AZF nellenud — 4acTas reHeTHYecKas MpUIMHA 0eCIIoOnus y MYKYKH:
COBpPEMEHHOE COCTOSTHME MCCJIe0BAHMI

B.b. HEPHbIX

Meamnko-reHeTyecknin Hay4Hbli LeHTp PAMH; MOCKOBCKMI rocyAapCTBEHHbI MEAMKO-CTOMATOAOrMYECKMIA YHUBEPCUTET

MpeacTaBAeHbI COBpemeHHble AaHHble 0 AOKyce AZF, ero peroHax, pa3An4HbIX TMMAX UX AeAelInii, a TaKKe 0 BAUSIHUM CTPYKTYPHbBIX
nepectpoek B AZF pernoHax Ha cnepmatoreHes u ¢epTMABHOCTL MYXUHH.
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MUKPOAeAeLnn.

CioBapb TEpPMUHOB

Jlokyc uwmm pernon AZF (Azoospermia Factor, ¢akrop azoocnepmun) —
Y4aCTOK JUTMHHOTO TuTe4a Y-XpOMOCOMBI YeJIOBEKa, CONMEepKaTIil TpU-
MEpPHO TIOJIOBUHY €€ TeHOB, OOJIBIIMHCTBO U3 KOTOPHIX BOBJICYECHHI B
KOHTPOJIb UMD DEPEHITMPOBKY U PA3BUTHSI MYKCKUX TIOJIOBBIX KJIETOK
(criepMaroreHes).

Jenenuu — BUI XpPOMOCOMHBIX MYTallU, XapaKTePU3YIOIIUIACS TTOTe-
peil Kakoro-1mbo yyactka XpoMocoMbl. OHM MOTYT OBITh MAKPOCKO-
MMAYECKUMH, T.€. BBISIBISIEMBIMU MPU HUTOTEHETMYECKOM MCCIIeOBa-
HUU, 1 MEKPOJETeUsAMY (BUI MUKPOCTPYKTYPHBIX IIEPECTPOEK XPOMO-
COM), OOHApYXMBAEMBIMU C MTOMOIIBIO MOJEKYJISIPHO-TEHETUIECKIX
YTV MOJIEKYJISIPHO-ITUTOT€HETUIECKUX METOIOB.

IMoanbie AZF nenemun — kinaccudyeckue AZF neneumu, ynausionime
OIIMH, Ba WK Bce Tpu AZF cyGperoHa; MOTYT ObITh pe3yJIbTaTOM KakK
MakKpozaeaeuid, TaK U MUKPOJEIELIMil Y-XPOMOCOMBI.

Yacruunbie AZF nenenuu — MUKpoOJEIeLIMU Y-XPOMOCOMBI, HE IOJTHO-
CThIO yHadolIMe Kakoi-inbo AZF cyOpervoH; Haubosee 4acto
BcTpevatoTcs B AZFc cyopervoHe.

Tanmnorun (COKp. OT «TarJIOUIHBIA T‘CHOTI/IT]») — reHeTu4YecKast KOMOM-
HalMs TeHOB Ha OAHOM XpOMOCOME.

Tannorpynna Y-xpomocomsl (Y-ramiorpynna) — Oosibliasi Tpyniia cxo-
SKMX TaIJIOTUIIOB Y-XPOMOCOMBI, UMEIOIIMX OOLLETrO MPeAIeCTBEHHU-
Ka ¥ XapaKTepU3YIOIIMXCS OMUHAKOBBIMU aJUIEISIMU B OTIPENEIEHHBIX
ee JloKycax (yyacTkax).

I'eHeTMUECKME (DAKTOPHI SIBIISIIOTCSI OMHOM M3 YACTHIX
MPUYMH aHOMAJU pa3BUTUS U HapylleHUs] QYHKIIUU
OpTaHOB PEeINPONYKTUBHOM cucTembl [1—3]. Yacrora nx
BCTPEYAEMOCTU KOPPEIUPYET C TSKECTHIO PENPOAYKTHUB-
Hoi1 rmarosoruu. Tak, mo KpaiiHeilt Mmepe ! /3 CJIy4aeB TSI-
KeJbIX (hopM OecITonus y My>KUYMH 00yCIIOBJIeHa TeHEe-
maeckumMu (akropamu [2]. [MpunumHamm Gecruionus y
MY>XUMH MOTYT SIBJISITHCS XPOMOCOMHBIE aHOMAJIUU, MU -
KPOCTPYKTYpHbIE TEPECTPONKM W TEeHHbIE MyTalllu,
MIPUBOISIINE K HAPYIIECHHIO IeTePMUHALIMY TT10J1a, -
(bepeHIMPOBKY 1/MIN pa3BUTHUS OPTAHOB ITOJIOBOI CH-
CTE€MbI, €€ TOPMOHAJIbLHOU AUBPETYNISILIMU, HAPYIIEHUIO
criepMaToreHe3a 1/ min (PyHKIIMK CiepMaTo301Io0B [1—
3]. B psme ciayyaeB Gecruionye y My>KYUH OOYCIIOBJIEHO
HaJIMYKMeM KaKoro-anubo reHeTM4ecKoro CUHIpoMa, rpu
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5TOM B KJIMHUYECKOU KapTUHe Oecruiogue Ju0o BBICTY-
MaeT Ha MEepBbIN IUIaH, JUOO HE SBISIETCS OCHOBHBIM
cumnToMoM [3]. [TonoOGHBIE ciydyaun Gecrionus sSIBIAsIOT-
Cs CUHAPOMAJIbHBIMU (HampuMmep, npu cuHapome Kai-
MeHa, MUOTOHWYECKOI auctpoduu, OosesHu Kennenu
u ap.).

A3oocniepMus U OJIUTO300CTIEPMUS TSKEION CTere-
HU SBJISIIOTCS HanboJee TSKeabIMUA (hOpMaMU MYKCKOTO
Gecrutonus. VX 107151 COCTaBISET OKOJIO '/, BCex CllydaeB
naro3oocnepmuu [2, 4—7]. B 3aBucuMocT! OT mpouc-
XOXJCHUST a300CHEPMUI0 PA3ACISIOT Ha OOCTPYKTUB-
HYIO, BBI3BAHHYIO HapylIEHWEM MPOXOAUMOCTH CEeMsI-
BBIHOCSIIIMX MyTel, U HEOOCTPYKTUBHYIO (CEKpEeTOp-
Hy10). B HEKOTOpBIX Caydasix OTMEYAIOT COYETaHUE Ha-
pYILIEHUS ciepMaTOTreHe3a pa3IndHON CTENEH! B OTHOM
WA O00OUX SIMYKaX U MOJIHOTO WU HEMOJIHOTO, TBYCTO-
POHHETO WIM OIHOCTOPOHHErO HApYUIEHUS MPOXOIU-
MOCTH CEMSIBBIHOCIIUUX IyTEM, YACTOM MPUYUHOU KO-
TOPBIX SBJISIOTCS MyTallMM TeéHa MyKoBucluao3a [2, 3].
CekpeTropHast a3oocmlepMus BCTpedaeTcs daiie o0-
CTPYKTUBHOM, U €€ TPOUCXOXKIEHUE MOXET ObITh BHI3BA-
HO DPa3JIMYHBIMU TEHETUYECKUMHU W/WIN CPENOBBIMU
(akTopamu [2]. [ToMrMMO XpOMOCOMHBIX aHOMAJIUIA, Ya-
e BCEro MpeacTaBieHHbIX cuHapoMoM KialiHdenbre-
pa WIK ero BapuaHTaMU, OJHOW W3 HauboJyiee pacmpo-
CTPAaHEHHBIX TEHETUYECKUX MPUYUH HEOOCTPYKTUBHOMN
a300CTIEPMUU UJIU OJIUTO300CTIEPMUM SIBJISIIOTCS MUKPO-
neneunu Y-xpoMmocomsl [1—11].

Mukpoaesienuu Y-XpoMoCOMbI M HApYIIIEHHE
cnepMaToreHesa

Mukpoaeneniuyu JTJIMHHOTO Tuleda Y-XPOMOCOMBI
BCTpeyaroTcsl ¢ yactotoit mpumepHo 1 Ha 1000—1500
MYXYMH U SIBJISTIOTCS] OJHOM M3 HanboJIee YacThIX TeHe-
TUYECKUX TIPUYMH TSKeJbIX (hOpM HapyIlIeHUs criepMa-
ToreHe3a [2, 6]. Ux oGHapykuBaloT B cpeHeM y 10—12%
MYXYMH ¢ azoocriepmueid 1y 8—9% MyX4YuH ¢ OJIUTO-
300CIepMueit TsKeon crenenu [2—14].

Ponb penenuii IIMHHOTO IUTeYa Y-XPOMOCOMBI B
3TUOJIOTMY HapyIIeHUs criepMaToreHe3a v OecIiIonus y
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KapTa Y-XPOMOCOMbI YeAaoBeKa C YKa3aHUeM ee AOKYCOB U HEKOTOPbIX FreHOB (C/\eBa).

Ha BeiHOCKe cripaBa netanbHO okasaH AZF nokyc (pernoH) u ero (Cy0)peruoHsl, FeHbl, IeICIHOHHBIE MHTePBaIbl Y-XpoMocoMmbl (SB—6F), STS-
MapKephl, a TaKKe HauboJiee YacThle TUTIBI MONTHBIX AZF neneunii u yacTUUHbIX aeneunii AZFc pervoHa.

MYXUYMH ObIJIa BIIEPBBIC HATJISIMHO MOKa3aHa B MCCIIEH0-
BaHuUU [15]. ABTOpbI MPEeANONOXUIN HAJIMYUE B JIOKYCE
Yql1 yyactka, HEOOXOAMMOTO IJIs1 CliepMaToreHesa, Ha-
3BaHHOTO (PaKkTOopoM a3oocrepMum (Azoospermia Fac-
tor, AZF). BriociienctBuu ¢ nosiBJIeHUEM METOIOB MOJIe-
KyJISIPHOTO aHajn3a OBbLJIO MOATBEPKACHO IPUCYTCTBUE
Ha JUIMHHOM IIIede Y-XPOMOCOMEI T€HOB, KOHTPOJUPY-
o1mux 1rudhepeHINPOBKY MYKCKUX TTOJOBEIX KJIETOK,
co3IaHa KapTa IeJIeIMOHHBIX UTHTEPBAJIOB Y-XpOMOCOMEI
[16, 17].

Henewyu B 1okyce AZF MOryT ObITh MaKpOAeaeLIMsI-
MM, BEISIBJISIEMBIMU TIPU IIUTOTC€HETUIECKOM MCCIIeIOBa~
HUM, W  MHUKPOICIECHIUSIMH, OOHApyKMBacMbIMU
MOJIEKYJISIPHO-TeHETUISCKIMU MeTomaMu. BaxHo oT-
METHUTb, YTO Aejeuurun B Jokyce AZF moryT ObITb 00y-
CJIOBJICHBI IIUTOT€HETUICCKIMM BUANMBIMU IIEPECTPOI-
KaMH Y-XpOMOCOMEIL: TePMUHATLHBIMU WA WHTEPCTU-
[UATbHBIMU JeJICHIUSIMU, TPAHCIOKAIIUSIMU, U30IUIICH-
TPUYECKUMU, KOJIBIIEBBIMU XPOMOCOMAMU VTN IPYTUMU
CTPYKTYPHBIMU II€pECTpOMKaMU XpoMocoM [2, 6, 8, 9].
CornacHO pa3MepaM M JIOKATU3alU AeIeUiA TJTNHHO-
ro riedya Y-XpoMOCOMBI, BhIAEAeHBI TpU peruoHa: AZFa,

AZFb u AZFc [8] (cM. prucyHOK). JIJIsT KaxkOoro U3 HUX
BBISIBJICHBI TeHBI-KAHIUIATHI, YIaCTBYIOIINE B KOHTPOJIE
crepMaToTeHe3a, a TakKe MX X-CIeIUICHHBIC 1/WIN ay-
TOCOMHBIE ToMoJjiorH [9—11, 18, 19].

OnpeneneHne HYKJICOTUIHON MOCIEI0BATEIbHOCTH
Y-XpOMOCOMBI TTO3BOJIMJIO YCTAHOBUTH CTPOCHHUE €€ pa3-
JIMYHBIX 3yXPOMATUHOBBIX objiacteii [11, 20]. XapakTep-
HOI 0COOEHHOCTBIO Y-XPOMOCOMBI SIBJIIETCSI HAIMYKE B
ee IUIMHHOM TUIeYe BOCBMU WHBEPTUPOBAHHEIX ITOBTO-
poB, HasbIBaeMbIX naauHIpomamu (P1—P8), Haubomee
MPOTSKEHHBIM M3 KOTOPBHIX PACIIONIOXEH B PETHOHE
AZFc [20—22]. BeimomHeHHOE Y MY>XKUYWH ¢ MUKPOJIee-
OUSIMA Y-XpOMOCOMBI BBICOKOpa3peIamlnee KapTupo-
BaHME U CEKBEHHPOBAaHHE TOYEK Pa3phIiBa ITO3BOJIMIO
OIIpEACINTD pa3Mephl U MEXaH3M BOZHUKHOBEHMUS pa3-
JMYHBIX THITOB AZF nmenmenmii, a Takke yKa3aTh Ha 4Ya-
CTUYHYIO TlepeKpbiBaeMocTb peruoHoB AZFb u AZFc.
YCTaHOBJIEHO, YTO TIPUYMHON OOJIBIIMHCTBA MUKPOIE-
JIeINiA SIBJIIETCST HecOalaHCHpOBaHHAsT HeaJlIeJIb TOMO-
JIOTUYHasT PEKOMOMHALMS MeXIy: IOoC/ieq0oBaTeIbHO-
cramu sHHoreHHoro perpoBupyca HERVI1S (meneuun
AZFa pernoHa); naimHapomMoMm PS5 1 npokcumanbHbIM
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AZF aeneunm — npudmHa 6ECIAOAUS My>KUNH

iedoM nanuHapoMa Pl (meneunu AZFb peruona); na-
quHapomamMu P5 u P4, a takke NpoKcUMalbHBIMU U
IUCTAJIbHBIMU TuledyaMu manuHapoMma Pl (AZFb+c ne-
JIelnn); IpsIMbIMUM TTIoBTOpaMu b2 1 b4 (mmonneie AZFc
neneunn) [21—24].

B GosblLIMHCTBE CllyyaeB He SIBISIONIAECS TOAUMOpP-
¢uzmamu genenu AZF pernoHoB TIpUBOAST K BhIpa-
>KEHHOMY HapyIIEeHHIO CIIepMaToreHe3a BILIOTh 10 CUH-
IpoMa «ToJIbKO KiieTKu Cepronmn» [2, 4—14]. lenenuu B
Jnokyce AZF MoryT ObIThb HOJIHBIMU, T.€. LIEIMKOM yla-
nsgomuMu onuH AZF pernoH unu 6oiiee, 1 4aCTUYHbBI-
MM, €CJIU JeIeIIUN He TTOJTHOCThIO 3aXBaThIBAIOT KaKOMi-
100 U3 Tpex ero pernoHoB. IIpakTuuecku Bo Bcex Ciy-
yasx nojHele AZF penenuu SBisIOTCS MyTaUMsIMU de
10V0 U TIPUBOJIST K a300CIIEPMMU WJIH OJIUTO300CIICPMU U
TsKeaoi crereHn [4—12]. OgHako MMEIOTCS CooOIe-
HUS O PEIKMX CIIydasix HacJIeAOBaHUS OTOOHBIX MUKPO-
nejaennii Y-XpOMOCOMBI €CTECTBEHHBIM ITyTEM M TIOCIIE
MPOBEICHUST BKCTPAKOPIOPAIBHOIO OILUIOAOTBOPCHUS
[25—28].

Hawnbosnee yacThIM TUIIOM MOJHBIX (KJIACCUYECKUX)
AZF neneumit sBisiotcs nojHsle AZFc (b2/b4) nmene-
LIMU, JOJISI KOTOPBIX cocTaBisgeT 65—70% ot Bcex moJi-
HeiX AZF neneunit [4—12]. Bropoe MecTo 1o 4acToTe
BcTpeyaeMocTu (15—20%) 3aHMMAIOT A€M, 3aXBa-
ThIBamoIe peruoHsl AZFc n/unmm AZFb (AZFb+c u
AZFb nenenun). Hanbonee penko (5—10%) BBIABISIIOT
neneunn AZFa peruoHa. B penkux ciaydasix oOHapyKu-
BaroT Apyrue Tumsl AZF neneumit, Hanpumep, AZFa+b
u AZFa+b+c [10—12].

Mg nmonuelx AZF peneumii mpociieXXuBaeTcst H0-
BOJIbHO YeTKasl 3aBUCHMOCTh CTETICHU HapyIIeHUSI CIIep-
MaToreHe3a OT pa3Mepa M JIOKaau3aluy OeNCLUi, 4To
MOXKET UMETb IMIPOTrHOCTUYECKOE 3HAUCHHE B IIJIAHE BO3-
MOXHOCTHM TIOJIyUCHUSI CIIEpMATO30MIOB, IIPUTOMTHBIX
IJIST  TIPOBEACHUSI TPOrpaMM  SKCTPAKOPIIOPaIbHOTO
ortonoTBopeHus [4, 29]. Tak, oTcyTcTBUE BCero JoKyca
AZF, a Takke nejelnu, LeJUKOM 3aXBaThIBAIOIINE Pe-
ruoHbl AZFa u/umu AZFb, yka3siBaloT Ha HEBO3MOX-
HOCTbH MOJIy4CHUS CIIepMaTo30uaoB [4, 29]. AHanu3 ya-
CTUYHBIX Jeelinii pernoHa AZFa, KOTOphIii cooepsKUT
nBa ogHokonuitHEIX TeHa (USP9Y wnu DBY) mozBomn
YCTaHOBUTH, YTO TSLKECTh HApYIIEHMS CIiepMaToreHes3a
npu AZFa nenenusix odycnosiaeHa norepeit reHa DBY
[30, 31]. deneunu yactu miau Becero reHa USPIY moryt
He TIPUBOIUTD K HApYIICHUIO CIIepMaTOreHe3a 1 Haclie-
JIOBaThCS €CTECTBEHHBIM MyTeM [26].

Pernonnt AZFb u AZFc conmepxat IpuUMEpHO I10
TPU decATKa TeHOB, MHOTHE 13 KOTOPBIX MPEACTaBICHBI
B IBYX 1 Oosee Konusx [20, 22—24]. [ToaTomMy olLieHKa
BKJIaJa OTAEJIbHBIX T€HOB JaHHBIX PETMOHOB B 3THOJIO-
TUIO0 U MaTOreHe3 HapyIlIeHUs cIiepMaToreHe3a 3aTpy/l-
HuTeNbHA. [IpakTUyecKky y BceX MallMeHTOB C MeIeIINs -
mu AZFb (P5/proximal P1) umu AZFb+c (P5/distal P1 u
P4/distal P1) oTMeuaroT a300CIIEpMHIO BCICACTBUE TSI-
JKEJIBIX HapyIIeHUI criepMaToreHe3a (CMHIPOMA «TOJIb-
ko kietku Cepronm») [4—6, 8—12]. O6HapyKeHue naH-
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HBIX TUIIOB JeJICIIN YKa3bIBacT Ha HETaTUBHBIN ITPOTHO3
B OTHOIICHHUH TTOJYICHUS CIIEPMATO30MIOB C TIOMOIIIBIO
ouoricun simuka [2, 11, 29]. B HemaBHO IpOBeACHHOM
HCCIIEIOBAaHUN Y MY>KUMHBI C a300CTIepMuUeii OblIa 00Ha-
pyXeHa Jeels MpoKCcuManbHo#i yact pernoHa AZFb,
3aXBaThIBAMOIIAS MAJMHAPOM 4 1 BKIIIOUAIOIIAsl KaHIu-
nmatHblii reH HSFY [32]. CiepMuoiornyeckuii uarHo3
Y TUCTOJIOTUYECKAsd KapTHUHA ¥ MYXKYMH C TTOJTHBIMU JIe-
nerusamu AZFc (b2/b4) BapbupyIOT OT a300CIIEpMUU 10
OJIMTO300CTIEPMUM, M OT CHUHIPOMA <«TOJBKO KIICTKH
Ceprojii» [0 THUIIOCIIEPMATOreHe3a COOTBETCTBEHHO
[4—12]. Kak mpaBuio, TIpu 3TOM KOJWYECTBO CIlepMa-
TO30MI0B He npeBblaeT 1—2 MaH B 1 M. B cpenHem y
50—70% maLueHTOB C AeJielMeil, LIeMKOM 3aXBaThIBa-
ouein AZFc peroH, ynaercs MojJydyuTb CIIepMaToO30U-
IIbI, TIPUTOIHBIC IJISI UCKYCCTBEHHOTO OILJIOMOTBOPEHMUS
[28, 29].

Yactuunble aejenun peruona AZFc u depruibHocTs

MYKYHH

B otnuume oT mosiHbIX, yacTuuHble AZFC nenenumn
XapaKTepU3YIOTCS Pa3IMIHON CTEIeHBIO BIWSHUS Ha
criepMaToreHe3 U (pepTWILHOCTD, OT a300CHEPMUN 10
HopMo3ooctiepmun [33—41]. 3HaunTenbHas 107 nepe-
CTPOEK IOAHHOTO PErMOHA MOXET HAaCIIeAOBaThCA II0
MYKCKOM JIMHUU, BJISISICH MUKPOCTPYKTYPHBIMU TIOJIH-
Mopdusmamu Y-xpomocoMsl [34, 36, 40]. ITarorenetu-
yecKas U KIMHUYECKasl 3HAYUMOCTh BIUSHUS 9aCTUI-
HBIX IeJeInii U Opyrux u3MeHeHnit AZFc pernoHa Ha
PEIIPONYKTUBHYIO (DYHKIINIO MYXUHMH SIBJISICTCS OXHOM
13 HanboJee aKTyaJbHBIX U aKTUBHO MCCIICIYIOIINXCS
TEeM B MOJICKYJISIPHOI aHIPOJIOTUH, OMHAKO OHA OCTAaeT-
csl HEIOCTaTOYHO M3YYCHHOM.

Pesynprath ncciieqoBaHui Y-XpOMOCOMBI YeJIOBEKA
CBHUIIETEIBCTBYIOT O TOM, UTO €€ TTAJTMHIPOMHAsI 00JIaCTh,
pacnonaratomasicsi B Jokyce AZF, siBasercss Haubosee
CJIOXKHOYCTPOCHHBIM B OTHOIIECHHNH IIPOTSIKEHHEIX OJI0-
KOB TOBTOPSIIOIINXCS YIACTKOB (AMJIMKOHOB) YIaCTKOM
BO BCEM I¢HOME YeJIOBeKa, 3HAUMTEIFHO BapbUpYeT 110
COCTaBY ¥ KOMIIO3UIINY ITOBTOPOB M MMEET OTHY U3 Ca-
MBIX BEICOKMX YacTOT MyTaluii [42].

AZFc pernoH pedepeHCcHOM Y-XpOMOCOMBI YeJIOBE-
Ka comepxurt 32 reHa [20, 42]. [Tomxsie ero neneumu (b2/
b4) mmerot pasmep 3,5 MJIH Iap HyKJIeoTUnoB (IL.H.) 1
MPUBOIAT K noTepe 21 reHa maHHoro pernoHa [22]. Ya-
ctruuHble AZFc meennm MOTyT IMETh pa3IMIHYIO JIOKA-
JIN3auIo 1 pa3Mep (0T HECKOJIBKMX IECATKOB THICSY IO
2 MJIH II.LH. ¥ 0oJjiee; IS OCHOBHBIX TUIIOB UX pa3Mep
cocrapysieT 1,6—2,2 MIIH I.H.), yaanss 1o '/, u 6onee re-
HOB pernona [34— 36, 42]. B cay4ae coueTaHust yacTud-
HOI melleliny W OyIutmKaumu AZFc KolmmaecTBO TEHOB
MOXeT ObIThb Oosblie pedepeHcHoro. K HacTosiemy
BpEMEHHU OITMCAHO JOBOJIHLHO OOJBIIOE YHCIO pPas3dd-
HBIX TUIIOB YacTUYHBIX AZ Fc menenmit (gr/gr, bl/b3, b2/
b3, b3/b4 u ap.), a Takke ux noarumnos [40—42]. Taxk,
JUISL JeJieliuy gr/gr, uMeroieir pasmep 1,6 MJIH ILH.,
WICHTUOULIMPOBAHEl TP OCHOBHBIX ee Thma (gl/g2,



rl/r3 u r2/r4) u 1IecTh €¢ MOATHUIIOB, a IS IeJCLNU
b2/b3, umeromieit pazmep 1,8 (2,2) MIIH I1.H., T10 KpaliHel
Mepe, YeThIpe e¢ IOATHIIA. YCTaHOBJIEHO, UTO B pse
clIy4acB BO3HMKHOBeHHE 4YacTMUYHbIX AZFc nenenmii
CBSI3aHO C TPEABIAYIIUMY WM MOCIEIYIOIIMMHA WHBEP-
CUSIMM WIM OYTUIMKAIIUSIMM, TTPOUCXOMSIINMU MEXIY
COOTBETCTBYIOIIMMHM ITOBTOPAMH B JaHHOM peruoHe |34,
36, 42]. Tak, meneius b2/b3 MoxXeT IPOU30UTU TIOCIIE
gr/rg UHBEpCUM, JTUOO BO3ZHUKHYTH B pe3yabrate b2/b3
WHBEPCUU, 32 KOTOpOit cieayet neneuust rg/rg [35, 38].
Kpome Toro, rokaszaHo, 4To HAJIMIME YACTUIHOM HIesie-
uuu pernoHa AZFc MoxeT npegpacrnoJjaratb K BO3HUK-
HOBEHMIO TIOJTHOM IeJielln TaHHOTO peruoHa [43].

BaxHo oTMeTuTh, 4TO MCCemoBaHue TOabKO STS-
MapKepoB TaHHOTO PerMOHa He BeeTaa IMO3BOJISIET TOYHO
OIpeAcauTh TUI MepecTpoiiku Y-xpomocoMbl. Beaend-
CTBY€ MHOTOKOITMHOCTH OLIEHKA YMCJIa TeHOB JAHHOTO
peruoHa BO3MOXHA C MOMOIIbIO aHaIN3a OMHOHYKIIEO-
TUOHBIX TOJIMMOPGU3MOB (BapMaHTOB) UISI KOJMYE-
cTBeHHOTrO onpeneyeHus: reHoB (DAZ, CDY u ap.) nan-
Horo pernoHa [37, 41]. IIpoBeaeHMe HACTOSIIETO UCCIIE-
MOBaHUS TMO3BOJISIET TOYHEE OIPEIHCIUTh TUII MHUKPO-
CTPYKTYPHOM TIepecTpOiKM Y-XpOMOCOMBI.

[lo maHHBIM MCCIEMOBAaHUM Pa3TUIHBIX BBIOOPOK
(TI0 3THMYECKOMY COCTaBY M COCTOSIHUIO (hepTUIIBHOCTH,
MoKa3aTe/IsIM KOHILICHTPAIIMK CIIEPMAaTO30MIOB), YaCTO-
Ta HEMOJHBIX nejeunit AZFc permona (gr/gr u b2/b3)
BapbupyeT ot 2 10 18% [41, 43—48]. I1o kpaiiHeil Mmepe
IUISI HEKOTOPBIX THUIIOB YACTUYHBIX HCJICIIM pernoHa
AZFc Obla BhIsIBJIEHAa MX MOBBIIIEHHAs YacToTa Cpeau
MYXUMH C HapyIIIeHHEM CIlepMaToreHesa (a300CcepMust
M OJIUTO300CIIePMUSI) TI0 CPaBHEHUIO C (PePTUILHBIMU
MyxuuHamu [27, 29, 31, 37]. OgHako B psiae UccienoBa-
HUIA He OBLJIO YCTAHOBJICHO CTaTUCTUYECKU TOCTOBEPHO-
To pa3IM4MsI IO YaCTOTE BBISIBJICHUS YaCTUYHBIX AZFc
Ieaelii MexXny 3TuMu rpyrmamu [37, 39, 41].

B nocnennue rogsl HAYaTO aKTUBHOE MCCIICIOBAHUE
CBSI3U MEXIY MMKPOCTPYKTYPHBIMM IIepeCTpOiiKaMM
Y-XpOMOCOMBI M €€ TaIVIOTUIIOM, TaK KaK ObUIM OOHapy-
JKEHBI MEXATHUYECKUE PA3IW4Ms B YACTOTE BCTpedae-
MOCTHU YacTUYHBIX nenenuii AZFc pernona. IToka3aHo,
YTO BCTPEYAEMOCTb OIIPEAEICHHBIX THUIIOB HEITOJIHBIX
AZFc peneuuii 3aBUCUT OT TaruioTUIIA Y-XPOMOCOMBI
[40]. BonpmmHcTBO My>XunH B EBpaszuu, nmemommx ae-
sermio b2/b3, otHocarcs K N rarmtorpyrre [35]. Henas-
HUE HUCCICIOBaHNUS MO3BOJWIN YCTAaHOBUTH, YTO HEKO-
TOpPBIEC TAIJIOTPYIIIBI Y-XPOMOCOMBI, B yacTHocTn C,
DE* u O3e, MoryT nipeapacnoiaratb K BOSHUKHOBEHUIO
JeJICIIi gr/gr, TOrma Kak Ipyrue, HalpuMep Tariorpym-
nbl O3* u O1*, CHUXAIOT BEpOSITHOCTh MX BO3HUKHOBE-
Hus [48, 49]. OgHako MoKa He yIaJIoch BEISIBUTH (heHO-
TUMWYECKUX BapuallMii Cpelr HOCUTENIeH meaeinii gr/gr
€BPOTEMCKOro MpoucxoxaeHus [41].

OO0cenoBaHue OTIIOB MYKUYMH-HOCUTEJICH MUKPO-
CTPYKTYPHBIX mepecTpoek perrnoHa AZFc mo3Boauio
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YCTaHOBUTD, UTO IMOCACAHNUE B 3HAYUTEILHOU TOJIE CIIy-
yaeB (He MeHee 30—50%) SIBISIOTCS MyTaLIUSIMU de novo
[48, 49]. DT maHHBIE CBUAETEIBCTBYIOT O TOM, YTO, TIO
KpaiiHeii mepe, !/ , BCEX YACTUYHBIX JIeJICIIUIA HE SIBJISIOT-
CsI <HEUTPaJIbHBIMI» TTOTUMOPDU3MaMH Y -XPOMOCOMBI,
a MOTYT OBITh IPUYMHOM UK (PaKTOPOM pUCKa HapyIIle-
HUs CIIepMaToreHe3a M CHIDKEHUS (DepTHIBHOCTU Y
MYyX4uH. IS OIGHKM XapakTepa IIPOMCXOXKICHUS
Y-Mukponenenuii (Myrauus de novo Win yHacleooBaH-
Has) HEOOXOAMMO MOJIEKYISIPHO-TEeHETUUEeCKoe obce-
IOBaHUE OTLA, OPAaTheB U APYIUX MYXYMH CEMBU IIPO-
OaHpa.

3akJouenue

Pe3yabTaThl MHOTOYMCIIEHHBIX MCCIIEIOBAaHUIN MU-
Kpoaeneunii Y-XpoOMOCOMBI Y MYy>KUMH C OeCIUIogueM, a
TaKXe OlLieHKa pojyv reHoB Jlokyca AZF B nuddepeHI-
POBKE M Pa3BUTHUM MYXCKHUX ITOJIOBBIX KJIETOK yOemu-
TEJIbHO CBUIETEIbCTBYIOT O BLICOKOI 3HAYMMOCTH T€HOB
Y-XpoMOCOMBI B KOHTPOJIE CIIepMaTOTreHe3a Y YeJIoBeKa.
B cpene crienmanucToB B 00J1aCTH TeHETUKM, aHIPOJIO-
TUM, PETIPOAYKTUBHONM MEAUILIMHBI TPOU30III0 OCO3HA-
HHUE TOTO, YTO (DAKTOP a300CTIEPMUU SABJISIETCS OTHOMN U3
HanboJlee pacIpoOCTpaHEHHBIX IPUYMH OECIUIONNS Y
MYXYUH, U UCCAeNOBaHNE 3TUX (PAKTOPOB IITUPOKO BO-
1IJTO B IMIPAKTUKY, B TOM uncie B Poccumn. MosekynsapHo-
TeHETUYECKUIT aHaINU3 Y-XpOMOCOMBI Ha HaJIMYMe Kilac-
CUYECKNX MUKPOIEIENIA TOJIKEeH OBITh peKOMEHIOBaH
BCEM MYXXYMHaAM C a300CHepMMEN MM OJUT0300CIIep-
MUei TsoKeol creneHr. KiimHmyeckast 3HaUMMOCTh Ya-
ctuyHbIX AZFc nmenenuii moka TOYHO He OompenelieHa,
MOATOMY UX HCCJIeJOBAaHUE HE SIBIISIETCS 00s13aTeIbHOMN
YacTblO aHAJIM3a MUKPOAENENiA Y-XpOMOCOMBI U TTOKa
obcyxnaercda [50]. BaxkHO OTMETUTH, YTO YaCTUYHBIE
AZFc nenenyun TipencTaBisIIOT cOO0I HacliemyeMble T10-
JMMopdHBIE BApUAHTHI Y-XpPOMOCOMBI, TTIO3TOMY MX Ha-
JIN4re He IBJISeTCd TToKa3aHWeM BbIOOpa ToJia IUIoja y
MYXYUH B IIporpaMmax 3KCTPaKOpITOpaJbHOIO OILUIO-
norBopeHus. B oTtHomenun kinaccudeckux AZF nene-
11 O0lLIEeNPUHSThIE PEKOMEHIALUU IO MPEeUMILIaHTa-
IIMOHHO# TNAarHOCTHKE TaKXKe OTCYTCTBYIOT.

OueBUIHO, UTO, MO KpaitHell Mepe, HEKOTOPhIE TH-
bl YacTUUHBIX AZFc nenenuii mpeacTaBisioT TeHeTHYe-
CKU (paKTOp, KOTOPBIM MOXKET IpeapacIoiaratb K Ha-
pYILIEHHUIO CIiepMaToreHe3a M OeCIIONUIo, JIMOO SBIIS-
IOTCS IPUYMHOM TTociieqHux. @eHotnnmaeckuii apdexr
MpY 3TOM BO MHOTOM OIPENESIETCS «[€HETUYECKUM (hO-
HOM», T.€. COCTOSTHUEM T€HHOI CETH KOHTPOJISI TaMeTO-
reHesa y MyXunH. OmgHako TTOKa MOMCKM (PAKTOPOB,
OIpeIEIISTIONINX MPOSBIIEHNE HETaTUBHOTO 3 deKTa ya-
ctuyHbIXx AZFc peneuuii, He YBEHYAJMCh YCIIEXOM.
JanpHeinme uccienoBaHus TTO3BOJIST BRIICHUTD TaTO-
TEHETUYECKYIO 3HAUYMMOCTh Pa3JIMYHBLIX TUIIOB MUKPO-
CTPYKTYPHBIX MIEPECTPOEK Y-XPOMOCOMBI, a TAaKXKe yCTa-
HOBUTH (DAKTOPHI, BIUSIONINE HA UX SKCITPECCUBHOCTD.
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