTOreHe3a MOXKET HaKJIaJblBaTh OTpaHHYEHUE
CYLIECTBOBaHHE IIUTOIIA3MaTHYECKHUX CBsI3€l MeXIy clepMaTonuTaMy ofHOU reHepanuu. C 01HOI CTOPOHEL,
9TH CBSI3M MOTYT CIIOCOOCTBOBAaTh BBDKMBAHHIO aHOMaJIbHOTO crnepmartonura. C Ipyroi, pacnpocTpaHeHHe
TOKCHYECKMX AarcHTOB AaloONTOTHYECKHX KIETOK OyaeT CIocoOCTBOBaTh MacCOBOW THMOEIM HOPMAaIBHBIX
CIIEPMATOLMTOB, YTO IIPHUBOAUT K CHHKEHHIO (DePTHIBHOCTH.

W HakoHel, MOXHO BBIICNUTH TPYNIy TICHOB, OOECHEYMBAIOIINX HOPMalbHOE (YHKIMOHUPOBAHHUE
CIIEPMATO30MI0B U OIUIOAOTBOpeHHE. Tak, aHOMaluu MHKPOTPYyOOYeK, NCHEHHOBBIX PydeK M MOTOPHOTO
anmnapaTa peCHHUYEK MPUBOAT K MATOJOTHM JBIXAaTEIbHBIX MyTeH (HOCA, HOCOBBIX Ha3yX, OPOHXOB). Y Takux
MAlMEHTOB OTMEYAeTCsl CHMXKEHHE (PEepTIIIPHOCTU BCIIEACTBHE HApYLICHUs! IOABM)KHOCTH CHEPMATO30HIOB
(acteHozoocnepmusi). AHaNOTUYHAs KapTHHA HAONIOAAaeTCs MpPH CHHAPOME HEMOABIKHOCTH PECHUYEK.
Myranuu rena deprununa (fertilin b) npuBoaAT K HapylIEHHSM CBS3BIBAHUSI CIIEPMATO30MJIa C BUTSIUHOBOM
MeMOpaHOii 00IIMTa U HEBO3MOYKHOCTH OILIOJJOTBOPEHHSI.

B sty ke rpynny mMoxxHO oTHecTH Mytanuu mutoxonnpuansHoi JJHK (MtIHK). Myrtamuu B aro0oM u3
TeHOB, Y4acTByIOIUX B cuHTe3e AT®D, MOryT CylECTBEHHO MOBIUATh HAa MOJBMXKHOCTE criepmaro3onjioB. Ha
JTAaHHBI MOMEHT M3BECTHO HECKOJIbKO MyTauui u aeneruid MTIHK, npuBoasamux x Oecruionuio y My »K4uH.

3ak/roueHue

Takum o6pazom, mpobieMa MY>KCKOTo OeCIUIONUs HalpsSMYIO CBsi3aHa ¢ OOIIEOHOIOrHYecKoi Mmpobdiaemoit
MEXaHHU3MOB,  KOHTPOJHPYIOIIMX  TOYHOCTh W HAJESKHOCTh Mepelayd TeHETHUecKoil HHpopMaluu B
MOKOJICHUsIX, oOecrieunBasi HaCJIeJICTBEHHOCTh M M3MEHUYMBOCTh. JTa 33jauya TeM Oojiee aKTyaibHa, T. K. B
HocJeIHUE JEeCATUIIETHS] OTMEUAeTCsl CHMXKEHHE KauecTBa ISKYJATa Yy 370POBBIX MYX4YMH. bypHoe pa3zButue
9KCIIEPUMEHTAILHOI AMOPHOIOTHM M TEHETHKH IO3BOJIIET IIPEO/IONIeBATh MHOTHE MPUYMUHBI MYKCKOTO |
JKEHCKOT'O OECIUIONUS C WCIIOJIb30BAHMEM METOJIOB BCIIOMOTATENbHON PENpoayKTUBHOM TexHosoruu. OmgHaKo



9TO TPeOyeT TIATENEHOTO H3YUCHHUS OIMKANIINX M OTJaJICHHBIX IIOCIIEICTBUH HCKYCCTBEHHOTO BMEIIATEIECTBA
B PENPOIYKTHBHYIO cepy U pa3pabOTKH IMyTeH MUHUMH3ALUK HeXKeNaTeIbHbIX TOCIEICTBHH.
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