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B nocnepHee gecatunetue ycununca nHtepec K Y-xpomocome yenoseka. B nepsyto
ouepefb, 3TO CBA3aHO C TEM, YTO YCTAHOBJIEHA CBA3b MEXAY MYXCKUM becrinognem

1 Aeneumamm, BO3HMKaoLWMMK Ha Y-XPOMOCOME, UTO YKa3bliBaeT Ha NPUCYTCTBME reHoB,
Heo6XOAVMBIX /1A Pa3BUTUS MY>KCKX 3aPOZbILIEBbIX KIIETOK.

becriaoamem crTpagaer 0koao
15 % cynpy>KecKux map, Ipu 5TOM
B 45-50 % cayyaes OHO CBA3aHO
¢ «myxckum paxkropom». Oxoao 1/3
cay4aes MY>KCKOTO 0eCILA0A1s OTHO-
CAT K TaK Ha3bIBa@MOMY MAMOIIATY -
yeckoMy 6ecria04uio, GOABIINHCTBO
cay4yaes KOTOPOIO MOXeT ObITh 00 -
YCAOBAEHO TeHeTHyecKumu ¢axro-
paMm, TakUMU, KaK pasAUdyHble Ha-
pyIIeHMs XPOMOCOM MAU MyTaLlUu
B OTBETCTBEHHBIX 32 CIlepMaTOreHes re-
Hax. Ocoboe 3HaueHme npuoOpeTaioT
BbIsABAEHIE (PaKTOPOB MY>KCKOro Oec-
T1A0AWS], AMATHOCTMKA U A€UeHMe, 0CO-
6eHHO y M0A0ABIX Ar0Aeit. ITprranHoit
TeHeTUYecKy 00yCA0BAEHHOTO MyXK-
CcKoro 6ecr1104us, CBS3aHHOTO C Hapy-
IeHyneM crepMaroreHesa, B 10-15 %
cAyyaeB ABASIOTCS CTPYKTYpPHbIE Ha-
pymenus Y-xpomocomsl. ITomumo
XPOMOCOMHBIX aHOMaAuii Hanboaee
YacTOM TeHeTUYeCKO IPUIMHON Ha-
PYIIEHNS PEPOAYKTUBHON pYHKIINN
Y MY>KUMH ABAAIOTCA aeaerun AZF
A0Kyca AAVHHOTO I14e4a MY>KCKOJi I10-
2a0Boit xpomocomsl (Vogt et al., 1996).
AZF-Muxpoaeaenuy ABAsIOTCs Ipy-
YMHOV HapylIeHus cliepMaToreHesa
B 10-15 % cayyaes 1py azoocriepMum
u B 5-10 % IpM 0AUrO300CIIEPMUN
TsDKeAoM crerienn. YactoTa BeTpeydae-
MocTu Mukpojeaeruit B AZF pernone
Y-XpOMOCOMBI y MY>KUMH, CTPajao -
mux 6ecraoameM, BapbupyeT B pas-
AVYHBIX MCCAeA0BaHUAX OT 1 20 55 %.

CriepmaroreHes — CAOKHBIN O1O-
AOTUYECKUIA MPOIECC, KOTOPHIN 3a-
BHUCUT OT TOYHO KOHTpO/lI/IpyeMOrO
KacCKada BKAIOYEHM S U BbIKAIOYEHU ST
OIpeAeAeHHBIX TeHOB, KOTOphIE 3a-
IIyCKaIOT Ipolecce npoaudepanun
CIIepMaTOrOHNMI, MHULIMAUUN U 3a -
BepIeHNs Melo3a u Mopdoaormnye-
cKy10 AuddepeHITPOBKY CrIepMaTig,
B 3peable CIIepMaTo3ouAbL. MyTarmmu
B A1000M 13 DTUX T€HOB MOT'YyT OKa3bI-
BaThb OrPOMHOE BAMsIHNIE Ha CIiepMa-
TOTeHe3 B LIeA0M.

Briepsble 3aBMCUMOCTD MEXKAY Ha-
pylIeHneM cIiepMaroreHesa U reHe -
TUYECKOI ITPUYIMHON, A€Kalllell B ero
OcHOBe, OblAa ITPOAEMOHCTPUPOBaHa
L.Tiepolo u O.Zuffardi s 1976 r. Brrao
BBICKA3aHO IPEAIOJ0XKeHNe O Cyle-
cTBoBaHMM (pakTOpa a300CIepMUM

(AZF), KOTOpBIIT KOAMPYETCs TEHOM
nan l"pyl'IHOiI TeHOB, A0KaAN30BaH-
HBIX B AI/ICTaAbHOI?I JacTn AAMHHOTO
naevya Y-xpomocomsl (Yq). B 1996 r.
VOgt ¥ COaBT. HA OCHOBE HOAy‘{BHH])IX
AAHHBIX O A0KaAM3aLUM U pa3Mepe
Ae/eluii, BhIABACHHBIX y 26 My>KUIH,
NpeAAOKIAN BHIAEAUTH B AOKyce Yq
TPM HeIlepeKpPHIBAIOIIVIXCs CyOperno-
Ha: AZFa, AZFb u AZFc.

becnaoaue un Y-Mukpogeaenun
R. Brandell u coasT. nccaeaoBaan BAUsk
HIe OTAeAbHBIX MUKPOA@AeINIT Ha D-
(eKTUBHOCTD A€UeHMsl Y U3MeHeHMe Ia-
paMeTpoB CrepMaTo30MAOB Y My KUIH,
CTPaJaIoNVX a300CHepMueit. ABTOpbI
AeA4aloT BBIBOA, UTO MUKpPOJeAelnn
Y-XpPOMOCOMBI MOTYT 3HaYMTEABHO BAV-
ATh Ha pe3yabTaThl Aedennst. Tak, Mu-
Kpoaeaenuu Ob1ay OOHapy>KeHbI y 22
8 %) 13 286 00CAeA0BaHHBIX MY>KUNMH.
IMpu 9TOM A4 6 MY>KUMH C TUIIOTOHA -
AM3MOM, Y KOTOPBIX ObIAY BBISBAEHbI
Y-MUKpoeAenny, Ha3HaueHne KAOMMU-
dennMTpara 1 TeCTOAaKTaHA BHI3BAIO
3HaYNTeAbHOE TIOBBIIIIEHE YPOBHS Te-
CTEepOHa, HO IIPU STOM YPOBEHb CIIep-
MaToreHe3a OCTaBaACs HU3KUM. Y 8
TTAI[IeHTOB ¢ MUKPOAeAer UMM OblA0
MpoBeAeHO ONepaTUBHOE AedyeHue
Bapukorieae. [Tocae onepannu He Ha-
641042411 yAYYIITeHNS KOAMYECTBEHHBIX
U Ka4eCcTBeHHBIX TI0Ka3aTeJeil criepMa-
TO30MAOB. JeBATU TallMeHTaM C MU -
kpogesenusamu B AZFb-ygactke mpo-
Boauau TESE (TESE, Testicular Sperm
Extraction). ¥ 7 13 9 marineHTos B 61o-
rTaTe sudka He 66110 HOAy‘{eHO TeCTU-
KyA}IpHLIX CHepMaTOinI/[ﬂ,OB, HeCMOTP}I
Ha HeoAHOKpaTHoe Tipopesenne TESE.
¥V marmeHToB, KOTOpEIe UMeAN MUKpPO-
Aeaerym B AZFc-yuacTke, DKCTPaKITs
CIIepMaTo30MA0B HPOIIAA YCIIeNTHO,
u nocae nposeaenus VIKCI (ICSI,
Intracytoplasmic Sperm Injection) y mx
JKeH HacTyInAaa 6epeMeHHOCTIL

BcriomoraTteabHbie
penpoayKTUBHBIE TeXHOAOTUN

u geaenuu Y-XpOMOCOMBI
Viccaeaopane Y-XpoMOCOMbI peKOMer
AyeTcsl BceM TallieHTaM, BOBAeUeHHbIM
B IIPOrpaMMy AedeHns 5ecria0Ams Me-
togom VIKCH u crpagaromum 1eo6 -
CTPYKTUBHO (OPMOII a300CIIEPMUI,

a Tak>XXe TeM, Y KOro KOHILIeHTpaLus
CIIepMaTO30MAOB B DSKYASITE COCTABAS -
eT MeHee 5 man/ma. TloaTsepk AeHne
AMarHo3a Ha HaAu4due MUKpojeae -
1y OOBACHAET HPUYMHY HapyIIIeHIL
criepmaToreHesa 1 MHGpOPMaTUBHO
AASL KAVHULIVICTOB, TaK Kak II03BOASIET
130€eXaTh HEHY>KHOTO MeAVIIMHCKOTIO
(ropMOHAABHOTO MAM HETOPMOHAAb-
HOTO) U XMPYPru4eckoro (oreparus-
HOe AeyeHMe BapuKoliele) AeYeHus.
Ha ceroausiuinmit AeHb A4S TIaIyeH -
TOB C TSKeABIMU (pOpMaMM OAUTO30 -
ocriepmuy 9¢ppeKTUBHOI Teparueit
sBasiercs: Toapko VIKCH, a aas nanu-
eHTOB ¢ asoocrepmueit — VIKCU B coue-
TaHMM C VI3BAYEHNEM TeCTUKYASPHBIX
crepmatosongos. HegasHo mossu-
20Ch cOODIIeH e, YTO OIpejeAeHHbIN
TUII MUKPOJeAeluy Ha Y-XpoMocome
y TIaI[eHTOB C a300CIIepMIueii MOXeT
MMeTh IIPOTHOCTUYECKOe 3HayeHue
C TOUKM 3peHus BO3MOXHOCTM Ha -
XOXXA€HUsI HEeKOTOPOTO KOAMYecTsa
CIIepMaTO30MAO0B VM/UAN 3PEABIX CIIep-
MaTuA B TKaHU AMYKa, I10AyYeHHO
¢ iomonpio TESE. TlpeasapureanHsie
pe3yAbTaThl MOKa3bIBaloT, uTo AZFb-
Aeery B 0OAbIIeNT CTEeIIeHN CBSI3aHbI
C HeyAaUHBIMI TIOTIBITKAaMU M3BAeYe -
HIIA CIIepPMATO30MA0B, TOrAa Kak y 71 %
TaI[MeHToB co cTaHjapTHuIMYU AZFc-
MUKPOAEAEIIUSAMIU MOTYT OBITh OOHapy-
SKEHBI 3peble criepMaro3onapl. OgHako
6oabmte AZFc-MUKpoeaeruy Takxke
BeAyT K OTCYTCTBUIO CTIepMaTO301A0B.

Ha ocHoBanum aanHbIX, TOAYyYeH-
uoix S. Silber u coasr., Ob1AU CA€AQHBL
BbIBOABI:

1) de novo geaernym Y-XpOMOCOMBI
y HaI[EHTOB C a300CIIepMUeNt I TsKe-
AptMM pOpMaMU OAUTO300CHEPMUN
He SIBASIIOTCSI HpEH}ITCTBI/IeM K pO)K-
AEHUIO HOpMaAbHI)IX AeTeiI C UCIIOABb-
3osannem VIKCI;

2) 6BIA0 HPOAEMOHCTPUPOBAHO,
4qToO MI/IKpOAe/leLU/II/I Y—XPOMOCOMI)I
TepearoTcs CBIHOBbAM OT OTLOB. Je-
AaeTcst HpeAHOAO)KeHI/Ie, 4YTO DTU ChbI-
HOBbsl OyAyT MMeTh Te Ke IIpoDAeMBbI
¢ Decria04vieM, Kak 1 UX OTLIbL

TIpu anaamse peHOTUIIMIECKUX
IPOsIBAEHUI IIPU MUKPOAEALIIMAX
HabA104aI0TCsl HEKOTOphle 0b1ne
tenaennuu (JV1.K. Toroaesckas, IT.A.
Toroaesckuit):
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1) Mumkpogesery Y-XpoMOCOMBI 00-
napyxenm y My)K‘U/IH C asoocnep—
MUEN UAU TSKeAbBIMU (IJOPM&MI/I
0AUTO300CIIePMUIL;

2) Goaee BbICOKAsI YacTOTa Y(-AeAeIuit
BbIsIBA€Ha y IIaleHTOB C asoocnep-
MUen 1 aHOMaAbHBIM q)EHOT]/IHOM
(ruroroHaAmM3M 1 Ap.) O CpaBHe -
HMIO C manguMeHTaMu C TSIXKe A0
Jopmoit oanrozoocriepmuy;

3) GoJee IPOTSIKEHHbIE AAELIN B OC-
HOBHOM CBSI3aHBI C 004€ee TsKeAbI-
M1 HapyIIEeHISIMI CIIepMaToreHe3a;

4) AZFa-aesenuu BCTpeYalOTCsl Hau-
60aee peako (1-5 %) 1 B ocHOBHOM
ceazanbl ¢ CKC tumna I (cunapom
kaetok CepTroan, MAM CUHAPOM
«T0ABKO KaeTKy Ceproan»);

5) AZFc u AZFc + b — naubozee va -
CTO BCTpedvalollyecs Aeleluu,
OHM MOTYT OBITh CBA3aHBI C pa3 -
AVYHBIMU CIIepPMaTOreHHBIMU
aedexramn. ITo pexomeHnganum
MeXX/AyHapOAHBIX OpraHU3aIuit,
3aHMMAIOMUXCSA IpodaeMaMu
Gecria04us, MHPEPTUABHBIM I1a-
LIMeHTaM, KOTOPBIM Ha3HauyeHO
aedenue ¢ nomornpio VIKCH, cae-
AyeT IpPOBOAUTH I'eHeTUYecKue
KOHCYABTAIIMU U HapsAAy C Kapu -
OTUIIMPOBaHMEM BBIITOAHATH aHa-
an3 AZF-yyactka Y-XpOMOCOMBIL.

Puc. 1. Kapta AZF-nokyca

Map |STS | Locus | Region

1 sY14 | SRY

Ypi1.3
2 |zry | zFY

3 sY81 | DYS271 | Yqi1.21 —

4 sY86 DYs148

5 sY625 | G65849

AZFa
6 sY84 DYS273

7 M259 | DDX3Y

8 sY90 | DYS278 | Yqi1.221

9 sY127 [ DYS218

10 sY131 [ DYS222 | AZFb

11 sY134 [ DYS224

12 |sY254 | DAZ1-4

13 | sY255 | DAZ1-4 | AZFc

14 | sv157 | DYS240

A.A. Vicaamosa (P®, 2007) mpuseaa
AaHHBIe aHaAM3a MUKpojeaenit AZF
A0Kyca y OOABHBIX C HAPYILIEHUEM CIIep-
MaroreHe3a TaTapcKOil, pyccKoit, Oart-
KMPCKOJ 1 Ka3aXCKOM HTHIIECKON IIpu-
HaAA€XHOCTH U TTOKa3asa, YTO 4acToTa
MUKPOAEAELNIi B ICCA€AOBAaHHOI BBI -
Hopxe GoapHBIX coctasuaa 10,7 % u co-
OTBETCTBYeT Cpe HMM 3Ha4eHVM TaKo-
BBIX B a3MaTCKUX romyasnusax (11,7 %).

Tloaasastiomee GOABIINHCTBO AeAELIT
93 %) Ob110 OOHAPYKEHO y DOABHBIX Ta-
TapCKOIl, PYCCKOit, DaIIKIPCKOIT 1 Ka -
3aXCKOI1 9THUYECKMX TPYTII, COCTABASIO-
mnx 81 % ot ob1wert BIGOPKM GOABHBIX.
B rpyrire 60ABHBIX ¢ HAPYLIEHKEM CIIep-
MaToreHe3a TaTapcKOV STHUYECKON TPTE
HaAAEXKHOCTU YacToTta geaeruit AZF ao-
Kyca coctasuaa 8,7 %, 4T0 COOTBETCTBYeT
CpeAHeil YaCTOTe MUKPOACACLIUI B €B-
PONeNCKUX MOMYASIMIX. ¥ AU, Ipu-
HaAAeXaIlUX K PYCCKONM HTHUYECKON

IpyIIIe, 9TO 3HauyeHMe 0Ka3aAoCh PaBHO
6,7 % ¥ CXOAHO C TaKOBBIMU Y DOABHBIX
¢ becriaoauem us Hugepaanaos, Vicra-
uuy, Caosennn. boaee BICOKMMU ObLAM
4acTOTHI B OAIIKMPCKOI U Ka3aXCKOit

rpynnax — 174 % u 25 % CoOTBeTCTBEHHO,
T. e. DAMBKMMI K YaCTOTaM MUKpOAeae-
i1 y OOABHBIX C HApYIIIeHNeM CriepMa-
Torenesa u3 Slnonun, Vispanas, Kopen.

3akaoueHue

PesyabraThl MHOTOYMCAEHHBIX MICCAE-
Aosaunit AZF-MUKpoeaermit y My sk
4iH ¢ ecrraoaveM ybeauTeAbHO CBU-
A€TeABCTBYIOT O BBICOKOI 3HAYMMOCTI
TeHOB Y-XPOMOCOMBI B KOHTPOAE CIIep-
MaroreHe3a y 4eA0BeKa U SBASIOTCS
04HOVI U3 HanboAee YacThIX (MasKop-
HBIX) TeHETUYECKMX IIPUYMH MY>KCKO-
ro Gecriaogus mpu Takux ¢popmax
HapyllIeHus CliepMaToreHe3a, Kak
a300CIIepMUs U OAUTO300CIIEPMILST
TSIKE/AOVT CTEIIeHIA.

HAYKA U MPAKTUKA

ANYYe KAaCCUIEeCKMX MUKPOAE AL
AOAXKeH OBITh PeKOMEHAOBaH BCeM
My)K‘{I/IHaM C asoocnepMmeﬁ nan
OAUTO300CTIEPMUEN TSKEAON CTerte-
Hu. Baxxno OTMETUTD, YTO YaCTUYHbIE
AZF-aeaeriun npeacTaBAsioT coboit
IIaC/leAyeMI)Ie HO/H/IMOp(I)H])Ie Bapman—
ThI Y—XpOMOCOMbI, HOE)TOMy X HaAU-
qre He SIBASIETCS IIOKa3aHueM BbIGOpa
I1oAa 11aoaa Y My>K4IH B nporpaMMax
DKCTPAKOPIIOPAaABHOTO OILA0A0TBOpe-
s (B.b. Yepnrix).

Obnapy>XeHne MUKpOAeaAeInit
Y-XpOMOCOMBI IT03BOASIET YCTaHOBUTH
TeHeTHYeCKyIO IPUYMHY HapyIIeHMs
criepMaroreHesa, n3dexxarb HeOOOCHO-
BaHHOTO Ae4eHILs OeCILA0ANS Y MY>KUMH
¢ MuKpogeaeramu A0kyca AZF, a Tak
Ke ITPOTHO3MPOBAThH BEPOSTHOCTH TIOAY
YeHJIsI CIIepMaTO30MAOB AAs ITpoBeJe-
Hust OKO/VIKCI (B.B. YepHsIx 11 coaBT,).

OtmeTuM, uTo uccaeaopanve AZF-
AOKyca Ha oIpejeaeHne MUKpoJee-
i1 Y-XpOMOCOMBI BHEAPEHO B A/IMaThI
MO/€KyASPHO-TeHeTUIeCKoii Aabopa-
topueit TreeGene. AHaAu3 MUKpo/e-
Aenuii IIPOBOAUTCS Ha CeKBeHaTope
Applyied Biosystem 1o 14 STS mapxe-
pam, BKAIO4atomum pernonst AZFa, b
u ¢ metogoM QF-PCR (koamvecrBeHHast
daroopecuentnas ITIIP) (puc.1).

A5 McCAeAOBaHMS VICTIOAB3YeTC s
BEeHO3Has1 KPOBb IaIllieHTa, CoOpaHHas
B ITPOOMPKY, COAEPIKAIITYIO B KadecTse
anTukoaryasaTa DATA (mpobupkn

Puc. 2. PesynbTat, NosyyeHHbIi 13 HOpManbHOro 06pasLia, NPUCYTCTBYIOT BCe

mapkepbl AZF pernoHa.
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Puc. 3. Pe3ynbtat o6pasua c Aeneumein AZFc pervioHa
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B cpeae crientmaancTos B o6aacTi
TeHeTHMKM, aHAPOAOTUM, PEIPOAYK-
TUBHOI MEAVIIVHBI IIPOU3O0IIIA0 OCO3-
HaHUe TOTro, 4To (aKTOp a3oocIep-
MU SIBASIETCSI OAHOM 13 Hanboaee
pacIrpoCTpaHeHHBIX PUYMH Oecrao-
AV y MY>KYMH, U UCCAeAOBaHME DTUX
¢$pakTOpOB MIMPOKO BOILIAO B MUPO -
BYIO IIPaKTHKY. MOAEKyASIPHO-TeHeTI-
YecKuil aHaAu3 Y-XpOMOCOMBI Ha Ha-

C CMpeHeBOli KPBIIIeUKor). a5 caaum
aHaAM3a 0COOBIX TTpaBMA TIpeaHaan-
TUYECKOI TIOATOTOBKY TaI[eHTa He
Tpebyercs.

[ | Aeremepsanosa HK,
Coaomaguu M.B,
MOAEKyASpHO-TeHeTUIecKast
aabopatopus TreeGene,
info@tree-gene.com
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