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AHHOTAILLSI
B crathe paccMaTpmBaloTCs reHeTHMYecKye MPUYMHBI MY>KCKOTO OeCcriaoAusl, BBIABAEHNE KOTOPHIX CTal0 BO3-
MOXHBIM 0OJarogapsi BHEAPEHUIO MOAEKYASPHO-TeHETUIEeCKMX TeXHOAOTuil oOcAeA0BaHMs MarueHTos. IIpuse-
JAeHBl AaHHBIe COOCTBEHHBIX MccAeAoBaHUIL IloaydeHHbIe pesyAbTaThl elrje pa3 MOATBEP>KAAIOT HeOOXOAMMOCTh
TeHeTNYeCKOro 00CAeA0BaHIs Ha MUKpOJeAeruy A0Kycos AZF y marueHToB ¢ OecIiao41eM HesICHOTO TeHe3a U

HapyIIeHsIMHI CcIlepMaToreHesa.

Katouesvte caosa: my>xckoe Oecriaojue, MOAEKYASPHO-TeHeTUUIeCKNe VccAeaoBaHus, AZF-Mukpogesenun

Y-XpOMOCOMBI.

YcrieniHoe  pasBuTHie MOAEKYASPHOM TeHeTHKM B
rocaeAHue AecATUAeTUS CyIeCTBeHHO pacIlipuaO
BO3MOXXHOCTU AVMATHOCTUKM U A€YeHUs] MHOTIUX 3a00-
AesaHUi. BoABIIMHCTBO 00/€3Hell MMEIOT CAOXKHYIO
MyAbTU(AKTOPUAABHYIO STHOAOIUMIO, KOIZa MX pas-
BUTHE ONpeseAsIOT KaK IeHeTHYecKue, TakK 1 DIIATe-
HeTn4yeckue (9k3oreHHsle) Qaxropsl. K psgy myabrm-
(paxTOpMaABHBIX ITATOAOTMIT OTHOCITCA VM HapyILEHs
penpoayKTUBHOMN cucteMbl. OAHON 13 Cepbe3HBIX ITPo-
04eM B 9TOI 004aCTy OCTAeTCs1 OecIia0Aue.

becriaoauem crpajgaer okoao 20% map penpoAyk-
THMBHOI'O BO3pacTa, IpU 9TOM B IIOJAOBMHEe CAy4YaeB OHO
00yCAOBAEHO HapyIIIeHUEM PpelpOAYKTUBHON (YHK-
uun y my>xuns. CriepMaroreHes ImpeacrabAsieT coOoi
CAOXHBIN OMOAOTMYECKMII MHOTOSTAIIHBIN ITPOIlecc,
3aBepIIaloNINIICs OOpa3OBaHMEM 3PeABIX MY>KCKUX ITO-
AOBBIX KAETOK — CIIepMaTo30MA0B. JaHHBI ITpoliecc
KOHTPOAUPYETCs OOABIINM KOAMIECTBOM I'€HOB, pacIio-
JAOXKeHHBIX KaK Ha ayTocoMax, Tak 1 Ha TOHOCOMax (I10-
Z0BBIX XPOMOCOMaX), B OCOOEHHOCTI Ha Y-XpOMOCOMe.
Hapymenue crnepmaroreHesa MOXKeT HPOSBASTBCS
azoocriepMuen (OTCYTCTBUE CIIEPMaTO30MAOB B DIKYASI-
Te), 0AUTO300CIIepMUell (TTOHV>KeHHasl KOHIIeHTpalys
CIIepMaTO301A0B), aCTeHO300CIIepMIell  (CHUKeHIe
MOABVMYKHOCTU CIIEpMaTO301A0B) U TepaTO300CIIepMU-
el (OCHOBHOe KOAMYEeCTBO CIIepMaTO30MA0B C M3MeHeH-
Hoit popmori). [Tpumepno B 30-40% mpramHa My>KCKOTO
0ecr11041151 He BBIABASETCS TPajUITMOHHBIMY KAVHUKO-
2abOpaTOPHBIMI MeTOAaMI AMAarHOCTUKM, BKAIOYas
LIMTOTeHeTYeCcK!1 aHaAu3. Bueapenne moaekyaspHo-
TreHeTUYEeCKX METOAOB MCCAeAO0BaHUS AAaeT BO3MOXK-
HOCTH BBISIBUTD €Ille OAHY IIPUYMHY MY>KCKOV (POPMBI
Oecriaoaus — MUKpoJeaey Y-XpOMOCOMBI.

PesyapraTbl MOA€KyAspPHO-TEHETUYECKMUX MCCAeAO-
BaHIII Y-XpOMOCOMBI IIpU HapyIIIeHUsAX cIliepMmaTore-

Map | STS Locus Region _______,__
1 5Y14 SRY
Ypll.3
2 ZFY ZFY
3 SYE1 D¥YS271 | Ygll.21 |t
a s¥86 | Dvs1as \-
5 sY625 | G65849
AZFa
6 sY84 DYS273
7 M259 DDX3Y
a8 sY90 D¥S5278 | ¥Ygll.2z21 !_F_,_F——'“f
9 Y127 | DYys218
10 Y131 DY5222 | AZFb
11 Y134 | DYS2Z24
1z 2¥254 | DAZ1-4
13 s¥255 | DAZ1-4 | AZFc
14 sY157 | DYS240

Pucynox 1- Kapma AZF-roxyca

He3a IM03BOANAN IPeAII0A0XKNITE, YTO Ha Y-XpoMOcoMe
pacI1010KeH OAVH 1AV HECKOABKO TeHOB, OTBEJaIOIINX
3a ¢akrops! azoocnepmuu (AZF), n BIIocAeACTBUM Ha
AAVIHHOM I14ede Y-XpPOMOCOMBI OBLAM MAEHTUPUIIIPO-
BaHBI TPU HellepeKphIBalomiuxcst ooaactu (AZFa, AZFb
n AZFc). MoaekyAsipHBII aHAAU3 AeAeLUI AaHHBIX
Yy4acTKOB IIpuBeaA K UAeHTU(PUKaAIINI CepUN TeHOB, KO-
TOpBIe MOTYT OBITH Ba>KHBIMM AAsl CIIepMaTOreHes3a.
Tak, Hampumep, oOaacts geaerim AZFc coaep>XuUT
HECKO/ADKO CEeMeJICTB T'€HOB, DKCIPeCcCHpPYIOIIUXC B
sAMdKe, BKAIo4as red DAZ (yTepsHHBIA IIpy a300cIIep-
Mny, aHra. deleted in azoospermia). deaerumn AZFc
Bo3HUKaIOT de novo mpumepHo y 1 n3 4000 my>xumn
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U BBI3BAHBI OHU PEKOMOMHALVIAMI MeXAY AAVMHHBIMIU
MOBTOPSIIOIIMMUCS TI0CAeJ0BaTeAbHOCTAMU. Jeaenun
AZFa n AZFDb, xoTs1 1 MeHee 4JacThle, TaK>Ke BbI3BAHBI
pexoMOuHarysmu. 1pndansureasHo 2% B 0CTaaAbHOM
3J0POBBIX MY>KUMH OeCIIIOAHBI M3-3a CEepPhe3HBIX Je-
JexToB B criepMarorenese. IIpearnoaoxxuTeabHO, YacTh
U3 TaKVIX HApYIIeHNUIT CBA3aHbI C BOSHUKIINMMI de novo
Aezenysimu [1].

3a mocaejHme JBa roja HaMy OBLAO IIpOBeje-
HO MCCAeJOBaHME MUKPOAEAeLINI AZF aokycos
Y-xpoMocombl y 95 malueHTOB ¢ HapyIIeHUsIMU CIIep-
MaTOreHe3a HeBBLICHEHHOTo reHesa. CpeaHmIil BO3pacT
marnmeHToB coctasna 30,76 aert.

Bo3pacT naumeHToB
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Pucynox 2 - Bospacm navuenmos

AHaan3 MUKpOAeAeLNil IIPOBOAMACS Ha CeKBeHaTO-
pe Applyied Biosystem 1o 14 STS mapkepam, BKArO9aro-
M pernonsr AZFa, AZFb n AZFc ¢ ucrioas3osanneM
myabtuniaekcHoit TIHP. Beissaensl Muxpogesenuu y
12,63% 00caeA0BaHHEIX.

B ocroBaOM 31O geaenuu AZFc-pernona (51%), Aa-
2ee AZFb (38%) 1 MeHbIIIe BCETO BCTpeYaeTCss MUKPO-
Aezennii B AZFa-pernone (11%).

PacnpegeneHune geneuuit no permoHam a, b, c

w AZFa w AZFb = AZFc

Pucynox 4 - Pacnpederetie deretjuuii
no pezuoriam a, b, ¢

OOHapyXeHHble geneuun
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Pucynox 3 - Oonapyxentiole dereyun
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IloayuenHble pesyabTaTbl COOTBETCTBYIOT AAaHHBIM
AUTEPATyphl, COrAacHO KOTOPBIM AZF-aesenum oOHa-
pyxmusaiorcst B cpeaneM y 10% My>kuuH ¢ HapyIIeHu -
MM crilepMaToreHesa [2].

Obnapy>xeHne MuKpoJeAennii Y-XpOMOCOMBI IIO-
3BOAsIeT YCTAHOBUTL Te€HeTUYeCKyIO IPUYMHY Hapy-
IIeHUs CIiepMaToreHesa, n3bexKaTb HEODOCHOBAHHOTO
AevyeHns 6eCIIA0AVA y MY>KIIMH C MUKPOAeAeLVISIMIU 10-
Kyca AZF, a Tak>Xe IIpOTHO3MPOBaTh BEPOATHOCTD TIOAY-
YeHIIsI CIepMaTo301A0B A5 mposesennst DKO/MKCIL
OnpeseaeHHbIl TUIT MUKPOAeAeIIN Ha Y-XpPOMOCOMe y
MaIMeHTOB C a300CIepMueli MOXKeT MMeTh ITPOTHOCTH-
Yyeckoe 3HadeHMe C TOUK! 3peHI s BOZMOXKHOCTH HaXOXK-
JEHIIs1 HeKOTOPOTo KOANYeCTBa CIIepMaToO30MA0B 1/MAN

CIINCOK ANTEPATYPbI

3peABIX CIlepMaTl/, B TKaHU simdka. IIpeasapureapHsre
pesyaALTaThl IToKa3biBaloT, uTo AZFa n AZFb-aeaenn
GoAbIIIel] CTereHN CBA3aHbI C HeYAadHBIMU ITOIIBITKaMI
U3BAEYeHN ] CIIepMaTO301 0B, TOTrAa Kak y 71% marmen-
TOB CO CTaHAAPTHBIMU AZFc-MUKpoOAeAensIMU MOTYT
OBITH OOHAPY>KeHBI 3peble CIIepMaTo30MALI [2,3].

Taxum 0OpazoM, My>KUMH C UAMOTAaTUYECKNM Oec-
rao4ueM caelyeT He TOABKO KapMOTUIIMPOBAaTh Ha
HaAn4ye XpOMOCOMHEIX aOepparuii, OOHapy>KIBae-
MBIX TPaAMIIVOHHBIMU IIMTOT€HETUYEeCKMMIU MeToJa-
MI, HO U TIPOBOAUTL MOJAEKYASIpHOe ICCAejOBaHMe
Y-XpOMOCOMBI C TeHeTMYeCKMM KOHCYABTHPOBaHUEM
repeJ, HayaAOM BCIIOMOTAaTeABHBIX PerIpOAyKTUBHBIX
TEeXHO/O0TUIA.
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TYUIHAEME

EPKEK BEAEYAITITHAEI'TH MOAEKYAAABIK-TEHETUKA ABIK AMATHOCTUKAZAAY

3. b. Pakumena, H.K.[leremep3anoBa, A. X. EpaenoBa, M. B. Cosiomagun

Monekynapnvi-cenemuransik 1abopamopusn TreeGene
Kazaxcman, Anmamot

Makaaasa epkek OeaeyairiHiH reHeTMKaABIK ceOenTepi KapacThIpbLAFaH, OeeyaiKTiH ceDenTepiH aHBIKTAy
MOJeKyAaAbIK-TeHeTUKAABIK, TeXHOAOTMAAapAbl eHAIpYyAiH HoTIDKeciHAe MYMKiHAIKKe e 0oaabl. JKeke seprTe-
yAepAiH HOTVKeAepi YCBIHBIAABL. 3epTTeyAeH aAblHFaH HoTI KeJep cIiepMaToreHesi Oy3blaraH >kKoHe OeseyairiHin
naitga 601y cebenepi Oearicis HaykacTapga AZF A0KycTapAbIH MUKpOAeAeMsCHIHA TeHeTHKaABIK 3epTTeyaepai

JKYPri3y KepeKTiriH 6ekiTTi.

Tyuin cesdep: epxexmik 0edeyrik, MOAEKYAAADIK-2eHEMUKAADIK sepmmey, Y-xpomocomacwitoit, AZF-muxpode-

AeUUusCol.
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SUMMARY

MOLECULAR GENETICS DIAGNOSIS IN MALE INFERTILITY
Z. B. Rakisheva, N. To.Daemarteba, A.H. Erdenova, M.V. Solomatin
Molecular genetic laboratory TreeGene
Kazakhstan, Almaty
The article discusses the genetic causes of male infertility, the identification of which was made possible
thanks to the introduction of molecular genetics technologies for examination of patients. The data of research.
The results obtained confirm the necessity of genetic screening for microdeletions of AZF loci in patients with

unexplained infertility and impaired spermatogenesis.

Key words: male infertility, molecular genetic studies, AZF-microdeletions of the Y-chromosome.
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