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PEDEPAT
B paHHoOW cTaTbe npencrasnieH 0630p 0Te4YECTBEHHOM N 3apybexkHOol nuTepaTypbl 0 Pe3yLTaTUBHOCTY NpoLlenyp Guoncun
AKYKa N BCNOMOraTesibHbIX PenpOAYyKTUBHbLIX TEXHONIOMMIA Y MY>XXUMH C a300crnepmMunein, 06ycnoBieHHOM Mrukpoaeneumnen nokyca

AZF pnnHHoro nne4daY xpoMocombl 1 cuHgpomom KnanHdenstepa.

KnioueBsbie cnoBa: asoocnepmusi, cuHapom KnanHdbenstepa, mukpogeneuns AZF, TESE, ICSI.

ABSTRACT

This article provides native and foreign literature review about effectiveness of testis biopsy and assisted reproductive technologies
(ART) in men with azoospermia caused by microdeletion of Y-chromosome long arm AZF locus and Klinefelter’s syndrome.

Key words: azoospermia, Klinefelter’s syndrome, microdeletion AZF, TESE, ICSI.

B nocnename ropl B (hoKyce BHUMaHUS U YPOIOTOB
U PENpOAYKTOIOTOB HAXOAUTCS BOIIPOC O MOBBIILICHUU
3¢ GEKTUBHOCTH MPOTPaMM BCIIOMOTaTEIILHBIX PEIPO-
nyktuBHBIX TexHonoru# (BPT) y GecrutonHeix map ¢
MYKCKUM (DakTOpoM OecIuTonus, MpOSBISIONTUMCS
rpyObIMH HApYIICHUSIMH CIIEPMATOTeHE3a, B YaCTHO-
cTH a3oocrepmueii. YacTo B maTorenese 3a00IeBaHus
y 3TUX MAlMEHTOB BEAYyIIas POJib MPUHAMJICKUT Te-
HETHUYECKUM (haKTopaM, K YUCITy KOTOPBIX OTHOCSATCS
MHUKpoaenenuu JokycoB AZF niaunnoro mieya Y xXpo-
Mocombl U cuHapoM Knaitadensrepa. Takxke ocTaercs

AKTyaJIbHBIM BOIIPOC HACJICAOBAHUA reHEeTUYCCKOM
Anp-Ulykpu C.X. Poccus, 197022, Cauxr-IlerepOypr, yiu. JI. Toncroro
n. 17, xopn. 54. Ilepssrii Cankr-IlerepOyprckuii rocynapcTBeHHBIH
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MaTOJIOTUN TIOTOMCTBOM TIPH MCTIOIB30BAHHUH IPO-
nenyp BPT y atoii kareropuu 0OJIHHBIX.
A3zoocmniepmus (OTCYTCTBHE CIEPMAaTO30HI0B U
KIIETOK CTIEpMAaTOTreHe3a B SIKYIISATE ) ABJISIETCS MTOKa3a-
HHUEM K BBITTOTHEHUIO OMOTICHH SITYKa. A300CTIEpMUs
Y OJINTO300CTIEPMHUS TSDKEJIOH CTENeHH BCTPEUArOTCS,
COOTBETCTBEHHO, B 10-20% u 15-20% Bcex ciydaeB
HauboJIee TSHKEIBIX (hOpM HApYIIICHHS CIIepMaToreHe3a
[1]. PacpocTpaHeHHOCTE a300CTICPMHUH B ITOIYIISIIHH
BCEX MYXX4YHH cocTaBisieT 1%, cpenn OecrumomHbIX
myxkanH — 10-15% [2—-4]. Azoocmiepmust cBsizaHa C
PAIOM HEOOpaTHMBIX HApPYIICHUH pa0dOTHl TKaHEH
sudek (kmetok Jleianra, kierok CepTomnu), TMPHUBO-
ISITIX K YTHETSHHIO criepMarorenesa [S]. Beimenstor
o0cTpykTuBHYIO (OA) 11 HEOOCTPYKTUBHYIO a300CTIep-
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muto (HOA). [locnenusist BcrpedaeTcs yarie (O4TH
B 60% ciydaeB); BO3MOXKHO Takxke codueranne HOA
u OA. Hapyrienne mpoXoauMOCTH CEMSIBBIHOCSIITNX
IpoTOKOB MpH OA MOXKeT ObITh 00YCIIOBICHO TPAaBMOI,
YPOTE€HUTAIBHBIMA UH(EKIUAMH, ONEpalusIMHi Ha
opraHax MOIIOHKH, Ba30PE3EKIIMEN C ETbI0 MY>KCKOMN
KOHTpALIETIIIH, a TAKKe HEKOTOPBIMH IeHETHYECKIUMHU
CHHJIpOMaMHM, Hanmpumep MykoBuciugozom. HOA
(cexpeTopHast) 00yCIIOBICHA HAPYIIICHUEM IIPOIICCCOB
CO3pEeBaHUs CIIEPMATO30M 0B B TKAHU SIMUKA, IPUUH-
HaMH KOTOPOTO B Psijie CITy4aeB MOTYT OBITh pa3iiny-
HbI€ TeHeTUYeCKNe HapyIIeHUs (AaHOMAJIUH TOJOBBIX
xpoMocoMm, cuipoM KnaitHdenbrepa, TpaHcIoKaluu
u myTamuu B AZF-30ne Y-xpomocomsl u jip.) [4]. He-
CMOTp# Ha BhIpayKeHHbIE HAapyILICHHU CIIepMaToreHesa,
y TaKuX MalueHToB TOT mporece B 10-50% ciygaen
MOJKET OBITh COXpAHEH B OTJENbHBIX Y4acTKax TKaHU
An4Ka (o4aroBelii criepmatorenes) [6, 7]. [lpu atom
[OJTy4eHHe CIIePMaTO30H10B BO3MOYKHO TOJIBKO C I10-
MOIIIBIO OMOTICHH SIMUEK U MOCIIEAYIONINM UCIOIb30-
BaHNEM OOHApYyKEHHBIX B OMONTaTax TECTUKYIISPHON
TKaHU CIEPMATO30UJI0B B mporokojgax BPT — skc-
TpakopropaibHoe ortogorsopenue (9KO) u/umm
HMHTpAIUTOIUIa3MaTHYeCKasi UHBEKIINS CIIEpMaTo301/1a
B siineknerky (MKCU/ICSI) [6, 7].

B nHacrosiiee BpeMst UIst MyKUHH € TsDKeoH (op-
MO OJIMTO300CTIEPMHH ETUHCTBEHHBIM Y(P()EKTHBHBIM
MeToaoM mpeomosnieHus: 6ecrutous seasiercs 1CSI,
a s manueHToB ¢ azoocnepmueit — ICSI B couera-
HUU C TOJIy4€HHUEM CIIePMaTO30MI0B M3 OHOITATOB
An4Ka, noiay4yeHHbIx ¢ nomomsio TESA nmm TESE
[1]. OnTuManbHBIA METOI TIOTYUYEHUS T0CTaTOYHOTO
KOJIMYECTBA TMOABIKHBIX criepMaTo3ouoB st [CSI
W/AIY KPUOKOHCEPBAIUHU JIOJDKEH ObITh HauMeHee
TpaBMaTU4YHBIM. B mocnennee Bpems ansg BbiOopa
Y4acTKOB ¢ 060Jiee MHTEHCUBHBIM KPOBOCHAOKEHHEM,
IJIe BBIABIISIIOT OoJiee aKTUBHBIN Mpoliecc crepMaro-
reHe3a, CTalHd MPUMEHATh LIBETHOE JOMIIIEPOBCKOE
CKaHHPOBaHME. JTO MO3BOJIMIIO Yalle 0OHAPYKUBATh
criepmaro3ouisl ipu nposeneunu TESE: y 77% myx-
ynH ¢ HOA; naxe npu noseimenHoM yposHe OCI' B
I1a3Me KPOBH CIIEpMaTO30U/Ibl HAXOAAT B MOJIOBHHE
ciygaeB. OOHapyKeHHE 3pEIIbIX CIIEPMATO30HI0B MTPH
HOA sBisieTcst KIIFOUYEBBIM ATAIlOM IS YCIICIITHOTO
nedenus Oecruionud. Ilpu 3ToM BaKHBIM SBIsSETCA
HE TOJILKO CaMO HACTYyIUICHHE OepeMEeHHOCTH, HO U
POX/IEHNE 3710POBOTO TIOTOMCTBA C OTCYTCTBHEM Te-
HeTndyecknx aHoManuit [4]. COBpeMEHHBIM METOIOM,
MTOBBILIAIOIINM BEPOSTHOCTh OOHAPYKEHUS criepMa-
TO30HUIOB Y MALMEHTOB C a300CIEPMHUEii, B TOM UHCIIe
oOycioBieHHO# cunapomom KinaitHdensrepa (Mo3a-
WYHAs 1 HeMO3anvdHasi pOpMBbl) U MUKPOJIEIICIISIMU B
nokyce AZF, spnsiercs microTESE. [lannas oneparus

BIiepBble Obuta ocymecteieHa P. Schlegel B 1999 r.
[8]. Torma mcmoyib30Baly ONTHYECKOE YBEIUUCHUE
(x6—8) miist oOHAPYKESHHSI KPOBEHOCHBIX COCYIOB IO
MOBEPXHOCTHIO BIIATAIHIIHON OOONOUKH SUYKa, YTO
MIOMOTaJIO TPOU3BOJIUTH Pa3pe3bl B €r0 aBaCKYISPHBIX
3oHax. Brocnencteun Meroquka microTESE Gpina
YyCOBEpIICHCTBOBaHA. BMecTO TpaMIIMOHHO UCTIOJb-
3YIOIIUXCS HECKONBKUX Pa3pe30B TECTHKYISPHOM
TKaHU CTaJId NMPOU3BOJIMTH LIIUPOKOE PacCEUCHHE
0emoyHOM 000J0YKM AWYKa BOJM3M CPEIUHHON €ro
YacTH JUTSL ONTUMAIILHOW BU3yaIH3alluy TapeHXHMa-
TO3HOW TKaHW, a YIy4llICHUE BU3yaJH3allMd CaMOM
MapeHXUMBbI 00JIeryaio HHTPaoepaiOHHOE UCTIONb-
30BaHNE MUKpPOCKOMa ¢ 20—25-KpaTHOM yBETHUEHHEM.
Bo Bpems 370l npouenypsl ONpeAessiiia OTACIbHbIE
Hemnpo3pavyHbie (0eoro mBeTa) U 0oiee KPyIHbIe Mo
JTUAMETPy CEMEHHbIE KaHaJbI[bl, IJIe BEPOSTHOCTD
COXpaHEHHs IMPOLIECCOB CliepMaTorenes3a Bblme. Bo
BpeMsl ollepalyy MPOBOAWIHN 3a00p cpazy HECKONb-
KAX MUKPOCKOITUYECKUX YIACTKOB TKAHU TTAPCHXHMBI
stmyKa BecoM 2—10 Mr, 9TO 3HAYMTEIIBHO MEHBIIIE 10
CPaBHEHHIO CO CTAHJApTHON OMoTICHeH, pH KOTOPOH
u3BJekanu B cpenneM 250750 mr tkanu. Kpowme Toro,
WJICHTU(HUKAIHS aBACKYIISIPHBIX YUACTKOB IIPH pa3pese
0e109HOI 000JI0UYKH MPAKTUYECKH CBOANUT K MUHUMY-
MY BEPOSITHOCTh HHTPAOTIEPAIIOHHOTO MOBPEIKICHHSI
coCynoB 1 oOpa3zoBaHus remaroM [4].

P. Schlegel (1999) cpaBHuI ABE TPYIIIIbI TAIIMEHTOR:
22 My>X4YMHaM TIPOBOINIIACH CTaHAapTHAS MYJIETUDO-
KajbHas ouoricus, 27 — microTESE. Aprop HaOmroman
3HAYUTEIHHOEC MOBBIIICHUE YaCTOThl OOHAPYKCHHUS
CIIepPMAaTO30HI0B TIPH MpoBeeHNuN nocieaHeit (63%
vs 45%). V nanuenros, noasepriuxcs microTESE,
YAAJSUTH 3HAYUTEITBHO MEHbIIIEe KOJNYECTBO TECTUKY -
nsapHoit Tkanu (9,4 mr vs 720,0 mr). K 2006 r. rpymnma
P. Schlegel nposena 684 microTESE y 563 my»xuuH;
yacTtora 0OHApyKEeHHS CIIEPMAaTO30HMJI0OB COCTABUIIA
61% [8, 9].

IIpornocTuyeckass 3 HAYUMOCTH MUKPOA e Ui
JOKYCcOB AZF B OTHOIIEHUH HMCXOA0B OUOMCUH
sanuka u BPT

Cpeny reHOB, BOBJICYEHHBIX B ITPOLIECC CIIepMaTo-
U CIiepMHUOTeHe3a, 0c0O0ro BHUMAHHMS 3aCITyKUBAIOT
T'€HBI, JIOKAJIN30BaHHbIC B JJoKycax AZF (azoospermia
factor) mmuHOTO TIe"a Y-Xxpomocomsl (Yq) [10, 11].
Muxkpogenernuu B jokyce AZF BeiasnsioT y 12-15%
MYKYHH TPUA a300CIIEPMUH, a TIPU MEHEe TsKeIon
(dbopMe maToyIOTUU CliepMaToreHesa (0JIMro300cmep-
mun) —y 8-10% myxuus [4,12].

Beinensitor Tpu ocHOBHBIX JIokyca: AZFa, AZFb
u AZFc, nenenuu B KOTOPBIX BBIABIAIOT ¥ 1-50%
MY’K4MH ¢ HapyuieaneM geptunbrnocta [10, 11]. Ipu
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ATOM MHUKPOJIETIEIUIO B cyopernone AZFc BEISBISIOT
B 75-80% cnyu4aes; B cyopernonax AZFb+c — B 20—
22%:; B cyopernone AZFa—B 3—5% ciydaes [4, 12]. C
[TOMOIIIBIO CYIIECTBYIONINX B HACTOSIIIEE BPEMSI METO-
JIOB IUTOT€HETUUECKOM U MOJIEKYJIIPHO-T€HETUUECKOI
JUATHOCTHUKH MaKpO- U MUKPOZCTIEITUH Y-XPOMOCOMEI,
3axBarbIBatoIye Jokyc AZF, ynaercs oOHapyXHUTh y
10-15% my>uuH ¢ azoocniepmueii u'y 5—10% myxann
C OJIMI0300CIEPMHUEN TSDKEJION CTeneHH. BriepBeie
poib aenenuii iokyca Yql1 B 3THONIOTHN HapyIICHUS
criepMaToreHnesa M Oecryiofus y My»X4uH Oblia To-
kazaHa B 1976 r. Tiepolo u Zuffardi. JanpHeiimme
[IUTOTCHETUYECKUE U MOJICKY/ISIPHO-TEHETHUECKHE UC-
CJIeZIOBaHMS TTO3BOJIIIIH € ToMoIbio STS-TexHonornu
(sequence-tagged sites) TOCTPOUTH JICTATBHYIO KapTy
Y-XpOMOCOMBI, BKITIOHAIOITYIO 43 NeNeIMOHHBIX WH-
TepBaia. bei1o moaTBepxKACHO HaTHMUKE JoKyca AZF
B JIUCTAJIbHOW YaCTH JJTMHHOTO Tieda Y-XpOMOCOMBEI,
JIOKa3aHO, YTO MIPH MUKPOMCTCITUAX B ITUX JIOKYyCax
BO3HUKAIOT TE WJIM MHBIC HAPYIIICHISI CTIEPMATOTeHE3a.
B 1996 r. P.H. Vogt 1 coaBT. Ha OCHOBE TOITYYEHHBIX
JMaHHBIX O JOKAIMU3AIMU U pa3Mepe JIeJICIUN, BbI-
SIBIICHHBIX Y 26 MY>KYUH, TIPEIJIOKUIN BBIICIUTE B
nokyce Yql1.21-q11.23 Tpu HemepekphIBarOLINXCS
cyopernona: AZFa, AZFb u AZFc [1].

Henennu B mokyce AZFa, Kak TipaBUjIo, IPUBOIAT K
MTOJTHOMY OTCYTCTBHIO CIICPMATOTOHUEB, ¥ B CTIEPMATO-
TCHHOU TKaHU MPUCYTCTBYIOT TOJIBKO KJIeTK CepTOIH.
B nokyce AZFb ocHOBHast poJib IPUHAIJICHKHUT CEMEH-
cTtBy reHoB RBMY, BxoasieMy B cocTaB MyJbTH-
reHHoro cemeiicrna, nmeromero PHK-cBsa3pBaronmii
nomeH. I'en RBMY skcnpeccupyet 6e10K, KOTOPBIN
KOHTPOJIMPYET CIUIAMCHHT B CIIEPMATOTCHHBIX KIICTKAX.
Henennu rena RBMY npuBogsT K OJ10KHPOBaHUIO
cIiepMaroreHe3a Ha ctaguu meiosa [10].

[pu vamuuum mukponenenuii AZFa u AZFb no-
KYCOB OTCYTCTBYIOT I'€HBI, OTBETCTBCHHBIC 32 CIIEpMa-
TOTEHE3, U U3HAYAJIHLHO CYUTAIOCH, UTO MPHU JTaHHON
T1aTOJIOTHH JKU3HECTIOCOOHBIE CIIEPMATO30UIBI B IAKY-
JSITE BCETAA OTCYTCTBYIOT, & IIPU OWOIICHU STMYKA UX
Taroke He Haxomar [ 13, 14]. OnHako, Mo pe3ynbpraTam
HEIaBHUX MCCIIEI0BAaHNM, BeImonHeHHbIX S.H. Park u
coasT. (2013), O HAalICHBI CTIEPMATO30UIBI B FSIKY-
nsTe onHoro rpaxkaanuHa Kopeu ¢ AZFb mukpozerne-
nueil. Takum 06pa3zoM, TOABEPTHYTAa COMHEHHIO «JI0T-
May 0 TOM, uTo Tpu neneruu AZFb ciepMaTo3onst B
ISKYJISITE WM B OMOTNITaTaX sITUKa BCETa OTCYTCTBYIOT,
1 9TO CIUHCTBEHHAS! BO3MO)KHOCTH IETOPOXKICHHSI TIPU
JAHHOM TaTOJIOTHH — 3TO UCIIOIb30BaHNUE JOHOPCKON
CIIepMBbI WK ychIHOBIeHUE [14].

Y marnueHToB ¢ Aenenuei B Jokyce AZFc umeer
MECTO IIMPOKasi BapuadbeIbHOCTh KIMHUICCKUX TIPO-
SIBIICHUU: OT OJIMTOCTIEPMUU JIO0 TIOTHOTO OTCYTCTBHS
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CIIEPMATOTEHHBIX KJIETOK. BaXKHO OTMETHUTH, UTO B
9TOM CJly4yae CTEeTeHb PEerpeccCHH CIepMaTOTeHHOTO
SIUTENNs yBEJIMYHMBAETCA C BO3pacToM. B mokyce
AZFc nokanuzoBan takxke reH DAZ (deleted in
azoospermia), cogepxxamuii PHK-cBs3piBarommit
JIOMEH, YTO yKa3blBaeT Ha y4yacTHE I'eHOB 3TOTO
cemeiictea B TpaHcisuuu MPHK u, no-suaumomy,
B 1P (HepeHINPOBKE CIIEPMATOTCHHBIX KIETOK H
MeroTraeckoM aenenuu. enenus DAZ npuBoaut k
OJIOKMPOBAHMIO CTIEPMATOTreHe3a Ha CTaINN MaXUTEHBI.
YcTaHOBIICHO TIPUCYTCTBUE 0enkoB DAZ B TO3MHHX
criepMarTuaax U XBocTe crepmaro3ouaos [10].

Hcnons3oBaHue penpoayKTHBHBIX TEXHOJOTHI
JlaeT IIaHC UMETh MOTOMCTBO MY)KYHMHAM, Y KOTO-
PBIX MPUCYTCTBYET MUKpojenenusa jJokyca AZFc
Y-xpomocoMbl. Becem manueHTam ¢ azoocnepMmuei
WIM OJTUTO300CIIEPMHUEH TSKENION CTeNeHH, a TaKkxke
MY’K4HMHaM, KOTOPBIM IIaHupyeTcs nporpamMmma KO
B paMKaxX KOMILIEKCHOTO KIMHUKO-T€HETHYECKOTO
00cenoBanus, HEOOXOANMO 00s3aTeNILHOE TTPOBEIE-
HUE aHaJIN3a MUKPOJEIECIUA Y-XPOMOCOMBI U IOCIe-
JTYIOILIEr0 MeTUKO-TeHETHYECKOTO KOHCYJIBTHPOBAHUS
[1]. IIpenBapuTensHOE (/10 BBHIIOIHEHUS OMOIICHH
AU4Ka) ompeneneHue nenenuit B AZF-pernonax
Y-XpOMOCOMBI IIO3BOJIIET TPOTHO3UPOBATH PE3YIIbTa-
TUBHOCTbH JJaHHOU mponenypsl [4]. Tak, y mannueHToB
¢ AZFc nmenenmsiMu CriepMaTOTeHE3 MOXKET OBITh
COXpaHEH, HapyllIeH WIM OTCYTCTBOBaTh. Y JaHHOU
KaTeropuu OOJBHBIX CIIEPMATO30UAbl MOTYT OBITh
MOJTy4YeHBI B IIPOIlecce OMOTICUH SINYKa WIIA B HEKOTO-
PBIX CITydasx MPUCYTCTBOBATh B dsKyisATe. [Ipu aTom
MIPU POKACHNUN TIOTOMKA MYKCKOTO T10J1a TaHHBIN BHT
MyTauuu Oyaert yHacnenosat B 100% cirydaeB BHE 3a-
BHCHMOCTH OT BH/Ia OTUIOJIOTBOPEHHSI (B €CTECTBEHHOM
UKIIe WK ¢ momMotbio BPT). Y moTOMKOB jkK€HCKOTO
Mojla BEpOSATHOCTh HACJIENOBaHUS AAHHON MyTaluu
paBHa HymIO [15].

N3BecTHO, YTO BEPOSTHOCTH OOHAPYKEHMS CIIepMa-
TO30U/I0B TIpY OMOTICHU SUYKA Y MAIUEHTOB C MUKPO-
JenenusmMu B Tokyce AZF pazmuuna. [leneruu AZFc
(1 vacTuno AZFb) cBs3aHBI ¢ YCIEITHBIM MOUCKOM
CIIepMaTo30u10B mpuMepHO B 50% ciaydaes, a B CIIy-
yae HaJIM4YMs y MalueHTa nojiHou aeneunu AZFa wim
AZFb (unmun AZFb+c) BepoITHOCTh HAXOKACHUS 3pe-
JBIX CIIEPMATO30U0B (PAKTUUECKH paBHa HYIO [16,
17]. Y myxkuun c azoocniepmueii 1 AZFc-nenenueit
Yale BCETo IMOJyYaloT CIIepMAaTo30MIbl, IIPUTOTHBIC
st ICSI [18].

B nenom, coobiierns 00 yCrenHoCTH POBEICHUS
ICSI y manmentoB ¢ AZF-MuUKponenenusiMu 10cTa-
TOYHO TIPOTHUBOpEYMBHI. HekoTopsle mccienoBaTenu
coo01man 00 OTCYTCTBUHM Pa3IMYMi B 4acTOTE Ha-
CTYIUICHHUS OTUIOIOTBOPEHNSI, BOZMOXXHOCTH UMILIAH-
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Talud SMOPHOHA U BOSHUKHOBECHUU OCPEMEHHOCTH.
[pyrue aBTOpHI YKa3bIBAIOT HA CHUKCHUE YACTOTHI
OTUIONIOTBOPEHUS U YXY/IIICHHUE ITOKa3aTeseii cocTos-
HUS SMOPHOHOB TP UCTOIB30BAHUU CIIEPMATO30H-
JIOB, TIOJIYYCHHBIX OT MYXXUHH C IETCIUSIMHU B JIOKYCE
AZF. B mocnegnee BpeMs MOSBIINCH COOOIICHUS,
YKa3bIBAIOIIIME HAa BHICOKUM PUCK POXKJEHUS JIETEN C
MO3aHUIIM3MOM TI0 TIOJIOBBIM XPOMOCOMaM M CHHIPO-
moM [llepemeBckoro—TepHepa y OTIOB, SIBIISFOIIHXCS
HOCHUTEIISIMU MUKpojenennii mokyca AZF. Aneyrioun-
TSl 110 XpoMocoMe Y BCIIGACTBHE €€ TOTepU B AM]-
(hepeHIUPYIONUXCS MY>KCKHX TIOJIOBBIX KJICTKaX WM
KJICTOUHBIX JIMHUSIX SMOPHOHA MOKET IIPUBECTH K POXK-
Jenuto aeter ¢ cunapomom lepemesckoro—TepHepa
(xapuotun 45,X), a TakkKe ¢ JBOWCTBCHHBIM Pa3BUTHEM
TEHUTAIUN (MO3aUIIU3M II0 MOJOBBIM XPOMOCOMaM
45,X/46,XY). [1pu 00cie10BaHUHY AIIUEHTOB ¢ KAPHO-
tunoMm 45,X/46,XY B 33% citydaeB ObLIN BBISIBICHBI
Mukpozenenun jJokyca AZF. Kpome toro, 6bu10 110-
Ka3aHo, 4T0, 10 KpaiiHel Mepe, 0koio 15% marnueHToB
¢ MUKpOEIennsIMu cyopernona AZFc MOTYT SBISITBCS
HOCHUTEJIIMUA HEMHOT'OUKCIICHHOT'O KJI0HA KJIETOK 45,X.
Huskue nokasaresu orio0TBOPSIOLICH CITIOCOOHOCTH
CIIEPMATO30MI0B, HECYIIUX Y-XPOMOCOMY C MHUKPO-
neneuussMu B Jokyce AZF, MOTYT OBITH MPUYHMHON
MTOBBHIIIIEHHOTO COOTHOIICHUS POXKJICHUS JTEBOYCK
HaJ MaJlbiuKaMu Tipu ucroiab3zoBanuu [CSI 6e3 mpe-
AMIUTAHTAIMOHHON JUArHOCTUKH dMOpuoHa [1]. s
YTOYHECHHS ITHX CBEICHUN HEOOXOINMO TTPOBEICHUE
JaJbHENIINX UCCIEIOBAHNI.

IIporHocTuyeckasi 3HAYUMOCThL CHHIPOMA
KnaiingeasTepa B OTHOLIEHHH MCXOA0B OHONMCUM
simaka 1 BPT

Cunnpom Knaitndensrepa (CK) — Hanbosee ya-
ctast (hopMa MYIKCKOTO THIIEPTOHAIOTPOITHOTO THUIIO-
TOHaIU3Ma M OJTHA U3 Hambosee pacipoCTpaHESHHBIX
SHAOKPUHHBIX ITATOJIOTHiA, 3aHUMAIOIIas TPETHE MECTO
MoCJIe caxapHOoro nuadeTa U 3a00JeBaHUN ITUTOBHI-
Holi xene3sl [ 19]. Merabonnueckas AucyHKIHS TPH
CK ommcana B 60JIBIIIOM KOJTHYESCTBE UCCIICIOBAHUM.
Yarre Bcero BBISBIISIOT CaXapHbIM auabeT 2-ro Tha,
HU3KYIO MBIIICYHYIO MacCy, OKUPEHUE, HU3KYIO UyB-
CTBUTEIHHOCTH K HHCYJIUHY, CHIDKEHHYO MBIIIICYHYIO
CWJIY ¥ CHIOKCHHBIH 00beM MOTPEOICHUST KUCIOPOoaa
[20]. OToT cunapom quarnoctupyercst y 10—12% myx-
YHH ¢ a300cnepMueii. PacripocTpaHeHHOCTb CHHpOMaA
Knaitadensrepa xonednercs or 1/500 mo 1/1000 B
001Ielt MOMyJSIITMN MY>KCKOTO HACEJICHHUSI M BO3pac-
TaeT 10 3—4% cpenu OecroaHbIx MykuuH [4, 19, 21].

OpnHako ecTh OCHOBAHUS MPEATIOIaraTh, 4To MpH-
MEpHO y TIOJOBHHBI OOJNBHBIX HA MPOTSHKCHUH BCEH
UX KU3HU ATOT CHHAPOM OCTAETCsI HEPaCIIO3HAHHBIM
[22]. Ha ceromusmmauii JeHb 9aCTO UMEET MECTO HE-

nocrarouynas auarHoctuka CK: tonbko 39% Myxann
¢ CK nmarHos ycTaHaBIMBAIOT MOCTHATalbHO [23].
Jomns maruenToB, komy auaraoctupytot CK go mybep-
TaTHOTO TIepHoa, cocTasisieT Bcero 10% [4, 24]. D10
MOXET OBITh CBA3aHO KaK C TPYAHOCTBIO JUATHOCTUKU
CK, Tak 1 ¢ ero pa3auyHbIMU (PEHOTHUITMYECKUMHU TTPO-
SIBIICHUAMH [25, 26].

TakuM mamuenTaMm, B OOJBIIMHCTBE CIy4Yaes,
MIPOBOJIAT JIEUEHNE HE OCHOBHOTO 3a00JIeBaHUS — TH-
MOTOHAAN3MA, a JIUIIE ero ocnokHeHuH [19]. CrexTp
(enoTHoB B3pocibix nanueHToB ¢ CK oyeHs mmpok —
OT SIBHBIX MPOSIBIIEHUI THTIOTOHA/IM3MA 10 HOPMAJILHO
BHUPHJIN3UPOBAHHBIX MYKUHH [4].

Oxomno 80% cmydaeB 3a00€BaHUSA CBSI3aHO C
BPOX/IEHHBIM HapyIIEHUEM KOJIMYECTBA XPOMOCOM —
47, XXY. Y 20% O0JIbHBIX UMEETCS MO3auIu3m 46,
XY/47, XXY, oaHa UIM HECKOJILKO JT00ABOYHEBIX
Y-xpomocom (Hampumep, 48, XXYY), Oonee BbI-
pakeHHBIE X-XpOMOCOMHBIE aHeymiaouauu (48,
XXXY; 49, XXXXY) win cTpyKTypHO aHOMAaJIbHbIE
X-xpomocomsl [19, 22].

Knaccudukanus mo L. Wilkins (1963) B moaudu-
kaiuu T.A. KymakoBoii (1983) oObeaunser Bce paz-
HOBHJIHOCTH aHEYTIJIOUJIUH Y MallMEeHTOB C MY>KCKUM
(EHOTHUIIOM W YBEIMYCHHUEM KOJIMYEeCTBA XPOMOCOM
X nY, a Takke pasInyHbIe UX MO3aUYHbIE (POPMBI,
COMPOBOK/IAIOIIHECS AUCTeHE3Uel CEeMEeHHBIX Ka-
HaibleB. OJHAKO HEKOTOPBIE aBTOPBI CUUTAIOT, YTO
OTIIMYUTENbHbIE KIMHUYECKNEe MPU3HAKN HOCHUTENeH
TaKMX aHEYIUIOMAMN OT Kiaccuyeckux ciydaeB CK
(47, XXY) ctaBAT 1oji COMHEHHE MO00HYIO TOUKY
3penus (I'onybera U.B., 1980; Kypuio JI.®., 1996).
Hapymenne yucna xpomocoM 00yCIOBIEHO MX He-
pacxokJaeHueM 00 Mpu Mei03¢e Ha paHHEH CTaTIuu
Pa3BUTHUS 3apOJBIIIEBBIX KIETOK, TUOO MPU MUTOTH-
YEeCKOM JICJICHWHU KJIETOK Ha HaYaJbHBIX dTarax pas-
BUTHS SMOproHa. [Ipu sToM npeobiaaer naronorus
Meio3a; B 2/3 ciiyyaeB HEPACXOXKICHUE UMEET MECTO
MIPY MAaTePUHCKOM 0OTeHe3€e U B 1/3 — pH OTIIOBCKOM
criepMaToreHese.

®daktopoM pucka BozHukHoBeHUs1 CK sBisieTcs,
MO-BUMMOMY, BO3pAcT MaTepH; IIPX ITOM CBA3b C BO3-
pacToM oTIIa He ycTaHOBJeHa. B oTinuune oT MHOTHX
npyrux aneyruionnnii, CK He cBfi3aH ¢ MOBBIIIEHHBIM
PHCKOM a0OPTOB H HE SIBJISIETCSI JICTAIBLHBIM (PaKTOpOM.

B nocrmybeprarHom nepuosie Hanboiaee 4acThIMU
npuuuHamMu obpamienns nanuenTos ¢ CK k Bpady sB-
JSFOTCs1 OECTUIONNE U HAPYIIICHHE TTOJI0BOW (PyHKIINH.
Y 10% MyX)4uH ¢ azoocnepMuell oOHapyKuBaeTcs
CK[19].

Jlo HemaBHEro BpeMeHHU €IMHCTBEHHOU Hepas-
pemnumMoil mpodiaemMoii, ¢ KOTOPOH CTAITKHBAJINCH
My>xuuHbI ¢ CK (ocobeHnHo ¢ HemMo3andHo# hopmoii),
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Obu1a pobniema 6ecrioaus. [Ipu ructonornyeckom
HCCIeIOBAaHUH TKAHHU SUYEK Y HUX ONpPEAeNsIoTCs
oOmmpHble ToJs kieTok JleWaura u rHaJIuHU3upO-
BaHHbBIE U CKJIEPO3MPOBAHHBIE CEMEHHbIE KaHANbIIbI C
pPEeAKUMH Oo4araMi HE3aKOHUYEHHOTO CIiepMaToreHesa
[4, 27]. C nosiBnenueM coBpeMeHHBIX BPT 1 MmeTonoB
ICSI 1 microTESE nosiBuiiack BO3MOKHOCTb JICUCHUS
Oecrutoaust ¥ B 3TO# rpymie manueHToB [4]. [Ipubmu-
3UTENBHO Y 8% B3POCHBIX MYXUUH C HEMO3aHYIHBIM
CK criepmaTo3oupl TPUCYTCTBYIOT B JSIKyJsATe. Y
3TUX MYXYHH OOBIYHO MMEET MECTO KPHUIITO300-
CHepMHUsI MK TsDKenas GpopMa OIUTro300CIEPMUH C
HapyIICHUSIMU TMOJBIKHOCTH U MOPQOIOTHU CIIep-
Maro30ou10B [28]. B HemaBHUX HCClIeJOBaHUSIX Oblia
[OKa3aHa BO3MOYKHOCTD IMOJIY4YEHHUs CIIEPMATO30MI0B
metogoM microTESE mns npouenyp SKO/MKCU
ke y TalMeHTOB ¢ HeMo3andHbIM BapuanTtoM CK.
[Ipu 3TOM BEpOSATHOCTD MOTYUEHHSI CIIEPMATO30MI0B
BapbpUpoBaja oT 56 10 69%, a BEpOITHOCTD POXKIACHHUSI
pebenka ¢ momombio ICSI cocraBmma 28% [29, 30].

B 1998 1. G. Palermo u coaBT. BIiepBbIC COOOIIHIIN
0 HECKOJIbKUX CITy4asX yCIIEUIHOrO JIedeHus: 6ecryio-
sl y MYX4YHH ¢ Hemo3anuHoi ¢opmoit CK. 3a mo-
cinennue 15 met 3apeructpupoBano 6omee 100 geteit
C HOPMAJIbHBIM KapUOTHUTIOM, POKJICHHBIX OT MYKYHH
¢ CK [30-35].

B uccnenoBanuu E. Greco u coasr. (2013) 38 maru-
enTam ¢ Hemo3zanyHbIM CK Obu1a mpoBeaeHa Guoricus
stmuka MetonoM TESE u microTESE, u B 15 (39,5%)
CIIy4asx CIepMaTo30u bl ObUIH 0OHapyxkeHbl. Beero
npoananu3upoBano 26 nukioB ICSI: 10 — co cBexeit
criepMoii U 16 — ¢ KpHOKOHCEPBUPOBAHHOM CIIEPMOH,
TIPY 3TOM YaCTOTa OTUIONOTBOPEHHSI OblTa OJIMHAKOBOH.
Ponunuce 16 nereii: 8 — mpu UCTIOTB30BAHUN CBEKEH
crepMbl M 8 — pasMopokeHHO# [15]. M. Sabbaghian
u coarT. (2014) mokazamu, utro CK He ymeHbIaeT
IaHC OOHApYXEHHs CIIEPMAaTO30MI0B P OHOICUU
1 UCTONIb30BaHUs WX B nanbpHeimem npu ICSI [36].
bruto mokazano, yto microTESE ¢ mocnemxyromum
BemoHeHueM [CSI sBisieTcs ycnenrHoi mpomesypoit
Jutst 6osbinuHCTBa MyskunH ¢ CK [36].

Xors microTESE B 11emom — BecbMa pesyibra-
TUBHAS TEXHOJOTHS MOJyYEHHs CIIEPMaTO30HI0B OT
MyxxurH ¢ HOA, HEeT HM OTHOTO KIMHUYECKOTO I10-
KazateJsi, KOTOPBIN OB peicKa3bIBal 3PPEeKTHBHOCTD
microTESE y myxunn ¢ CK [37, 38].

BaxxHo OTMETHTB, UTO BEPOSTHOCTH OOHAPYKEHUS
CIIepMaTO30M/I0B B MPOLIECCE BBIMOJHEHHS OHOTICHU
AWYKa CHUKaeTcs ¢ Bo3pacToM. Ciie1oBaTesbHO, MYXK-
ynHaM ¢ CK Onoricuio situka cieryer BHIIOTHITD KakK
MokHO pasbine [39]. [Tammentsl, y kotopbix CK 0511
JMarHOCTUPOBAH B paHHEM Bo3pacTe (TI0JIPOCTKOBOM),
JOJDKHBI OBITH HANpaBJIEHbI K penpoaykronory. Ecin
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K€ TarHo3 ObUT yCTaHOBIIEH MO3Ke, TO KOHCYJIbTalNs
CIelMalIuCTa JOJKHA ObITh OpPraHU30BaHa cpa3y Mocie
ycTaHOBKH quartosa [40].

BaxHbIM sBIIE€TCS BOTIPOC BEPOSTHOCTH Tepeiadu
TeHETUYECKUX HapYIICHUH MOTOMCTBY, POXKACHHOMY
¢ ucniosibzoBanreM BPT. M3BecTHO, UTO y My’KUMH C
Hemo3anyHbIM CK MpHCYTCTBYeT O4aroBblii criepma-
TOTeHEe3, TPOUCXOJIAIIHNA OT 3YIUIONIHBIX T€PMHUHAIb-
HBIX KiIeToK. ClieloBaTeIbHO, OOJNBITMHCTBO JIETEH,
POXKICHHBIX OT poauTeel ¢ HeMo3zandueiM CK, nme-
10T HOpMaTbHBIA KapuoTtut [41]. IIpu moctumxeHnn
6epemennoctu Merogamu OKO npu nammuuun CK y
MY>KUMHBI TOSABJISIETCS BHICOKUN PUCK BOSHUKHOBEHUS
aHEYTJIONIUH TI0 TTOJIOBBIM XpOMOCOMaM y SMOPHOHOB
[42, 43], aTo MOXeET MPUBECTH K Tepeaynd MyTalliu
moToMcTBY. i uckiroueHus poxkaeHus nereit ¢ CK
HEKOTOPbIE MCCIEA0BATEIN PEKOMEHAYIOT BBIIIOJI-
HATh TEHETHYECKHE HCCIIeIOBaHUs CIIEPMAaTO30HI0B
JUTSL TIONTBEPKIACHNUS HaJU4Ws TaljougHOro Habopa
xpomocoMm. [ToromcTBO OyneT 3A0pOBBIM, €CIIH CTIep-
MAaTO30M/Ibl COZIepIKaT TatuIoNAHbIN Habop — 23 X win
23 Y [19].

Taxkum 00pa3om, IpOrHOCTHYECKAsS 3HAYUMOCTD
TeHeTHYEeCKHX (akTopoB — cuHApoMa Kialtndensre-
pa u meneruu Jiokyca AZF — BechbMa BeluKka, HO HE
BCErJa TPaKTyeTCs WIACHTUYHO. BhIsBIeHNE AaHHBIX
MyTalMi Ha 3Tane IlaHuposaHus npouenyp BPT
HEPEJIKO MO3BOJISIET HE TOIBKO YCTAHOBUTH MPUUYHHY
a300CIEPMHH, IATO300CIIEPMUH, HO U OLICHUTH LieJIe-
CO000pPa3HOCTH BHITIOJHEHUSI OMOTICHU STUYKA (BEpOSIT-
HOCTh OOHAPYKCHHS CIIEPMATO30MIOB B OHMOITaTax
TKaHU SMYKA), a TaK)Ke MPOTHO3MPOBATH MCXOMIBI
camux npouenyp BPT. BaxHo oTMeTUTB, 4TO 4acToTa
0oOHapy’KeHHs CTIEPMATO30HM10B MTPH BBHITIOITHEHNUH OU-
OTICHH STMYKA, a TaKKe 9P PeKTUBHOCTD nporeayp BPT
YMEHBIIIAETCs C BO3PACTOM y OOJBHBIX a300CTIEpMUEii,
obycnoBneHHOM Kak Mukpozenernueit AZFc, tak u CK.

Bcem 0onbHBIM PH HAJTMYUHU Y HUX a300CTIEPMUHT
Triepe;] BBIMOIIHEHHEeM OUOTICHU SUYKa IeJIecO00pa3Ho
MIpOBeIeHNE TeHETHYECKUX UCCIIEIOBAHNH — N3yUeHHE
KapHOTHIIA U HATM4KsA MUKpojenennit AZF-pernona
Y-XpOMOCOMBI.
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