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My>ckoe GecIIoue 3aTparuBaeT OKoso 7-8% My»KUUH PENpoiyKTHBHOTO BO3PACTa, IIPU 3TOM Ha JI0NIIO0 TeHETU-
yeckux (pakropos npuxoxutcst ot 15 10 30% ciyuaes, a Mukposeseun AZF-perroHa Y-XpoMOCOMBI SIBIISIFOTCSI BTO-
POIi 110 9acTOTe BepHPUINPOBAHHON TeHeTUUESCKON IPHINHOHN a300CHEPMUH H TSHKETON OUT0300CIEePMUH IIOCIIE CHH-
npoma Knaiindensrepa. CucreMaru3npoBaHHbIE TOIMYIISIIMOHHBIE JaHHBIE O 4acTOTe U crieKTpe AZF-mukponenennii
B PecrryGmiike Y30ekucTaH panee 0TCyTCTBOBaH. L{eIIblo HcciieJoBaHus SIBIIIOCH OLPE/ICNICHNE YaCTOThI H CTPYKTYPBI
MuKpozenelui 10kycoB AZFa, AZFb u AZFc Y-XpoMOCOMBI y My>KYHH € OECIIIOMEM B y30€KCKOil OMYIISIIUK B CO-
MOCTABJICHUH ¢ GepTHIbHBIMU MyxkurHamu. O6cnenoBan 681 nauuent ¢ 6ecrutoaueM (55 i 0-17 et u 626 Myx4nuH
18 ner u crapiue, u3 HUX 352 ¢ HEOOCTPYKTUBHOM a3oocriepMueit u 274 ¢ Tsokénoit onuro3oocnepmueii) u 147 dep-
THJIBHBIX MY)KYMH TPYIITBI KOHTpOIs; Mukponenermun AZFa, AZFb, AZFc onpenensiin METOIOM MYJIBTHUILICKCHOM
IL[P B peanpHOM BPEMEHH C MCIIOIb30BAHUEM CEPTUPUIMPOBAHHON TecT-cucTeMbl o 13 STS-mapkepam. Mukpo-
nenenyn AZF BeisiBiaeHs! y 93 u3 626 myxanH 18 set u crapiue ¢ 6ecruiomueM (14,86%; B mmequaTprieckoil koropre
0-17 et — 2 u3 55, 3,63%), B KOHTPOIBHOI TPYIIIE He BBIABICHBI (U1 B3pOCIbIX x*=24,83; p<0,001). [Jomuuuposazo
BoBiieuenue cyopernona AZFc (12,94% cpenu B3pocinsiX; nsonupoBanHas aeienus AZFc — 9,25% B o0t BEIGOp-
Ke), pexe Berpedanich AZFb+c (2,50%), AZFb (1,03%) u AZFa (0,73%), 4to comiacyeTcs ¢ JaHHBIMH BOCTOUHO#
Asun 1 MHauu U npeBbIIIaeT cpegHue mnokasarenu mo EBpome. Ilomydennsie qaHHbIe 000CHOBBIBAIOT BHEAPCHHE
CTaHJAPTU3UPOBAHHOTO MOJICKYJISIPHO-T€HETHYECKOr0 CKpUHUHra AZF-peruoHa B KIMHUYECKYIO MPAKTUKY Y30eKu-
CTaHa IIPU HEOOCTPYKTUBHOM a300CIIEPMHY H TSDKENIOH OJIMT0300CIICPMHUHL.

KuioueBble ci1oBa: Mmyskckoe Oeciiionne, Y-xpomocoma, Mukpoaeaennn AZF, azoocniepmusi, 0J1Mro3oocnepmusi,
crepMarToreHes, Y30eKucTaH
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Male infertility affects about 7-8% of men of reproductive age, and genetic factors account for 15-30% of cases,
with Y-chromosome AZF microdeletions representing the second most common confirmed genetic cause of azoosper-
mia and severe oligozoospermia after Klinefelter syndrome. Systematic population data on the frequency and spectrum
of AZF microdeletions in the Republic of Uzbekistan have not previously been available. The study aimed to determine
the frequency and structure of AZFa, AZFb and AZFc microdeletions in infertile men of the Uzbek population com-
pared with fertile men. A total of 681 infertile patients were examined (55 subjects aged 0-17 years and 626 men aged
18 years and older, including 352 with non-obstructive azoospermia and 274 with severe oligozoospermia) together
with 147 fertile control men; AZFa, AZFb and AZFc microdeletions were detected by real-time multiplex PCR using
a certified test system covering 13 STS markers. AZF microdeletions were detected in 93 of 626 men aged 18 years
and older (14.86%; in the paediatric cohort aged 0-17 years, 2 of 55, 3.63%), and in none of the controls (y*=24.83;
p<0.001 for adults). AZFc involvement predominated (12.94% among adults; isolated AZFc deletion, 9.25% overall),
followed by AZFb+c (2.50%), AZFb (1.03%) and AZFa (0.73%), consistent with data from East Asia and India and
exceeding average European estimates. The findings support the introduction of standardized molecular genetic AZF
screening into Uzbek clinical practice for non-obstructive azoospermia and severe oligozoospermia.
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BBenenue

becnoaue — cocrosiHue, mpu KOTOPOM Cy-
Tpy’keckas rmapa He CIocoOHa 3a4aTh peO&H-
Ka mocne 12 MmecsueB peryiasipHoil mojoBOM
KU3HU 0€3 KOHTpALENIUHN; MY>KCKOU (akTop
ygacTByeT He MeHee deM B 30-50% takux
ciaydaeB [1-3]. Ilo maHHBIM TITO00ATBHOTO aHa-
nu3a OpeMeHU Ooyile3HEH, YUCIIO MYXYUH CO
CHIDKEHHOHU QepTHibHOCTHIO B Mupe B 2019 1.
JOCTHUIIIO OKOJIO 56,5 MIH dYeloBeK, a Mpu-
poct pactpoctpanéaaoctr ¢ 1990 mo 2019 1.
cocraBuia 76,9% [2]. Ana Lenrpanbuo-Asu-
aTCKOTO perumoHa, BKJIrouas PecmyOnuky V3-
OeKHCTaH, CHCTEMAaTH3UPOBAaHHBIC ITUIEMHO-
JIOTUYECKHUE U TeHETHYECKHE TAHHBIE O MYXK-
CKOM OeCIUTOfIMHM OCTalTCS KpaiiHe OTpaHU-
YEHHBIMH W TIOSBWJINCH B JIUTEPAType JIUIIb
B mocaeaHue roasl [4; 5].

l'enernyeckne TPUYMHBI OTBETCTBEHHBI
3a 15-30% cnyyaeB MysKCKOTo Oecrioaus,
a UX JA0JA MOCIEA0BaTeIbHO yBEIUYHBAECT-
Csi MO Mepe BHEIPEeHHA CTaHIapTU3NPOBaH-
HOM MOJEKyIsIpHOU auarHocTuku [6]. Cpemu
BEpU(PHUIIUPOBAHHBIX  TEHETHYECKHX  IIpPH-
YUH BTOpOE MecTo mocie cuHiapoma KiaiH-
(enbrepa 3aHUMAIOT MHKPOZEJICIIUU PErHoHa
AZF (azoospermia factor) mmwHHOTO TIIeUYa
Y-xpoMocombl, oOHapyxuBaembie y 2-10%
MYXXYHUH C HapyUIEHUSIMH CIepMaToreHes3a
u 10 15-20% manneHToB ¢ a3oocnepMueii u Ts-
xkénol ommro3oocmnepmueit [7]. Permon AZF
roaipasnensiercs Ha Tpu cyopernona — AZFa,
AZFbu AZFc [8], oOpa3oBaHue Jenenuii B Ko-
TOPBIX CBSI3aHO C HeaJJIeNbHOW TOMOJIOTHY-
HOM pEKOMOWHAIHMEH MEXTy TPOTSKEHHBIMHU
MaJUHIPOMHBIMH U aMIUTUKOHHBIMUA CTPYK-
TypaMHd MYKCKOTO CHEUU(UYHOIO pEeruoHa
Y-xpomocombsl (MSY) [9-11]. Knunuueckoe
3HAYEHNE THUIA JIEIeINH TPUHITUIHAIBHO pa3-
JUYHO: noitble aeinennu AZFa u AZFb acco-
LUUPOBaHBI C KpaliHe HEOIaronpUsITHBIM MPO-
THO30M TIOJIy4€HHUSI CIIepMaTo30U/I0B MIPH MHU-
KPOXHPYPTHUECKOH 3KcTpakmun (Mukpo-TE-
CE), Torma xak neneruu AZFc coBMECTUMBI
C YCHEIIHbIM MOJYYEHHEM CIepMaTo30U/I0B
B 50-60% cmydaes [12-14].

Yacrota u cnektp AZF-mukponaenenuit jae-
MOHCTPHUPYIOT 3HAUUTEIbHYI0 MEXKITOMYIISIIH-
OHHYIO BapuabenbHOCTB: 0T 8-12% B EBpone
1o 10-15% B Uuaum u 10,8-10,9% B cTpanax
Boctounoi#t Azun. OTCyTCTBHE JIOKAJILHO Ba-
JTUIAPOBAHHBIX JIAHHBIX JIeJIaeT HEKOPPEKT-
HBIM TpSIMOH NEPEHOC YCPETHEHHBIX 3apy-
OCKHBIX OIEHOK Ha Y30EKCKYIO MOMYJISIHIO
Y OTPaHUYHMBAET BO3MOKHOCTH PallMOHAIBHO-
TO IJIAHUPOBAHUS JUArHOCTUYECKUX U JIeded-
HBIX anroputmos [15-17].

Lenp ucciienoBaHusi — ONpeNeIuTh 4Ya-
CTOTY M CTPYKTYpy MHUKPOZENEIN JOKYCOB
AZFa, AZFb u AZFc Y-XpOMOCOMBI y MYX-

yuH ¢ OecruiogueM B Y30€KCKOH MOMYIISIUH
B COIOCTABJICHUH C (ePTHIBHBIMH MYKUMHA-
MU I'PYMIIbl KOHTPOJIS.

MarepuaJjbl 1 METOAbI HCCIETOBAHUS

UccnenoBanue BBIIIONHEHO B QopMa-
Te 00CepBAaIMOHHOTO aHAJTUTUYECKOTO HC-
cilenoBaHus Ha 0aze kiIumHUKH «JlokTop JI»
(r. Tamkenr). Beero obcnenoBano 828 yeno-
BEK, M3 KOTOPBIX HAa HOCHUTEIHCTBO MHUKPO-
nenenuit gokyca AZF Y-xpomocombl o0ciie-
noBaH 681 mMaUMEHT C KIMHUYECKH BEpU-
(UIIMPOBaHHBIM JHATHO30M MYXKCKOTO Oec-
wioausi. OOcienoBaHHBIE JHUIIA OCHOBHOM
rpynnsl ObTM cTpaTu(UUUpPOBaHBl MO BO3-
pacTy Ha JIB€ MOJATPYIIIbL: IEPBYIO COCTABUIU
55 Ui JeTCKOro M MOJIPOCTKOBOIO BO3pacTa
0-17 net (cpenumii Bo3pact 12,68+1,36 roga
(M%£SD)), Bropyro — 626 myxuuH 18 mer
u crapme (cpeaauit Bo3pact 30,80+5,33 roga
(M£SD)). ITaimeHTB BTOPOW MOATPYMIIBL 10-
MOJIHUTENHHO MU (HEepeHITUPOBAHEI 110 CTeIe-
HU yrHeTeHus crepmaroreHesa: 352 (56,2%)
NaUeHTa ¢ HeOOCTPYKTUBHON a300CTiepMUei
u 274 (43,8%) naruenTa ¢ TsHKEION 0JIUT030-
ocriepMuel (KOHIIEHTPaLHs CIIepMaTO30UI0B
MeHee 5 MiTH/MIT). OLEHKY ISIKYNATa IPOBOIHU-
JIU JIBXKIBI B COOTBETCTBUU C PYKOBOJICTBOM
BcemupHOl opraHuzanuu 3apaBoOXpaHEHUS
no 1abopaTOpHOMY HCCIIEJOBaHUIO U 00-
paboTke 3sKyisiTa uejoBeka (6-e wW3naHUe,
2021 r.) [18]; a3oocnepMu0 BepuduIpoBa-
U ¢ 00sI3aTeNbHBIM HCCICIOBAHUEM OCaIKa
ISKYJISATA MOCIE eHTPU(YTUPOBAHHS.

['pynmy xonTponst cocraBwim 147 dep-
TWIBHBIX MYXYUH Y30€KCKOH HalMOHaJIbHO-
CTH C JJOKYMEHTAIILHO MOJTBEPKAEHHOW HOP-
MOCTIEpMHEH 10 BCEM TIlapaMeTpaM Crep-
MOTpaMMBl M POXKIEHHEM 3JI0pOBBIX JeTeil
B aHAMHe3e.

KpuTeprn BKITIOUEHHS B OCHOBHYIO TPYTI-
My: MYKCKOM TOJI, KIMHUYECKH BepUQHIIU-
poBaHHOe Oecruionne (HEOOCTPYKTHBHAS a30-
ocriepMHUsl WIH TSDKENAs OJIUT0300CTIePMUS
MO JaHHBIM JIBYKpaTHOH CIEpMOTPaMMBl),
y30€KH 10 HAIIMOHAIBHOCTH, HaTn4ue HH(Op-
MHUpOBaHHOTO coracus. Kpurepun mckiroue-
HUS: OOCTPYKTHBHBIE ()OPMBI a300CTIEPMHH,
NepeHecEHHbIC OTepallii Ha OpraHax MOIIOH-
KW, OPXUT ¥ TPABMBI SIMYEK B aHAMHE3€, TIPUEM
TOHAJO0TOKCUYHBIX IpenaparoB, yCTaHOBJIEH-
HBIE XPOMOCOMHBIE CHHJIPOMBI. Bce marueHThl
OCHOBHOH TPYIIBI U MYXKYUHBI TPYIIIHI KOH-
TPOJISL SIBJISUTUCH MPEACTABUTEISIMU Y30€KCKOH
TIOTTYJISIITAH.

bronornyeckum MarepranoM CIyXKuia re-
pudepryeckast BeHO3Hast KPOBb, B3Tasl B BaKy-
YMHBIE IPOOUPKH ¢ aHTHKoaryistHToM DJ[TA.
Brinenenune renomuoit JIHK nposoaunu ¢ uc-
nonb3oBanueM komruiekta «[IPOBA-PAITI/I-
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IF'EHETUKA» (P-021/4). Jlerekuuto MUKPO-
nenenuii AZFa, AZFb u AZFc BBINOIHSIIN
METOJIOM Kau€CTBEHHON MYJIBTUILIEKCHOM MO-
JIMMEPa3HOM LETTHON peakunu ¢ (QIIyopeceHT-
HOM JIeTeKIHel B pe)XnMe peaabHOro BpeMeHH!
C UCTIOJIH30BaHNEM CEPTUMUIINPOBAHHOMN TECT-
cuctemsbl «Jlenenuu nokyca AZF» (peructpa-
nuonHoe ynocroepenue P3H Ne 2014/2078,
npom3BonctBo  HITO  «/IHK-Texunomorms»,
Poccust) na ammumnukarope «JlTrpaiim» [19].
AHanuTudeckas IMaHesb BKiItodana 13 Hemo-
mumopdubrx  STS-mapkepoB (sY84, sYS86,
sY615—AZFa;sY127,sY134,sY142 — AZFb;
sY254, sY255, sY1197, sY1125, sY1206,
sY242, sY1291 — AZFc), a Takxke Mapkep
reHa SRY W BHYTpeHHMH KOHTpPOJIb aMIUIH-
(ukanuu. KakIplid 3ammyck COMpPOBOXKIAICS
MTOJIOKUTEIBFHBIM U OTPUIATEIILHBIM KOHTPO-
JISIMU; PE3YyNbTaThl HUHTEPIPETUPOBATU TOJIBKO
P KOPPEKTHOM CpadaThIBAHUHA KOHTPOIIb-
HBIX TTApaMETPOB.

CrarucTndeckyto o0paboTKy JaHHBIX BbI-
nmonHsun B makere IBM SPSS Statistics 26.0
u OpenEpi 3.01. KadecTBeHHBIC NPU3HAKH
MPEJICTaBICHbI a0COMIOTHBIMU U OTHOCHTEIIb-
HbIMH YactoTaMu (n, %). CpaBHEHHE YaCTOT
MEX/Iy HE3aBHCUMBIMH TPYIIAMH TIPOBON-
JU C UCHoab30BaHuEeM kputepus x> [lupcona;
IIPH 0XKU/IAEMBIX YaCTOTaX MEHee 5 MPUMEHs-
11 TouHbI KpuTepuid duiiepa. Kputnueckuid
YpOBEHb 3HAYMMOCTH NPUHAT paBHbIM 0,05.

PeayanaTu HCCJICeA0BAHUSA
U UX 00Cy:KIeHne

Cpenn 681 06cme0BaHHOTO TAITUEHTA OC-
HOBHOMW TpyIIBl MUKpOJEiennn Jokyca AZF
BbUISIBIICHBL Y 95 uenoBek. [lockonbKy Kpute-
puit 6ecryoaust MPUMEHUM TOJIBKO K MYK4H-
HaM pENpoAyKTUBHOIO BO3pPacTa, OCHOBHBIM
rnokasarejaeM 4actoTel AZF-mukpopenenuit

NpH MYXXCKOM O€CIJIOAMH CIIeAyeT CUUTATh
3HaueHUe JUIsi MYXXYMH 18 et u crapmie —
93 u3 626 (14,86%); B oTHENBHO paccMaTpH-
BaeMol neauarpudeckoit koropte (0-17 ner),
HalpaBIICHHONH Ha CKPUHUHT 10 IOBOIY
KPUIITOPXU3Ma U 3aJIePKKH TIOJIOBOTO Pa3BH-
THsI, ACJEINH BhIABICHB ¥ 2 u3 55 (3,63%).
B koHTponBHOH Tpymie (epTHIBLHBIX MYX-
yuH (n=147) MmaTOJIOTHYECKUX JeICIuit
Y-XpOoMOCOMBI HE BBISBICHO HH B OJHOM
ciydae; MEXIpPYyNIOBbIe pa3iudds OKa3a-
JINCh CTaTHUCTHYECKH 3HAUMMBIMH (y*=23,16;
p<0,001) (Tabmn. 1).

Kak BuaHO 13 Tabnuibl 1, aOCOMIOTHO 10-
MUHHUPYIOIIAM THIIOM HapyIICHUH SBHIUCH
nenernuu peruona AZFc (9,25% ot obuieii BbI-
OOpKH), TOT/Ia KaK W30JIIMPOBAHHBIC JEIICIIUU
AZFa (0,73%) u AZFb (1,03%) BcTpeuanuch
3HAUUTEIbHO pexke. KomOuHMpoBaHHas nerne-
ust AZFb+c 3apeructpupoBana y 2,50% ma-
IIUEHTOB, COYETaHHE BCEX TPEX CyOpEernoHOB
(AZFatb+c) — y eIMHCTBEHHOTO NalWeHTa
(0,15%). IlomyueHnas cyMmapHas 4acToTa
(13,95%) comocraBuMa ¢ JaHHBIMH CHCTEMa-
THYECKUX 0030pOoB IO cTpaHam BocTouHO#
Azum (10,8-10,9%) u Unmun (10-15%), =He-
3HAYNTENBHO TPEBBIIIAs CpPEeIHEEBPOIeHCKIe
nokaszarenu (8-12%), 4yTo yka3pIBaeT Ha OTHO-
CUTEIIbHO BBICOKYIO PETHOHAIBHYIO PacIpo-
CTPaHEHHOCTH JAaHHOW TATOJOTHH B H3ydae-
MOH y30€KCKOH KOropTe.

IIpu comocTraBieHNH BO3PACTHBIX TIOJ-
TPyIIl OCHOBHOW Tpymnmbl (Taba. 2) B mme-
JUATPUYECKONM M NOAPOCTKOBOM KOTrOpTe
(0-17 nmet, n=55) Mukpopaenennu 0OHAPYKEHBI
b y 2 u3 55 obcnenoBannbix (3,63%), uc-
KJIFOUUTENIBHO B BHJI€ W30JMPOBAHHOM Jelie-
unn AZFc, Torma kak BO B3pOCION Koropre
(>18 ner, n=626) 4actora cocraBuia 14,86%
(x*=5,30; p=0,021).

Taoauna 1

YacTtoTa u ciekTp MUKpoaenaenui gokyca AZF y naliieHToB OCHOBHOM IPyIIIbI
1 (PEePTUIIBHBIX MY>KUYHH IPYIIIbl KOHTPOJIS

Tt e OCHOEHaH rpyamna, OCHOBHgﬂ K(iHTpOJ'II), KOngom, Kpurepuii P
n=681 (n) rpymma (%) | n=147 (n) (%)
AZFa 5 0,73 0 0,0 1D 0,592
AZFb 7 1,03 0 0,0 1D 0,614
AZFc 63 9,25 0 0,0 e <0,001
AZFa+c 2 0,29 0 0,0 19D 1,000
AZFb+c 17 2,50 0 0,0 19D 0,054
AZFa+tb+c 1 0,15 0 0,0 Tad 1,000
Bceero 95 13,95 0 0,0 v <0,001

IIpumeuanue: Tu® — TouHbI kpuTepuil dumiepa (MpUMeHEH NPU 0XKUJAEMBIX 4acTOTaX MeHee 5);
x> — kputepuii x> [Tupcona. CocraBieHO aBTOPOM Ha OCHOBE MOIYYCHHBIX JAHHBIX B XOJI€ NCCIIEJOBaHNSI.

B HAVYYHOE OBO3PEHUE N4, 2026 W



26

B BIOLOGICAL SCIENCES H

Taonuua 2
CpaBHUTENBHBIN aHAIW3 YaCTOThl MUKpoaeneunit AZF
B BO3PACTHBIX NOArPYyNIax OCHOBHOU FPYIIIbI
Tun peneunn 1;)?}17171?122:%,’ rp}zﬂl/?)a ! Fggﬁgé , rp{%a 2 Kpurepuii P
n=55 (n) n=626 (n)
AZFa 0 0,0 5 0,80 b (O 1,000
AZFDb 0 0,0 7 1,12 19D 1,000
AZFc 2 3,63 61 9,74 2 0,13
AZFa+c 0 0,0 2 0,32 Tud 1,000
AZFb+c 0 0,0 17 2,72 Ta® 0,386
AZFat+b+c 0 0,0 1 0,16 Tud 1,000
Bcero 2 3,63 93 14,86 1 0,021

[pumedanne: Ta® — TouHBI KpuTepuii Oumepa (MpuMeHEH MPH OKXHUIACMBIX YacTOTaX MeHee 5);
¥* — xputepuii x> [Tupcona. CocTaBneHo aBTOPOM Ha OCHOBE MOTYYEHHBIX JAHHBIX B XO/I€ UCCIICIOBAHUS.

Taoéauna 3

Yacrora mukponenenuii AZF no cyOpernonam y My>x4uH 18 et u crapiue
B CPaBHEHUU C IPYNIION KOHTPOJISA

My K4nHBI
Cy6peruon AZF >18 rner, Fg;;‘g:*é‘;‘/f) E‘;‘ﬁ%"& 13’ KO}(IE/E )om, Kpurepnii P
n=626 (n)
AZFa 8 1,28 0 0,0 Tad 0,364
AZFb 25 3,99 0 0,0 Tud 0,008
AZFc 81 12,94 0 0,0 © <0,001
Bcero 93 14,86 0 0,0 © <0,001

[Ipumedanune: Ta® — TouHBI KpuTepuii Oumepa (MpuMeHEH MPH OXHUIACMBIX YacTOTaX MeHee 5);
¥* — xputepuii x> [Tupcona. CocTaBneHo aBTOPOM Ha OCHOBE MOTY4YE€HHBIX JAHHBIX B XO/I€ UCCIIEIOBAHUS.

Paznuuust mo 4acToTe OTaeNbHBIX CyOperu-
OHOB MEX/ly BO3PAaCTHBIMU MOATPYMIIAMHU CTa-
TUCTUYECKH 3HAUMMBIMHU He ObLH (Bce p>0,05),
YTO, BEPOSTHO, 00YCIIOBJIEHO MaJIbIM 00BEMOM
MeINaTPUIECKOll BBIOOPKH M OTPaHUYCHHOM
CTaTHCTUYECKON MOIIHOCTBIO ISl PEIKUX CO-
OBITHI, a TaK)Ke OCOOCHHOCTSIMH (pOpMHUpOBa-
HUS IaHHOH KOTOpThbI (Ha3HaYCHUE IeHEeTHYe-
CKOTO CKPUHHMHTa JAETSIM HPEUMYIIECTBEHHO
pu TOKENBIX (OpMax KPUIITOPXU3MA M 3a-
JIepKKE TOJIOBOTO PA3BUTHSL, a HE MO0 KpHTe-
PHIO MTATOCTIEPMHUHN).

VYuuThiBasi BBISIBIEHHBIE pa3ivuus B Ipe-
TECTOBOW BEPOSITHOCTH OOHAPYKEHUS TeHEeTH-
YECKHUX aHOMAaJIMi MEXy BO3PACTHBIMH IOJI-
rpyImnaMu, AajdbHEHIINN yriyOnéHHbI CpaB-
HUTEJBHBIA aHANNU3 C TPYNIod (epTHILHBIX
MYKYMH TPOBOAMIICS MCKIIOUYUTENHFHO Ha KO-
TOpTE MAIMEHTOB BTOPOH moarpymiisl (18 met
u crapire, n=626) Kak HanOoJee KIMHIICCKH
OIHOPOJHOI M CONOCTAaBUMOH C KOHTPOJEM
10 KPUTEPHUIO PEaTM30BAaHHON WM IUTaHUpYe-
MO PENpOlyKTHBHON (PYHKIINH.

Crpatudukanus mo cyOpernoHam cpenu
B3pPOCJIBIX MAlUEHTOB (Tabi. 3) moATBepAUia
a0CoMIOTHOE TIpeoOajaHie BOBJICUCHHS CY-
opernona AZFc — 81 cmyuait (12,94% ot BbI-
Oopku B3pocIbiX, 87,1% OT Bcex BBISBICHHBIX
MUKPOJIENICINIA), YTO TIOJIHOCTBIO COINIACY-
€TCsl ¢ MOJIEKYJSIPHBIM MEXaHu3MoM (GopMu-
POBaHMS JTAaHHOTO THUIIA IEPECTPOEK: PETHOH
AZFc coepKuT NpoTsSKEHHBIE aMILLTMKOHHbBIC
nanuHApoMHbIE CTPYKTYyphl (P3/P1) ¢ BHy-
TPUCEMEHCTBEHHOM HWAEGHTUYHOCTBIO Oosee
99,9%, co3zmatomue cyOCTpar ajs Healllelb-
HOW TOMOJIOTUYHON PEKOMOMHAIMU IO THITY
b2/b4-nenenuii. Harporus, perunon AZFa, nu-
MIEHHBIN KPYIHBIX MAIWHAPOMOB U HOpMHPY-
FOIINHN TETIEIUH 3a CIYET PEKOMOMHAITUHU PETPO-
BUpPYCHBIX TocienosarenbHocteii HERVyql/
HERVyq2, mopaxaicsi CyIIeCTBEHHO pexe —
y 8 marmenToB (1,28%), paznu4ans ¢ KOHTPO-
JIeM He JOCTHMIVIM CTaTUCTHYECKOW 3HAauuMO-
cti (Tounsli kputepuii dumepa, p=0,364),
Toraa kak o AZFb (3,99%; Tounblii kpuTepuit
Ouiepa, p=0,008) u AZFc (12,94%; y*=21,25;
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p<0,001) paznuuus ¢ KOHTPOJEM ObUIN CTATH-
CTUYECKH JJOCTOBEPHBI.
[Mony4yeHHoe pacrnpeneneHue

(AZFc > AZFb+c > AZFb > AZFa)

BOCITPOU3BOJIUT 3aKOHOMEPHOCTh, OITUCAHHYIO
B KPYITHBIX 3apyOekKHBIX CEPHSIX: MYJIBTHIICH-
TPOBOE KUTalckoe uccienoBanue Ha 1808 ma-
[IHEHTAaX U sAMoHcKas padora Ha 1030 manueH-
Tax IMOKa3aJId aHAJIOTHYHOE TOMHHHPOBAHUE
AZFc mnpu HM3KOH 4YacTOTe€ H30JIMPOBAHHBIX
AZFa; comoctaBuMas CTPYKTypa OTMEucHa
U Ui Opa3suiIbCKONH M aMEpPUKaHCKOH KOTOPT
[20; 21]. Cucremaruveckuii 0030p WHAMMA-
CKHX TIOITYJISIIAN TaKXKe IMOATBEP KIaeT OOIITHi
martepa AZFc>AZFb>AZFa nipu coxpassiio-
meica MEKHUCCIIeI0BaTENbCKOM reTepOreHHO-
CTH, OOYCJIOBJICHHOM Pa3IMYUSIMU KPUTCPHUCB
BKJIIOUCHHUS MAIMEHTOB U COCTaBa HUCIONb3ye-
MbIx STS-manenei.

C KJIMHUYECKON TOYKH 3pEHUS BBISBIICH-
HOE pacIpe/ielicHue MMEeT 3HAYUMBIC Ipak-
tudeckue caencteus. Jeneuun AZFa u AZFD,
ACCOLIMMPOBAHHBIE C [IOJIHOW MOTEPEN repMuU-
HAaTUBHOTO AIUTENUS U CUHIPOMOM «TOJIBKO
kieTkr CepToyiny, CONPSHKEHBI ¢ MPAKTUYECKU
HYJIEBOI BEPOSITHOCTBHIO MOJIYYEHUS CIEpMa-
to30oumoB MeTtomoM Mukpo-TECE, uro 060-
CHOBBIBACT OTKAa3 OT WHBA3MBHBIX XUPYPTHU-
YECKUX BMEIIATENILCTB y NAHHON KaTeropuu
MalUEeHTOB B TOJb3y AalbTEPHATUBHBIX pe-
NpOAYKTUBHBIX cTparteruid. [eneuuun AZFc,
HaIlpOTUB, COBMECTUMBI C OYaroBbIM COXpa-
HEHHEM CIIEpMaTOreHe3a M YCIEIIHBIM IOy~
yeHueM crepMaTto3ousioB B 50-60% ciyuaes,
YTO JeNaeT 0OOCHOBAHHBIM HAIMpPABICHHUE Ta-
kux manueHToB Ha Mukpo-TECE c nmocneny-
oM MKCH B cneunanu3upoBaHHBIX LIEH-
Tpax. O0s3aTeNbHBIM KOMIIOHEHTOM BEJICHHS
BCEX MAIlMCHTOB C MOATBEPX)ACHHBIMU AZF-
JIEJCTMSIMU SIBIISICTCS TEeHETUYECKOEe KOHCYIIb-
TUPOBaHUE Napbl C YY4ETOM OOIMIaTHOH Iepe-
Ja4u  Y-XpOMOCOMHOTO Jie(heKTa CBHIHOBBSIM
TP UCTIOJIb30BAHUN COOCTBEHHOM CITEPMBI.

OrpaHnyeHusIMH HACTOSAIIETO HCCIIE/IO0-
BaHUS ABJISIIOTCS OJIHOLEHTPOBBIM JIU3aliH,
PETPOCTICKTUBHBIN XapakTep YacTH KIMHH-
YECKUX JIAaHHBIX M OTHOCUTEIILHO HEOOJBIIOH
00bEM TeaTpUIeCcKOl MOATPYNIIbl, YTO CHU-
JKAeT CTaTUCTUYECKYIO MOITHOCTb JIJIS1 OLICHKU
PEIKUX BapUAHTOB JIeJIeIIUi B JaHHOM KOTOPTE.
JanbHeilirie MHOTOLICHTPOBBIE UCCIIEIOBAHUS
C pacCHIMPEHHBIM KapTUPOBAHHUEM TPAHUIL Jie-
JICIUI ¥ aHAJIM30M HCXO/I0B BCIIOMOTaTeIbHBIX
PENPOAYKTUBHBIX TEXHOJIOTUIA MO3BOJISAT YTOU-
HUTH TPOTHOCTUYECKYID MOJENb s y30eK-
CKOM MOMYJISIIUH.

BriBoabI

1. Yacrora Mukpoznenenuii jnokyca AZF
Y-XpOoMOCOMBI Cpeii My»4HH 18 j1eT u crapie

¢ OecrioaueM cocrapmia 14,86% (93 u3 626),
TOrJa Kak B TpyIre (EpTUIBHBIX MYXYUH
JISJIEINU HE BBISABICHBI HU B OJHOM CITydae
(x*=24.,83; p<0,001); B oTIEIBHO TPOAHATH3H-
poBaHHOM nenuaTprdeckoit koropte (0-17 yer)
gacToTa coctaBuia 3,63% (2 uz 55).

2. B cTpykType BBISBIEHHBIX HapylIeHUI
a0COMIOTHO TOMUHUPOBAJIO BOBJIEUEHHE CyOpe-
ruoHa AZFc (87,1% BceX BBISIBICHHBIX JICTCIIAN
Yy B3pOCIBIX; U30JIUpOBaHHasA Aeneuus AZFc —
9,25% ot oOmieli BBIOOPKH), TOTAAa Kak H30-
nupoBanHble generun AZFa (0,73%) u AZFb
(1,03%) BcTpeuanuch 3HAYUTENIEHO PEXKe.

3. Cpenu My>kuMH 18 JeT U cTaplie 4acto-
Ta Mukponenenuit gocrurna 14,86%, craru-
CTUYECKH 3HAYUMO TPEBBIIIAs aHAIOTUYHBIN
MoKa3areilb B TEIUAaTPUYECKON W TOIpOCT-
koBoit monrpymnme 0-17 ner (3,63%; ¥*=5,30;
p=0,021).

4. Paznuuus ¢ rpynmnoi KOHTPOJIS IO 4Ya-
crore nenernii AZFb u AZFc ObutH cTatucTu-
gecku 3HaunMBIMH (p=0,008 u p<0,001 coot-
BETCTBEHHO), TorJa Kak mo AZFa 3HaumMbIX
pa3iuyuii He yCTaHOBIIEHO (TOUHBIM KpUTEPHUil
OGumepa, p=0,364).

5. IlonydenHas yacToTa u cTpykrypa AZF-
MUKPOZENEIN B 00CIIeTOBaHHON Y30eKCKOM
KOTOpTE COMOCTAaBUMBI C JaHHBIMU BocTouHO
Asmn n Muann u 0G0CHOBBIBAIOT IIEJIECOO-
Opa3HOCTh BHEIPEHUS CTaHAAPTH3UPOBAHHO-
TO MOJIEKYJISIPHO-TEHETUYECKOT0 CKPUHHUHTA
AZF-peruoHa B PYTUHHYIO KJIMHHUYECKYIO
MPAKTHKY TPH HEOOCTPYKTHBHOW a300CTmep-
MUH ¥ TSOKETONW OTUTO300CTIEPMUH.

IIpoBenénnoe wcciegoBaHHE BIEPBHIE
MIPEOCTABISAET CHUCTEeMAaTU3MPOBAaHHBIE J1aH-
HBI€ O YaCTOTE U CIIeKTpe MUKpozenenuiit AZF-
peruoHa Y-XpoMOCOMBI y MY>KYUH ¢ OeCII0An-
eM, 00CJIeJJOBaHHBIX B CIICIUATH3UPOBAHHOMN
knuHuKe T. TamkenTta (PecnyOnuka Y30eku-
ctaH). YcranosienHas dactora (14,86% cpe-
1 My>K4MH 18 JIeT u crapiie) U BhIpaKeHHOE
npeobnaganue aeneunii AZFc orpaxkaror yHu-
BEpCaJIbHBIC MOJCKYISPHBIC MEXaHHU3Mbl HE-
CTaOMIILHOCTH MY’KCKOTO CIEIU(PUIHOTO pe-
THOHA Y-XPOMOCOMBI M B IIEJIOM COTJIACYIOTCS
C JTAHHBIMH 3apyOeKHBIX MMOMYIALINOHHBIX HC-
cinenosanuii. [lomyuenHsie pes3ynasrarsl Gop-
MHUPYIOT OCHOBY JUIsl ONTHMH3ALMU JHArHo-
CTHYECKOTO allTOPUTMa MYXKCKOTO OecIIonus,
paIMOHANBHOTO IIJIAHUPOBAHUS WHBA3UBHBIX
BMEIIATEIbCTB M BCIIOMOTATEIbHBIX PEIpo-
JTYKTHBHBIX TEXHOJIOTHH, a TaK)Ke CTaHAapPTH-
3allMd  MEIUKO-T€HETHYECKOTO KOHCYIBTHUPO-
BaHMS NAIMEHTOB C TEHETUYECKN 00YyCIOBICH-
HBIMH (JOPMaMU HapYIICHUs CIIEPMAaTOreHEe3a
B Y30eKkucrase.
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