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A skpogenemuii AZF okyca ' xpomocosi y mykuin
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COBpeMEeHHOM Mupe 6ecro-
IVie IIpefcTaByIsieT cOO0I Bax-
HYI0 Me[MKO-COL[MaTbHYIO
npo6eMy, 3aTparuBamIyIo
memorpadudeckme OCHOBBI
obuectBa. Becrmonmem crpa-
JaT oKomo 15% cynpyxe-
CKUX IIap, IIPYU 9TOM, HEYKJIOHHO pac-
TeT JIONA MY’>KCKOTO (aKTopa M II0
naHHbIM EBpomeiickoil accoumanumn
yPpOJIOTOB OHA B HACTOsIII[ee BPeMsI CO-
craBysieT okono 50% [1]. [Ipubnusn-
TEJIBHO y 5% MYXXYMH PeIpPOSyKTUB-
HOTO BO3pacTa MMEIOTCS PasIMYHble
KOJIMYeCTBEHHbIE 1 KAUeCTBEHHBIE W3-
MeHeHUA crepMmbl. Oxoro 1/3 cinyyaes
MY>KCKOTO 6eCIIOfus OTHOCAT K TaK
HA3bIBAEMOMY UAMOMATUIECKOMY TH-
my 6ecrmonyis, 60NbIIMHCTBO CITyYaeB
KOTOPOT'O MOXeT OBITb 00YCIOBIEHO
reHeTN4YeCKMMHU (PaKTOpaMu, TaKUMU
KaK pas/jM4YHble HapylIeHNUs] XPOMO-
COM M/IM MYTAaljuU B OTBETCTBEHHBIX
3a criepMaToreHes resax [2,3].
Pe3ynpraTel MHOTOYVCITEHHBIX
JVICCTIE[{OBAHMII, IOCBSILIIEHHBIX M3yde-
HUIO POJIM TeHeTUIeCKUX (PaKTOPOB B
atuonoruu 6ecrnonus, yoeguTenbHo
TOKa3bIBAaIOT Befylllee MECTO JaHHBIX
($aKTOpPOB B CTPYKType HapylIeHU
pPenpoOAyKTUBHON (YyHKIMM KaK Y
MY>K4YUH, TaK U y KeHIuH [4,5]. Tak,
reHeTn4eckne (akTopbl 00ycmaBIu-
BaIOT, 110 Kpalinen mepe, 30-50% Bcex
CIy4aeB TsDKeIbIX PopM becrionus y

My>XunH. [TomnMo anomanmii kapuo-
THUIa HanbojIee YacTOl TreHeTHYeCKO
IPUYNHON 6eCIIONNA y MY>KINH SAB-
NAITCA menenuy Y-XpOMOCOMBI, 3a-
xBaTbhIBatomue jgokyc AZF. Pacmpo-
CTPaHEHHOCTD JAHHON MYTallUN Cpe-
IV MY>XYMH C BBIPQK€HHBIMI OTKJIO-
HEHMAMM B IIOKasaTenAX CHepMo-
IrpaMMBbl IIMPOKO BapbMUpPyeT B pas-
JMYHBIX MOMYIALIMAX U COCTAB/AET B
cpenueM 7,6% [6,7].

Henenun AZF-moKyca cBA3aHBI
C Pa3NIMYHONM CTENEHbI0 HapyLIEeHUA
CIlepMaToreHe3a OT YMEePeHHOTO CHI-
JKEHUA €T0 aKTUBHOCTH (ITMITOCHepMa-
TOreHe3) My O0Ka CIepMaToreHesa
10 IPAKTUYECKY ITOJTHOTO OTCYTCTBUA
II0JIOBBIX KJIETOK B CEMEHHbIX KaHa/lb-
nax — CepTonm KJIeTOYHBIN CUHAPOM
(CKC) [4-6, 8-12].

AsoocnepMus 1 OIUT0300CIep-
MM TSAXKENON CTENEeH!U ABIAITCA Off-
HuUMK 13 Hambojee TsDKENbIX GOpM
HapyllleHNus cIepMaToreHe3a M CO-
crapnAaT 10-20% n 15-20%, cooTBeT-
CTBEHHO, OT BCeX HAapyLIeHNUI pemnpo-
OYKTUBHOV QYHKIUU Y MY>KYMH IIPU
M3MEHEHHBIX II0Ka3aTelsAX CIepMo-
rpamMmbl. C IIOMOIIBIO MMEIOIINXCA B
HacTosIlee BpeMs METO/IOB LIMTOTeHe-
TIYECKON ¥ MONIEKY/IApHO-TeHeTn4e-
CKOJ1 AMaTHOCTUKY MaKpO- ¥ MUKPO-
menenuy Y-XpOMOCOMBI, 3aXBaThIBa0-
e noxyc AZF, ynaercs 06HapyXuthb
y 10-15% My>X4MH ¢ asoocrepmuen u

y 5-10% My>XUMH C ONMUTO300CIEepP-
MUeN TsKeoit crenenn [5-8,11-15].

Bnepsrie ponb fgenennii 10Kyca
Yqll B aTnosoruy HapyleHus ciuep-
MaToreHe3a U GeCIIONVs § MY>KUUH
6bu1a mokasana B 1976 1. L. Tiepolo u
O. Zuffardi [16]. JanbpHelmme quTo-
reHeTU4YecKye I MONIeKY/IsApHO-TeHe-
TUYECKIE UCCTIeOBAHNA TO3BOIIN C
nomoinpio STS-texHonorun (sequence-
tagged sites) MOCTpOUTDH HeTaIbHYIO
KapTy Y-XpOMOCOMBI, BK/IIOYAIOL]YIO
43 pemenuMoHHbIX uHTepBama [17].
bp110 moATBEPXXAEHO HaMM4Me B JVC-
Ta/IbHOJ YacTM J/IMHHOIO Ijeda Y-
xpoMocoMbl NoKyca AZF, penenun
KOTOPOTO OTBETCTBEHHBDI 3a Hapylle-
Hue crepmartoreresa. B 1996 r. P.H.
Vogt 1 coaBT. Ha OCHOBE IOTYYEHHBIX
TaHHBIX O JIOKaJIM3aluy M pasMmepe
JeJIelinil, BbIABJIEHHBIX Y 26 MY>K4MH,
IpeNIOKUIN BbIIENUTb B JIOKyCe
Yql11.21-q11.23 Tpm HenmepeKpbIBaIO-
muxcst cyopernona: AZFa, AZFb u
AZFc [18].

Ilenvio Hamero mccnefoBaHUA
ABUIOCh YTOYHEHUE CTPYKTYpPBl U
oIIpefie/ieHNe PO/IM FeHETNYECKMX Ha-
pyueHnit mpu 6ecrofum.

MATEPUAIDbI U METOObI

3a nmepuop ¢ 2017 mo 2018 rr.
6b1710 06CIeOBaHO 63 malMeHTa ¢
mepBUYHBIM Oecrmoguem. Ha ocHoBa-
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HUM pe3yIbTaTOB CIIePMMOJIOTMYE-
CKOTO MCCIeSOBaHUA MY>XXYMH ¢ Oec-
IUIOAMEM pasfenuau Ha 2 TPYIIIbL:
TPYyIIy € a300CHepMuell M1 KOHTPOJIb-
Hylo rpynmny (ta6n. 1). B rpynny c aso-
ocrepMueil ObIIM BKIIOYEHBl 63 ma-
L[MI€HTa, KOHTPOJIbHYIO TPYIIIYy COCTa-
B 30 350pOBBIX ((epTUIbHBIX) MYXK-
YJH.

O6c¢nenoBanue, IpOBEEHHOE TTa-
IMeHTaM, BK/II0YaJ0 OOLIeKINHMNYe-
CKoe, ob111ee U CIlelaabHOe aHPOJIO-
I'M4ecKoe MCCaefloBaHme, CIIepMarTo-
jorudeckoe (CTaHZapTHOE CIEPMMUO-
JIOTMYeCcKOe MCCIeloBaHle, B HEKOTO-
PBIX CIy4YasgX — TUCTONIOTMYECKOe JC-
crefoBaHMe GUoONTATa AMYKA), MOJIe-
KY/IApHO-TeHeTUYeCKOe MCCIeloBaHMe
(aHanus mukpopenenuit Y-XxpoMoco-
MBI).

CniepMMOnIOrM4ecKuii aHammus 35-
KY/IATa BBIOJHAIN 110 CTAaHAAPTHOM
MeToAuKe, peKoMeHJoBaHHOI BO3
[19]. Tucronoruyeckoe uccnaegoBaHme
6romnrara siMYKa IPOBOANIOCH IIyTEM
LMTOTUCTOIOIMYECKOTO aHaamu3a [9].

[TonmnMepasHyI0 IEeIHYI0 peak-
yuio (ITIP) BbIIOMHSIN HA IPOTPaM-
MupyemoM Tepmouuknepe MC2 npo-
nsBopctBa ¢upmsl «ITHK-texHomno-
russ» (Poccms) ¢ ucnonb3oBaHUEM
Taq-nmonmumepas.

AHanmu3 MMUKpoOJiefleli Uil TOKyca
AZF Obl11 IPOBefieH B COOTBETCTBUM €
PYKOBOJCTBOM IIO MOJIEKY/IAPHON A~
aTHOCTMKE MMUKpogenenuin Y-Xpomo-
comsr [12]. [Inst o6HApyKeHMsST fere-

Uil HPUMEHSIM MYIbTUIUIEKCHYIO
ammmudukanuio (MITA), npepmoskeH-
HYIO B JJaHHOM PYKOBOJCTBE B COOCT-
BeHHOI Mopudukanuu. Ha mepsom
9Talle aHa/M3a BBIIIOIHSIIN JEeTEKTI -
poBaHIe Jeneluil B Tpex cybpernoHax
AZF.

PE3YJIbTATDbI

Cpenu 63 06cenOBaHHBIX MYX-
YJH KBIPTBI3OB C 6eCIIOfVeM Jeelnn
nokyca AZF 6pitum OOHapyXXeHBI y
7 (11,1%) manmenTtos (tabmn. 1). Hene-
uu Y-XpOMOCOMBI OBITIV BBISIBIEHBI
TOJIPKO Y MALIM€HTOB C a300CIIepMIUEIL.
Hu oguoit Y-genenum He 66110 0OHa-
PY>KEHO y pepTUIbHBIX MY>KINH KOH-
TPONbHON Tpynnel. Yaine Bcero merne-
uuy pacronaranucb B AZFc-cybpe-
ruoHe (57,1% menennit Y-XpoMOCOMBI)
(Tabn. 2). Mukpopenennn cybpernona
AZFb 651111 BBIABIIEHBI TONBKO Y IBYX
manueHToB (28,6 % ciay4aeB OT Bcex
o6HapyXeHHBIX fenmennii 1okyca AZF)
U Y OfHOTO IAIMEHTA BBIsBIEHA MUK-
ponenenusa AZFa+b+c - cybperuona
(14,3% cnydaes).

Crnepmuonoruyeckas ¥ TUCTOJIO-
rMyeckas KapTuHa, OOHapy>XeHHas
HaMM y MY>KYJH C [eIeL[UsMHI JIOKyca
AZF, BBIABIIANA PAa3NNYHYI0 CTEIeHb
HapyLIeHNIT CiepMaToreHesa. Y 060mx
nareHToB ¢ Mukpopenerusamu AZFb-
cybpernoHa oTMevaan a300CIepMUIO.
[ucTonornyeckoe uccnegoBanme 6mo-
IITaTa SIMYKA, IPOBEEHHOE Y OHOTO

Ta6nuua 1. YacTota peneunin nokyca AZF B o6cnepoBaHHbIX rpynnax My>4uH

Ne I'pynnbl nauneHToB

Konuyectso
o6cnenoBaHHbIX MY)>XUYUH

Yucno o6Hapy>XeHHbIX
Aeneuun AZF- nokyca

1 | MaumeHTbl ¢ azoocnepmmen

7 (11,1%)

2 KoHTposibHag rpynna

0 (0%)

Ta6nuua 2. KonnyectBo o6Hapy>XeHHbIXx Mukpoaeneuun AZF nokyca AJIMHHOIO

naeya Y-Xxpomocombl

‘ XapakTep HapyLleHuUA ‘ ] ‘ %
O6LLee KonM4ecTBO 0BHaPY>XeHHbIX Aeneuyin AZF-nokyca 7 100
Mwkpopeneummn AZFb-cybpervoHa 2 28,6
Mukpopeneummn AZFc -cybpervioHa 4 57,1
Mukponeneuym AZFa+b+c — cybpervoHa 1 14,3

U3 HIX, IO3BO/INJIO BBISIBUTD CUHIPOM
knetok Cepromu. ITo pesynbraTam Mo-
TIeKyNAPHOTO aHA/IN3a Y 3THUX IallVeH-
TOB 067acTb Me/lenuyu 3axBaTbIBaja
Mapkep sY1197 cybpernona AZFb. Y
MY>XYUH C JelenusaMu cyOpernona
AZFc cnepMaTo30ubl OTCYTCTBOBAIN
(a3oocniepmus). [Ipu ananuse rucro-
IperapaToB 6MONTaTa AMYKA, BHITION-
HEHHOTO y JIBYX U3 3TUX HAI[M€HTOB,
ObIIO YCTaHOBJIEHO, YTO Y OJHOTO U3
HUX IOJIOBBbIE KJIETKY OTCYTCTBOBAIN
B GO/IBIINHCTBE CEMEHHBIX KAHAIBI[EB.

OBCYXOEHMUE

YacToTa 0OHApY)XEHUS MMKPO-
neneuuint Y-XpoMOCOMBI CPefiyt MYX-
4IH ¢ 6eCIUIOANeM 3HAYNTe/IbHO Baph-
UpyeT B Pa3IMYHBIX MCCIAEOBAHUAX
(ot 1% 1o 35%) [7,8,10,20]. lnpokuit
pasbpoc 4acTOT BBIAB/IAEMOCTH fele-
1Mt 00YCIOB/IEH BIUsAHMEM psifia ax-
TOpPOB, Cpefiu KOTOPBIX Hanbosbllee
3HAYEeHMEe MMEIOT Kpurepuu orbopa
MAI[MeHTOB /I IIPOBENEeH A MUKPOTe-
JIEIVIOHHOTO aHanu3a. B cpemHeM BBI-
ABJIEHO HaZIM4Me fesnenuii nokyca AZF
y 7,5% MyX4uH ¢ GecrmogueM, mpu
9TOM HambONblIas YacTOTa Jelelni
OTMe4YeHa Cpefiyl My>KUlMH C UANOIATH-
yeckoit azoocnepmueit (18%) man Ts-
JKEJION OJIMT0300CIepMIEN HESACHOTO
renesa (14,3%) [9]. KonuuecTtBo pmerne-
I[Mif, BBIABJIEHHBIX IO pe3ynabTaTaM
Halllero MCC/IeOBaHmsA, B 00IeM aHa-
JIOTMYHO 4aCcTOTe BCTPEIaeMOCTH fie-
JeLnil OTHAENbHBIX CYOPErroHOB MK
3aXBaTbIBAIONMX HECKOJbKO pPermo-
HOB, a TAK>Ke aHAJIOTUYHO CpefHell Jya-
CTOTe BCTPEYaeMOCTU MUKPO/ie/Iel i
B asmMaTcKux momymsanusax [20]. Ilpu
9TOM COOTHOILIEHNEe MEXIY pasimd-
HBIMU TUIIAMU BBIAB/IEHHBIX HAMU fie-
TNl B 1IeJIOM OTpaXkaeT CTPYKTYPy
Te/lel]IOHHBIX HapyLIeHUil B JIOKyCe
AZF y My>X4H c 6eCIIIOfNeM.

IIpu memenuAx, 3aXBaThIBAIOIUX
cy6peruonsr AZFb n AZFc, y My>X4nH
BBLABNAIOTCA asoocnepmuss nu CKC.
Omnpepenenne 3aBUCUMOCTHU CTeIIeHN
HapyIlleHNs CIlepMaToreHe3a OT pas-
Mepa U JIOKaNIM3aLuu IeIeI Uil MOXKeT
MMeTb MPOTHOCTUYECKOe 3HaueHre H
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IJ15 BO3MOXXHOTO IIONy4eHus ClepMa-
TO30MJOB, IPUTOLHBIX [/Is IpOBefe-
Husa ICSI (Intra Cytoplasmic Sperm
Injection) - mHBeKHuUell cIepMaro-
3oMpa B IUTOIUIa3My oonuTa [5,8,11].
Hanuuue pemenmii, 3aXxBaTbIBAIOIMUX
cybpernonsr AZFa wnn AZFDb, ykassi-
BaeT Ha HEBO3MOXXHOCTD HOTy4YeHUs
3peJIBIX MOMOBBIX KJIETOK, @ Y TalleH-
TOB ¢ genenusimu AZFc npu 6uoncun
An4YKa npumepHo B 50-70 % cnydaes
yhaeTcs IONY4YUTh 3pesible CllepMaTo-
soupsl [5,11].

3AKITIOMEHME

PesynbTraThl MHOrOYMC/IEHHBIX MIC-
ClIefloBaHMI MUKpOJienennii Y-XpoMo-

COMBI y MY>KUMH C 6ecIIofiueM, a Tak-
JKe OlleHKa ponu reHos jokyca AZF B
nuddepeHIPOBKe 1 PAa3BUTUM MYXK-
CKUX IIOJIOBBIX KJIETOK yOeguTelIbHO
CBU/IETE/TbCTBYIOT O BBICOKOJ 3HAYVMMO-
CTU T€HOB Y-XpOMOCOMBI B KOHTpOJIE
CIlepMaTOreHesa y YyeJloBeKa. Y crelya-
JINCTOB B OO/IACTU Te€HETUKH, aHAPOTIO-
TUM, PENpPOAYKTUBHON  MeANLIVHbBI
IIPOU3O0ILIO OCO3HAHME TOTO, YTO A30-
OCIIepMuA ABNIAETCA OJHOMN 13 Hanbomee
PacIpoCTpaHeHHBIX IPUYMH OeCIIONNs
Y MY>K4MH, ¥ ICCTIEJOBAHVE MUKPOJIEeTie-
Iyt Y-XpOMOCOMBI IIMPOKO BOILJIO B
HNpPaKTUKY. MoJeKynsapHO-TeHeTn4e-
CKMIT aHa/M3 Y-XpOMOCOMBI Ha Ha/I4me
KJIAaCCMYEeCKMX MUKPOJeIenil JOIKeH
OBbITb PEKOMEH/JOBAH BCEM MY)KUVMHAM C

KnioueBble cnoBa: mysckoe 6ecnnodue, deneyuu AZF nokyca.

Key words: male infertility, deletion of AZF locus.

azoocnepMuelt MM OIMro300CcrepMuein
TSKEJIOM CTeTleHN.

MccnenoBanne MUKpOZeneLuit
AZF noxyca Y-XpOMOCOMBI y MY>KYUH
¢ TsDKenoit GOpMOI 0OJIMT0300CIIEPMUN
U a300CII€PMUM MTO3BOMIAET YCTAHOBUTH
TeHeTUYeCKYI0 NPUYNHY HapyIIeHU:A
CIlepMaToOreHes3a U ABAeTCA BaKHBIM
OUATHOCTUYECKUMM U TIPOTHOCTUYE-
CKUM KpUTEpUEM, ONPeNe/IAIIM pa-
I[VIOHA/IbHYIO TAKTUKY JIe4eH s, BBIOOD
MeTOojja TpeofioneHnsi Oecrionus, a
TaK)ke IIPOTHO3MPOBATh BEPOATHOCTD
MIONTy4YeHM CTIepMaTO30UJ0B 1 Mpo-
BeJleHNA 9KCTPAaKOPIOPAIbHOTO OILIO-
JOTBOpPEHMA, B YAaCTHOCTU WHTpa-
LMTOIIA3MaTUIeCKO MHbEKLNUY CIIep-
Marosonuza B oouut. O

Pesiome:

Beederue. OnHolt 13 HanboIee YaCThIX TeHeTUYECKIIX IPUIMH bec-
TJIOIVA Yy MY>KYVH ABJIAIOTCA fieNielny B IoKyce AZE 10Ka/mi30BaHHOM
Ha JJIMHHOM IvTede Y-XxpoMocoMsl (Yql1), KOTopble IIPUBOJAT K pas-
JIIYHO CTENIeHV HapyIIeHNs CIIepMaTOreHe3a, OT CHVDKEHHOI €T0 aK-
TUBHOCTH JIO CMHApPOMa K1eToK CepTony, MPOsAB/IAACh Jallle BCETO
a300CIepMIEI W/II OIUMT0300CIIEPMUEN TAXKE/ION CTENEeHN.

Mamepuarnvt u memodot. [Ipu KINHNKO-TeHeTIIeCKOM 00CTIe0Ba-
HIY 63 My>K4VH KbIPTBI30B C OeCIIoyIeM POBefieH aHa/IN3 MIKPOJie-
neryii B mokyce AZE B 7 cirygasx BbIABIEHBI Aelenyy Y-XpOMOCOMBI:
2 muxpoperenyu AZFb, 4 Muxpogenerym B cyopernone AZFc v 1 Muk-
ponernenys B cyopernone AZFa+b+c. O6¢enoBaHe, IpoBeIeHHOe MTa-
LME€HTaM, BK/IIOYA/N0 OOLIEKIMHMYECKOe, 00lee U CIelyanbHOoe
aHJIPOJIOTMYECKOE MICCIIElOBaHNe, CIEPMATO/IOTNYecKoe (CTaH[apTHOE
CIIEPMUOJIOTYIECKOE VCC/IEJOBAHNE, B HEKOTOPBIX CTyJasaX — TMCTONO-
TIYECKOe JICCTIeOBaHIe OMONTaTa ANYKA), MOJIEKY/IAPHO-TeHeTIYe-
CKOe MCCrIefioBaHe (aHaIm3 MUKPOJEenyil Y-XpOMOCOMBI).

Pesynvmamut u 06cysnoenue. acToTa 0OHAPYKEHUS MUKDPOZie-
menuit Y-XpOMOCOMBI Cpefit MY>KUIH ¢ 6eCIIofueM 3HaYUTeNbHO
BapbUPYeT B Pas/INIHBIX MCCIeRoBaHIAX (0T 1% 1o 35%). IInpoxmit
pasbpoc 4acToT Heenyii 06yCIOBIeH BIUAHNMEM psAfa GaKTOPOB,
Cpefvt KOTOPBIX HayOoIblllee 3HaYeHVe MIMEeIOT KPUTepuy 0T6opa Ia-
IVIEHTOB /1A TPOBEIeHIII MUKPOJIETEIVIOHHOTO AaHA/N3a, B CPeTHEM
BBLSIBIEHO HajIM4ue fenerii okyca AZF y 7,5% Mys>xuuH ¢ 6ecrio-
IueM, TIPY 9TOM HambOJBbIIas YacTOTa AeIeLNil OTMeUeHa CPemy
MY>KUIMH C UAMOIATIIeCKOl azoocmepmuelt (18%) M TsDKeroit orm-
ro300CIepMIell HesICHOTO TeHesa (14,3%). KommaecTBo [eewuit, mo-
JTydeHHOII B pe3y/bTaTe UCC/IeOBAHMA, B 001eM CXOHA C KApTUHOM
BCTPEYaeMOCTH Je/IELNil OTHEIbHbIX CyOPErMOHOB M/IM 3aXBaThIBAI0-
X HECKOZIbKO PETVOHOB, a TAKXKe CXOJHA IT0 YaCTOTe MUKpOJieie-
LU B CpeHEM BCTpeYaloMXCcA B asMaTCKuX momynAanuax. [Tpu
9TOM COOTHOIIEHVE MEX/ly Pa3IMIHbIMY TUIIAMM BbIABIEHHBIX HAMI
TeNenuii B IIeIOM OTpaykaeT CTPYKTYPyY Ae/IelIOHHbIX HapyLIeHNT B
nokyce AZF y My>X4IH ¢ OeCIIofiieM.

Asmopui 3a567110Mm 06 OMCYMCMBULL KOHPAUKMA UHmMepPecos.

Summary:

Microdeletion analysis of the AZF locus of the
chromosome Y in infertile males

A.Ch. Usupbaev, B.A. Rysbaev, K.N. Stambekova, R.A. Jandraliev

Introduction. One of the major genetic causes male infertility are
deletions in AZF locus (Yql1) that associated with various spermato-
genesis abnormalities from hypospermatogenesis to «Sertoli cells only
syndrome», appearing mostly azoospermia or severe oligozoospermia.

Materials and methods. At the clinical and genetic examination
of 63 infertile kyrgyz males microdeletion analysis of AZF locus was
performed. Y-chromosome deletions were founded in 7 cases: two
AZFb-microdeletions, four microdeletion in AZFc-subregion and
one microdeletion in AZFa+b+c-subregion. The examination of pa-
tients included common clinical, general and special andrological
study, a spermatological (standard spermiological study, in some
cases a histological examination of the testicular biopsy), a molecu-
lar genetic study (analysis of Y chromosome microdeletions).

Conclusion. The frequency detection microdeletions Y-chromo-
some among infertile men varies considerably in different studies
(from 1% to 35%). A wide spread of deletion frequencies is due to
the influence of a number of factors, among which the most impor-
tant are the criteria for selecting patients for microdeletion analysis,
on average, the presence of AZF-locus deletions in 7.5% of men with
infertility was revealed, with the highest frequency of deletions
among men with idiopathic azoospermia (18%) or severe oligo-
zoospermia of unknown origin (14.3%). The amount of deletions
obtained from the study is generally similar to the pattern of dele-
tions occurring in individual subregions or in several exciting re-
gions, as well as similar in the frequency of microdeletions occurring
on average in Asian populations. At the same time, the ratio between
different types of deletions revealed by us generally reflects the struc-
ture of deletion disorders in AZF locus in men with infertility.

Authors declare lack of the possible conflicts of interests.



6becnnopwvie

93

aKcnepuMeHTanbHasa 1 KnuHmdeckas ypornoruva Ne2 2018 www.ecuro.ru

THTEPATYPA

1. Jungwirth A, Giwercman A, Tournaye H, Diemer T, Kopa Z, Dohle G, et al.
Guidelines on Male Infertility. Eur Assoc Urol 2012; 62 (2): 324-332.
DOI: 10.1016/j.eururo.2012.04.048

2. Krausz C, Forti G, McElreavey K. The Y chromosome and male fertility
and infertility,. Int ] of Androl 2003;26(2):70-75. DOI:10.1046/
j.1365-2605.2003.00402.x

3. Reijo R, Lee TY, Salo P, Alagappan R, Brown LG, Rosenberg M, et al. Di-
verse spermatogenic defects in humans caused by Y chromosome deletions
encompassing a novel RNA-binding protein gene. Nat Genet 1995;10(4):383-93.
DOI: 10.1038/ng0895-383

4.Toronesckwuit I1.A., Toronesckas M.K. Y- xpomocoma nmysxckoe 6ecrmopye
(0630p muteparyper). IIpobnemv penpodyxuyuu 1999; 5 (5): 26-34.
5.Yepunix B.b., Kypumno J1.O., I[Tonaxos A.B. Y-xpomocoma, AZF-muxpoze-
NeUUM M MFMONIATHYeCKoe Oecrmofyue y MyX4uH, IIpo6rembvt penpo-
dykuuu. 2001, 5 (7): 47-58.

6. Choi J, Song SH, Bak CW, Sung SR, Yoon TK, Lee DR, et al. Impaired
spermatogenesis and gr/gr deletions related to Y chromosome haplogroups in Ko-
rean men. PLoS One 2013; 7(8): €43550. DOI:10.1371/journal.pone.0043550

7. Ferlin A, Moro E, Rossi A, Foresta C, Rossato M, Garolla A, et al. Role of the
AZFa candidate genes in male infertility. J of Endocr Invest 2000; 23(10): 646-651.
DOI: 10.1007/bf03343788

8. beraesa H.A., Imuuxuna XX.J1., Kanuunna E.A. CoBpeMeHHbINE aCIIeKTh
¥ TIPOG/IEMBI MY)KCKOTO GeCIIOANs, aCCOLMIPOBAHHOTO ¢ MyTauueit AZF
noKyca xpoMocoMbl Y. Axyuepcmeo u eunexonozus 2012; 8(2): 21-27.
9.Yepusix B.b., Kypmno J1.®., Toronesckas VI.K. KommekcHoe KmiHIKO-Te-
HeTUYeCKoe 00C/efJOBAHMETAIIEHTOB C a300CTIePMUeIt VI OJINT0300CIIep-
MIeil HesicHOI atnonorui. [Ipo6nemol penpodyxuyuu 2001, 3 (7): 58-63.

10. Foresta C, Moro E, Ferlin A. Y
and alterations of spermatogenesis. Endocr Rev 2001; 22(2):226-239. DOI:10.1210/
edrv.22.2.0425

11. Krausz C, Quintana-Murci L, McElreavey K. Prognostic value of Y dele-

chromosome microdeletions

tion analysis: what is the clinical prognostic value of Y chromosome mi-

crodeletion analysis. Hum Reprod 2000;5(7):1431-1434. DOI:10.1093/
humrep/15.7.1431

12. Simoni M, Bakker E, Eurlings M, Matthijs, Moro, Muller, et al. Laboratory
guidelines for molecular diagnosis of Y-chromosomal microdeletion. Int ] An-
drol 1999; 22(5):292-299. DOI:10.1046/.1365-2605.1999.00193.x

13. 306koBa I.I0., bapanosa E.E., lournkos A.E., Mcxanas [.)K., 3aneroBa
B.B., Komknna T.E., Tpodumos [I.10. Crexrp menernmu pakropa azoocmep-
mun (AZF) y MyX4¥H ¢ HOPMAJIbHBIM ¥ HAPYLIEHHBIM CIIEPMAaTOreHEe30M.
IIpobremovt penpodyxyuu 2017; 23(4): 109-113.

14. Bonkos A.H., ypkan E.B. PTsR-nuarnoctuka AZF-Mukpopenenyu npu
YCTaHOBJIEHMN TeHeTHYECKUX IIPUINH MYXCKoro Oecruiopus. Meduyuna 6
Kys6acce 2016; 3: 23-27.

15. 3ganosckuit B.M., Toronesckuii I1.A., Toronesckas V.K. TectupoBanue
MMKpOZienenyit Ha Y-XpoMOCOMe YIaI{ieHTOB C Pas/IYHBIMI HapyIIeHVAMII
criepmaroretesa. [Ipo6nemvt penpodykyuu 2000; 6(6): 56-59.

16. Tiepolo L, Zuffardi O. Localization of factors controlling spermatogenesis
in the non fluorescent portion of the human Y chromosome long arm. Hum
Genet 1976; 34(2):119-124. DOI:10.1007/bf00278879

17. Vollrath D, Foote S, Hilton A, Brown L, Beer-Romero P, Bogan J et al. The
human Y chromosome: a 43-internal map based on naturally occurring
deletions. Science 1992 Oct; 258 (5079): 52-59. DOI:10.1126/science.1439769
18. Vogt PH, Edelmann A, Hirschmann P, Kohler MR. The azoospermia fac-
tor (AZF) of the human Y chromosome in Yq11: function and analysis in sper-
matogenesis. Hum Mol Gene 1996;5(7): 933-943. DOI:10.1071/rd9950685
19. WHO (1999). PyxosozctBo BO3 1o 1abopaTopHOMYNUCCIE[OBAHNIO 35~
KY/LATa 4e/IOBeKa ¥ B3aMMOJIeICTBIA CIEPMATO30M/I0B C IIePBUKATbHOI C/TH-
3p10. YetBeproe uspanue. Cambridge University Press, 1999. Ilep. c auri. P.A.
Hepcecsna. Hayun. pes. nepesoga npod. J1.®. Kypumo. M. 2001, 143 c.

20. Wang RX, Fu C, Yang YP, Han RR, Dong Y, Dai RL, et al. Male infertility in China:
laboratory finding for AZF microdeletions and chromosomal abnormalities in in-
fertile men from Northeastern China. J Assist Reprod Genet 2010; 27(7): 391-396.
DOI: 10.1007/510815-010-9420-9

REFERENCES (4.3.8.9,13-15,19)

4. Gogolevskiy P.A., Gogolevskaya I.K. Y-hromosoma i muzhskoe besplodie
(obzor literaturyi).[ Y-chromosome imunskoe infertility (literature review)]
Problemi reprodukcii 1999; 5(5): 26-34. (In Russian)

5. Chernyih V.B,, Kurilo L.E, Polyakov A.V. Y-hromosoma, AZF-mikrodeletsii i
idiopaticheskoe besplodie u muzhchin. [Y-chromosome, AZF-microdeletion and
idiopathic infertility in men] Problemi reprodukcii 2001;5(7): 47-58. (In Russian)
8. Belyaeva N.A,, Glinkina Zh.I., Kalinina E.A. Sovremennyie aspektyi proble-
myi muzhskogo besplodiya, assotsiirovannogo s mutatsiey AZF lokusa hromo-
somyi Y. [Modern aspects and problems of male infertility associated with the
AZF mutation of the Y chromosome locus] Akusherstvo i ginekologiya 2012;
8(2): 21-27. (In Russian)

9. Chernyih V.B., Kurilo L.E, Gogolevskaya I.K. Kompleksnoe kliniko-genetich-
eskoe obsledovanie patsientov s azoospermiey ili oligozoospermiey neyasnoy
etiologii. [Complex clinical-genetic examination of patients with azoospermia
or oligozoospermia of a non-obvious etiology] Problemi reprodukcii 2001;3(7):
58-63. (In Russian)

13. Zobkova G.Yu., Baranova E.E, Donnikov A.E., Mshalaya G.Zh.,
Zaletova V.V., Koshkina T.E., Trofimov D.Yu. Spektr deletsiy faktora azoosper-

mii (AZF) u muzhchin s normalnyim i narushennyim spermatogenezom. [The
deletion spectrum of azoospermia factor (AZF) in men with normal and impaired
spermatogenesis] Problemi reprodukcii 2017; 23(4): 109-113. (In Russian)

14. Volkov A.N., Tsurkan E.V. PTsR-diagnostika AZF-mikrodeletsiy pri us-
tanovlenii geneticheskih prichin muzhskogo besplodiya. [PTsR-diagnostics of
AZF-microdeletion in the establishment of genetic causes of male infertility]
Meditsina v Kuzbasse 2016; 3: 23-27. (In Russian)

15. Zdanovskiy V.M., Gogolevskiy P.A., Gogolevskaya LK. Testirovanie mikrodeletsiy
na Y-hromosome u patsientov s razlichnyimi narusheniyami spermatogeneza/
[Testing of microdeletions on the Y chromosome of the patients with
various disorders of spermatogenesis] Problemi reprodukcii 2000;6(6): 56-59.
(In Russian)

19. WHO (1999). Rukovodstvo VOZ po laboratornomu issledovaniyu eyakuly-
ata cheloveka i vzaimodeystviya spermatozoidov s tservikalnoy slizyu. Chetver-
toe izdanie. [WHO guidelines on laboratory research of human ejaculate and
the interaction of spermatozoa with cervical mucus. Fourth Edition] Cam-
bridge University Press, 1999. Per. s angl. R.A. Nersesyana. Nauchn. red.
perevoda prof. L.E. Kurilo. M. 2001, 143 s. (In Russian)




