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Pe3rome. B marorenese myskckoro 6ecronust 10 30% ciiydyaeB MOXKET ObITh OTBEJICHO POJIM TeHETHYE-
ckuX (aKTOPOB W SIBIATHCS MPUUUHON KaK HE3HAYUTEIbHBIX U3MEHEHUM criepMaToreHes3a, Tak u abco-
moTHOUW muchyHkuu roHasn. [Ipu Bapukorene B yCIOBUSX HIIEMUU W THIIOKCUH STMYKA MOXKET MOIH(H-
LIUPOBATHCSI DKCIPECCHS PA3IMYHBIX T'€HOB, OTBETCTBEHHBIX 3a crniepmaroreHes. Ifens. O1ieHUTh BKIAL
reHeTUYeCKUX (PAaKTOPOB B PUCK HAPYIICHHUS PENPOAYKTUBHOW (YHKIIMH y MOJPOCTKOB MPU BapHUKOIIE-
ne. Mamepuanwt u memoowt. [logpocTkaM ¢ BapuKoOLIEie BBIMOJHEHbI aHAIN3 KapUOTHUIIA, UCCIIEIOBAHUE
neneunit okycoB AZF u rena CFTR, onenka cnepmorpammsl. Pezyromamet. 1lpu oneHke kapuoTuia
y TOAPOCTKOB ¢ Bapukorene B 1 ciydae (1%) BBISIBICHO YKOpOUEHHE JJIMHHOTO Iieda Y-XPOMOCOMBI,
ucciegoBanue gokyca AZF y tpex denoBek n3 0CHOBHOM rpyrmmbl (3%) MO3BOJUIIO BBISIBUTH JICJICIIAIO
sY 1291, y ognoro yenoBeka (1%) aunarnoctupoBana aenenus B reHe CFTR-Nmdel F508. IIpu uccie-
JTOBAaHUM CIIEPMOTPAMMBbI HauOOJIee YacTO y MOJAPOCTKOB C BAapHKOIIENEe JTHArHOCTUPOBAHA HOPMO300-
crepmust (52%), a U3 NMaTOJOTMYECKUX M3MEHEHHI — acTteHo3oocnepmus (24%). Boieoowt. 1.Hactora
BBISIBIISIEMOCTH F'€HETHYECKUX (DAKTOPOB OeCIuiofus y MOJAPOCTKOB C BapuKolleie He npeBbimaeT 5%. 2.
BrisiBieHHBIE TEHETUUECKHUE BapHAHTHI B TPyIIax oOClIeIOBaHHBIX MOAPOCTKOB HE MPHUBEIU K HapyIle-
HHIO CIIEPMATOTEHE3a, YTO MO3BOJISICT CYUTATh BKJIA]] TCHETUICCKUX MIPUYHMH B HAPYIICHUE PETIPOTyKTHB-
HOM (PyHKIMHU MPU BapUKOIIEIE HECYIIECTBEHHBIM.
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abcomtoTHOM nucdynkuuu ronan [1, 2, 3, 4]. I'enernueckue HpakTopsl MOTYT OBIThH JIUIIb OJJHON U3 MHO-
KECTBA COCTABIISIOMINX KOMIJIEKCHOTO COCTOSIHHSI, KAKUM SIBIIIETCSI MY»CKO€ OeCIioiue, ¥ 3HaUUTEIbHO
MOBBIIIATh PUCK HAPYIIEHHS PENpoAyKTUBHOU GyHKIMU [5]. [Ipn BapukoIiene 0CHOBHBIMU NTPUUYUMHAMH
pa3BUTHUs OCCIIONUS CUUTAIOTCS TUIEPTEPMUsl, UILIEMUs, TUIIOKCUS TECTUKYJISIPHOIN TKaHU MPU Hapyllle-
HUM KPOBOTOKA B PACIIMPEHHBIX U U3BUTHIX BEHaX, APEHUPYIOUIUX SIMYKO, HO HE UCKIIIOYEHO U y4acTHe
reHeTUYeCKUX (paKTOPOB B HAPYIICHUU CIIEpMaTOreHe3a, MOCKOIbKY MPEeanojaraeTcs, 4To B JaHHBIX yC-
JIOBUSAX MOXET MOAU(PHUIIUPOBATHCS IKCIPECCUS PA3TMYHBIX T€HOB, OTBETCTBEHHBIX 3a ClIepMarorexes [0,
7,8, 9].

[Ipu reHeTHYECKOM KOHCYJIBTUPOBAHUU MYKYHH, CTPAJAIOMINX OecIiofueM, OCHOBHOE BHUMAaHHE yJe-
J€TCs aHalnu3y KapuoTuna, aenenusm AZF-pernona Y-xpomocomsl 1 mytanusm resa CFTR [1, 2, 3, 10].

XpoMOCOMHBIE aHOMAJIUM PEICTABIEHBI B Ipeo0IagarolieM KoJnuecTBe ciiydaeB cuaapomMoM Knaiin-
(dbenbTepa, KOTOpHIN sABIsIETCS pe3ynbratoM Tpucomuu 47, XXY (dactora BcTpedaemoctu 1/600 HOBOpOX-
JEHHBIX) U qucoMud Y, (yactota Bctpeuaemoctu 1/1000 HoBopoxkaennsix) [2, 3, 10, 11]. Knaccuueckas
¢dbopma cuanpoma KnaitHpensrepa 00ycinoBiieHa MPUCYTCTBUEM JIBYX aJlIelIeil MHOTUX T€HOB CBSI3aHHBIX
¢ U30BITOYHON X-XPOMOCOMOM, KOTOPBIE TEHUCTBYIOT MO MPUHIIUITY TUCOMUH U HE MOJBEPTAIOTCS HHAKTH-
Bauuu [12]. Ilpu Mo3aunusme y Takux My>KUYMH COXpaHsAETCs YaCTUYHAs (PePTHUIIBHOCTb, @ TP MOJHOCTHIO
AHOMAJILBHOM KapHOTHUIIE PA3BUBAETCS OJUTO300CIIEpMUs B a3oocnepmus (B pesynbrare pudpo3a cemeH-
HBIX MPOTOKOB, MPUBOAIIETO K TUIIOTOHAIU3MY ), THHEKOMACTHS, CHUKEHNE TTOTEHIIUU, OOHApyKUBaeT-
Csl BBICOKMI ypPOBEHb N'OHaJOTPONMHOB M HU3KUM ypoBeHb TecTtocTepoHa [11, 12]. CymecTBeHHO pexe
npu cunapome KnaitHpensrepa HaOmromaroTcsi MHOXKeCTBeHHBIE aHeyrutouanu (48,XXYY; 48, XXXY;
49, XXXXY) nnu yacTUYHbBIC YBEIUUYCHUS Konuii (hparmenTa X-xpomocoMmbl (47,X,1X(q,Y), KOTOpBIE yKe
B paHHEM JIETCTBE OTIMYAIOTCS TSKEJIBIMU (PEHOTUINUYECKUMU MPOSBICHUSMU MPU GOPMUPOBAHUU Ha-
PY’KHBIX ITOJIOBBIX OPraHOB, XapaKTEpU3yIOTCSI HAJTUIUEM YMCTBEHHOU oTcTanocTu [11].

Emte omHOM pacnpoCTpaHEHHOM T€HETHYECKOW MPUUMHON MY>KCKOTO OCCIUTIOAUS SIBIISIFOTCS MUKPOJIE-
jJenuu Y-XpoMOCOMBI, JIOKanu3yromuecs B Jokyce AZF-azoospermia factor region, conepikaiieM I'eHsl,
perynupytouue crepmaroreses [3, 4]. Jlokyc AZF pacrnionoxeH B JJIMHHOM IlIede Y-XpOMOCOMBI Y€eJI0-
Beka (Yqll) u BximrogaeT B ce0s 3 reHETHYECKUX JIOMEHA: MPOKCUMANIBHBIN peruoH «a» (AZFa), mpome-
KYTOUHBIN peruoH «b» (AZFb) u auctanbHblil pernoH «c» (AZFc), KOTOpbli cUUTaeTCs OAHONW U3 reHe-
TUYECKU JUHAMHUYECKUX 00JIacTel B TeHOME YeJIOBEKa, UTPAIOIIEH poJib MPOTUBOICHCTBUS T€HETUYECKOM
BBIPOXK/IAEMOCTH, CBSI3aHHOW C OTCYTCTBHEM XPOMOCOMBI MapTHEpPa BO BpeMsl Melo3a, Ha 3TOT PEeruoH
npuxoautcs okono 70% Bcex mytauuit nokyca AZF [2, 10, 12, 13 14, 15]. Bo3HMKHOBEHHE B JOKyCE
AZF mukpopenenuii MO>XeT MPUBECTH K Pa3BUTHUIO THIIOCIEPMATOre€HE3a U OJIMT0300CIIEPMUH, & TaKKe
a300CMEePMUU — MOJTHOTO OTCYTCTBHUS CIIepMaToreHesa B pe3ysbrare (OpMUPOBAHUS CUHIPOMA «TOJIBKO
kietku Cepronu» [3, 4]. Haubonee Tskenble HapylIeHHUs] cliepMaToreHe3a HaOMIoaoTcsl IpU MOJHOM
neneunn AZFa (azoocriepMusi, CHHIPOM «TOJIbKO KiaeTkH CepTonn»), B TO BpeMsl KaK Hajluuue MHUKpPO-
nenenuii AZFb cBs3aHO ¢ HapyIIEHWEM CO3PEBaHUS CIIEPMATO30MI0B HA CTATUH CIIEPMATOIMTOB/CIIEP-
MaTHJl; a300CIIEPMHUsl Y TAKUX MTALIMEHTOB Pa3BUBAETCS M03KE, KOITIa B CEMEHHUKAX HE OCTAEeTCs clepma-
to3ouzoB. [13, 14]. Hannuue neneunit AZFc oObIYHO XapaKTepU3yeTCsl OCTATOUYHBIM CIIEPMATOT€HE30M,
W3MEHEHUSIMU CEMEHHOM KUJIKOCTH, OHU MEPENal0TCs MOTOMCTBY MY>KCKOIO 1M0OJia U MOTYT IPUBOAUTH K
pasButuio Oecruiogus [13, 14].

I'eneTnueckoli MpUUYMHON MY’KCKOro Oecruionus siBasgeTcs U myTtauus ooboux amieneid reHa CFTR nHa
XpoMocoMe 7, KOIUPYIOIIEro 0elok — TpaHcMeMOpaHHBIN perynsatop npoBoauMocTu (Cistic Fibrosis
Transmembrane Conductance Regulator), koTopblif IpUHUMAET yyacTue B TPAHCIIOPTE Yyepes3 Iia3MaTu-
YeCKyl0 MeMOpaHy SMUTENNaIbHBIX KIETOK MOHOB XJIOpa /i 00eCTeUeHHsI UX CEKPETOPHON (PYHKIUH.
[IpucyTcTBHe TakolW MyTalUM MPUBOJIUT K TSKEIOMY HACIIEICTBEHHOMY PELIECCUBHOMY 3a00JI€BaHUIO
MYKOBHUCIUJI03Y, BCTpeyatonemycs ¢ yactotoit 1/2500 HoBopokieHHbIX [3, 4, 11, 12, 16]. IIpu sToMm 3a-
00JIeBaHUU MPOUCXOIUT U3OBITOYHOE 00pa30BaHUE CIIM3H MOBBIIICHHONW BS3KOCTH B OpPTaHaX, MMEIOIIUX
JKeJe3bl BHEIIHEH CEeKpelUUH U, B MEPBYIO OUepe.b, MPOSABISETCS 3a00J€eBaHUSIMHU OPTaHOB JIbIXaHUS U
JKKT [14]. Pa3zBuTtue Oecruioaus Mpu MYKOBHUCIHI03€ MOXKET OBITh OOYCIIOBICHO HE TOJBKO 3aKyIOp-
KON CEMEHHBIX NMPOTOKOB M HAPYLIEHUEM HX MPOXOJAMMOCTH, HO U THUIOIIa3Ued TECTUKYI U CEMEHHBIX
My3BIPHKOB, HapyHIEHUEM (PYHKIMH MPUAATOYHBIX MOJIOBBIX KeJe3, TUITOTOHAIN3MOM U 3aJIep>KKOH To-
noBoro passutus [12, 16]. B pesynbrare o1HO- WM JBYCTOPOHHEH aIljla3uu CEMSABBIHOCAIUX MPOTOKOB
HepeaKo OOHapyKUBaeTCs OOCTPYKTUBHAS azooctiepmust [3, 4, 16]. CriekTp BO3MOXKHBIX HAPYIICHUN TIPU
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mytanuu resa CFTR ornuuaercst BapuaGesbHOCTBIO B 3aBUCUMOCTH OT TSKECTU BOBJICUEHHBIX MyTaluil
(TsDKETbIe, JIETKUE WIIH aTUIUYHBIE HA0OPbI CUMIITOMOB), YTO IPUBOJIUT K TE€TEPOTEHHOCTH aHIpOJIOTHYe-
CKHX W CIIEPMAaTOJIOTHYECKUX HapymeHnid. Ha momro azoocnepmun mpu MyKOBHCIUI03€ TPUXOAUTCS 10
87% ciy4yaeB, a B OCTAJIBHBIX CIydasX HaOIIOMAIOTCS JIpyrue BapHaHThl MaTOCIIEPMUN UM HOPMOCHEP-
MUH, TTIOTOMY, B psijie ciiydaeB, (epTHIHLHOCTh MOXKET OBITH JlaXke coxpaHeHa [12, 16].

Bapukonesne npusHaeTcs 01HOIN U3 BEAYUINX MPUYNH OECIUIONNS y MYKYUH, TIO3TOMY OLIEHKA POJIH Te-
HETUYECKUX (PaKTOPOB B pa3BUTUU MH(DEPTUIBLHOCTHU IPH ITOM MMATOIOTUHU OOBIYHO HE BBIIOIHAETCS U UX
WCTHUHHBIN BKJIaJl B HAPYIICHHUE PENPOTYKTUBHON (PYHKIIMH OCTACTCS MAJIOU3yYCHHBIM.

Ieap uccaenoBaHusa
O1eHUTh BKJIaJ FTeHETHYECKUX (DAKTOPOB B PUCK HAPYILIECHUS PEIPOAYKTUBHON (PYHKIIUHU Y MTOAPOCTKOB
MIpHU BapUKOIIEIIE.

MartepuaJjibl 1 MeTOABI

I'eneTnueckoe nccnegoBaHue, BKIIOYAIOIIEE ONPEAEICHUE KapUOTHUIIA, HAJTMYUE MUKPOJAEIEHUN B JIO-
kyce AZF, mytauuu rena CFTR 651510 BointoniHeHo 100 nogpoctkam ¢ Bapukouene II u III crenenu nociue
ero Xupypruyeckoil koppekuuu (ocHoBHas rpynmna) u 30 nmogpoctkam 0e3 Bapukoliese (rpyrma cpaBHe-
Hus). [eHeTHYECKUEe aHOMAJIUK OTIPEICIISITN TOAPOCTKaM B Bo3pacte 14-17 met, B 17 1eT BceM poBEIeHO
HCCIIEIOBAHUE CIIEPMOIPAMMBI ISl OLIEHKHU CIIEpMaTOIeHes3a.

Bce noapocTku nanu 106poBoiabHOE HHYOPMHUPOBAHHOE COTIacHe Ha ydyacTHue B 00CIeI0BaHNH.

XpOMOCOMHBIM MaTepua MoJydeH U3 IeJbHON nepudepruyeckoil KpoBH, 3a0paHHON B TPOOUPKY C Te-
napuHoM. [luToreHeTnuyeckuil aHaJIu3 BBIIIOJIHEH B COOTBETCTBUM CO CTAHJApTHOM METOAMKON — IOCTa-
HOBKa U 00pa0oTKa KyJbTypbl TUM(OLMTOB, OKpacka MpernaparoB U olieHka kapuoruna [17]. Xpomocom-
HbIE TIpenaparbl UCCIEA0BAIN C UCTOJIb30BaHUEM MAaCIsIHONM uMMepcuu Ha MUKpockone «OLYMPUS».
B meradazHoii niaacTuHKe OIlEeHUBaJIU o0LIee KOJIUYECTBO XPOMOCOM; 10 MOP(}OITOrHYECKUM XapaKTepu-
CTUKaM ¥ Au(depeHInaIbHON OKpacke MPOBOINUIN WHINBHAYATbHYIO HAeHTUDHUKauo Xxpomocom. [1o-
JIy4E€HHBIE XPOMOCOMBI COIMOCTABIISIIIN C BApUAaHTAMHU HOPMAJIbHOTO KapuOTHUIIa, IPUBEACHHBIMU B aTijiace
«Xpomocomsl yenoBekay [18]. XpomocoMbl 0003HaYEHBI B COOTBETCTBUU C Ilapkckoit HOMEHKIIATY PO
xpomomcoMm 1985 1. [17].

UccnenoBanue aenenuii 10okycoB AZF u rena CFTR BbINONMHSIIOCHh METOAOM MOJMMEPA3HOUN LIEMTHON
peakiuu (pexXxuM peaabHOTO BpEMEHHM) ¢ ucrnoisibzoBanueM npudopa «IT-Ilpaiim». Beigenenune JJHK u3
LEeIbHON nepudepruuecKoil KpOBH MPOBOIUIIOCH C TPUMEHEHUEM AUAarHOCTHYECKUX HabopoB «Pamua-re-
HeTuka» npousBoacTBa OO0 «/IHK-TexHomorus» B COOTBETCTBUM C MHCTPYKIMEH. MccaenoBanue JoKy-
ca AZF npoBoauiaoch Ha 1MarHocTUYecKoM Habope «['eHeTnka HacneACTBEHHbIX 3a0oneBanuid. Jleneunn
nokyca AZF» («IHK-TexHonorus), mo3BoJISIONIEM BBISIBUTH JIEJICIUMN CIEAYIOMIUX MapKepoB: sY 84,
sY86,sY127,sY134, sY142,sY242,sY254, sY255,sY615,sY1125,sY1197,sY1206, sY1291.

Nzyuyenue rena CFTR mnpoBoauiock ¢ ucnonb3oBaHueM Habopa «MykoBucumunos ckpun» («IHK-
Texuomorus»), BriatouaronieM B cebst 8 Touek: CFTR_F 508del, CFTR _E92k, CFTR_N1303k, CFTR _
w1282x, CFTR 214delT, CFTR 1677delTA, CFTR dele2,3(21kb), CFTR 3849kbC>T.

[Ipu uccienoBaHuM CIEpPMOIpPaMMbl ONPEAEISIN CISAYIOINE MMOKa3aTeNIn: 00bEeM ISKYIATA, KOHLEH-
TPaLMIO U KOJIMYECTBO CIIEPMATO30M/10B, LIBET, pH, BA3KOCTh, HAJIMUKE armIIOTUHALIUM U arperauui, mnoji-
BH)KHOCTb, KU3HECTIOCOOHOCTh M MOP(OJIOTHIO criepMaTo30u10B. [lonyueHHble pe3ynbTaThl OIEHUBATN
B COOTBETCTBUHU C KpUTEpUsIMH pyKoBoiacTBa BO3 mo mpoBeAEHUIO UCCIIEIOBAHUSA U OLEHKE dAKYJIATa
yenoBeka, naroe uznanue 2010 roma. [19].

JI7s BBIMIOJIHEHUSI CTaTUCTUYECKOTO aHAIM3a MPUMEHEH MakKeT MPHUKIAIHBIX Imporpamm Statistica 10.
IIpoBenena npensapuresbHas OLEHKAa HOPMAJBHOIO paclpeleseHus Uil MOJy4YeHHbIX NaHHbIX. Kade-
CTBEHHBIE TOKA3aTENIM OIIEHEHBI C IMOMOUIBIO KPUTEPUS ¥>, KOJIUUYECTBEHHBIE MTOKA3aTEIN OTOOpaKEHBI
B BUJIC apu(PMETUUCCKUX 3HAUYCHUN U CTaHJAApTHHIX OTKIOHeHUW (M£SD). Kputepuit CTbiofneHTa u Be-
JIMYMHA JOBEPUTEIBHOTO MHTEPBAJIa IPUMEHSUIUCH JJIsl ONIPEAEIECHUs TIOCTOBEPHOCTH PA3INUUNA MEKIY
rpynmnamu, Ipu KpUTHYECKOM ypoBHE 3HauMMOCTH pP<0,05 pe3ynapTaThl CUUTAIM CTAaTUCTUUYECKHU 3HAYM-
MBIMU.
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Pe3yabrarhl

[Ipu oneHke kapuoTuna y nogpocTKoB ¢ Bapukoleine B 1 ciydae (1%) BbISIBIEHO yKOpPOUYEHUE JJIMHHOTO
mieda Y-xpoMocoMbl — kapuotuil 46, XYq-. Mccnegoanue nmokyca AZF mo3Boiuiio IMarHocTUpoBaTh y
TpeX 4eNoBeK U3 0CHOBHOM rpymnmsl (3%) aenernuto sY 1291 u y onnoro yenoseka (1%) auarnoctupoBana
nenenus B rene CFTR, Nmdel F508.

Bce obcnenyembie u3 rpymimmbl CpaBHEHHSI HMEIOT HOPMaTbHBIA MYKCKOU Kapuotun 46, XY, Aejaennu B
nokyce AZF u myranuu B rene CFTR He BbIsIBIECHBI.

Pe3ynbrarhl HccienoBaHUs AKYIATA y MOAPOCTKOB 00X I'PYIII MPEACTaBIeHBI B Tabue 1.

Tabnumal
[Tokazarenu criepMoOrpaMMbl Y TTOJAPOCTKOB OCHOBHOM TPYNIIBI ¥ TPYIIIBI CPABHEHUS
Table 1

Spermogram parameters in adolescents of the main group and comparison group

OcHoBHasn rpynna, | lpynna cpaBHeHUs,
Mokasatens/ Index n=100/ Main n=30/ Comparison p
group, n=100 group, n=30
Q6beM aarynata, mn (1,5 n 6onee)/ 2394125 224+1,05 0<0,905
Ejaculate volume, ml (1.5 and more)
KoHueHTpaums cnepmartosonaos, maH/ma (15,00 n 6onee)/
Spermatozoa concentration, min/ml (15.00 and more) 73,6650,01 83,46132,32 p<0,212
OblLee KONM4ECTBO CNEPMaTO30MA0B, MAH/ 182,20+166,61 182,50+107,38 p<0,990
Total number of spermatozoa, million
KucnotHoctb, pH (7,2 n 6onee)/ Acidity, pH (7.2 and more) 8,7+0,7 8,110 p<0,393
BaskocTb/ Viscosity 0,84+1,12 0,75%1,05 p<0,682
MopgsuxHocTb/ Mobility
KaTeropusa «A», 6bicTpoe noctynatenbHoe/ Category "A", fast forward 17,12+10,98 21,8+13,69 p<0,089
Kateropusa «B», measieHHoe nocrynatensHoe/ 2910412 21 26.43+10 14 <0230
Category "B", slow progressive e T =D,
KaTeropusa «A+B», nporpeccusHas noasuxHocTb (32,0- 100,0)/
Category "A + B", progressive mobility (32.0-100.0) 46,02£19,73 48,23+15,83 p<0,529
Kateropusa «C», HenocTtynaTtenbHoe/ Category "C", non-progressive 17,62+10,58 21,2745,71 p<0,015
KaTeropusa «A+B+C», ob6uas nogsm»HocTb (40,0-100,0)/ Category "A +
B + C", general mobility (40.0-100.0) 63,74+22,74 69,50£16,52 p<0,129
Kateropusa «D», Henoasu»Hble/ Category "D", fixed 35,16+22,16 30,50£16,52 p<0,216
Mopdonorus/ Morphology
KneTtku cnepmatoreHesa/ Spermatogenesis cells 0,47+0,82 0,67+0,80 p<0,241
HopmanbHble cnepmaTtosonasl/ normal sperm 14,20+7,97 14,6716,44 p<0,691
HOHble cnepmato3omnabl/ Young sperm 0 0 0
Crapble cnepmatosoungbl/ old sperm 0 0 0
Oedekr ronosku/ Head defect 57,83+12,10 52,20+8,49 p<0,004
Oedext weikn/ Neck defect 17,41+6,14 20,1045,76 p<0,028
Hedekr rytuka/ flagellum defect 9,47+4,67 12,4+6,04 p<0,015

[Ipumeuanue: p — crarucTudecku 3HadyuMbIe paznuans (p<0,05).

Note: p — statistically significant differences (p<0.05).

Kak nokasano uccnenoBanue, OCHOBHas 4aCTh I10KA3aTeJIe CIEpMOrpaMMBbl y TOAPOCTKOB 00EUX TPy
HE BBIXOIUT 3a Ipenesbl peepeHTHOro nHTepBaia. bojee BblIcOKHE MOKa3aTean 00beMa SKyiIsaTa, KUc-
JIOTHOCTH U BSI3KOCTHU 3a()UKCHPOBAHBI Y TOJPOCTKOB OCHOBHOMW TI'PYIIIBI, a B IPYIIIIe CPAaBHEHMSI BBIIIE
IOKa3aTesb KOHIEHTPALUU CIIEPMaTO30M10B, HO Pa3JIM4us CTATUCTUYECKU HE 3HAYUMBI.

VY 310pOBBIX MOAPOCTKOB BBISBIEH Oo0Jjiee BBHICOKHMH IOKa3areiab OBICTPOro MOCTYMATEIbHOIO JIBHIKE-
HUS CIIEpMaTO30MI0B (Kareropus «A»), a y TMOJPOCTKOB C BapHKOIIENE BBIIIE MOKA3aTelb MEIJIECHHOTO
MOCTYIATENbHOTO JBM)KEHUSI CLIEPMATO30UI0B (KaTeropus «B»), HO CTaTUCTUYECKH 3HAUUMOM pa3HULIbI
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He ycTaHOBieHO. CTaTUCTUYECKU 3HAaYUMO OoJsiee BBICOKHMI MOKa3aTelb HEMOCTYNATEIbHOTO JIBMKCHUS
criepMaTo30u10B (kateropus «C») yCTaHOBIIEH y MOAPOCTKOB IPYMIbl CPaBHEHUSA. Y MOJPOCTKOB 00enX
IpYII CTAaTUCTUYECKU 3HAYMMO HE PA3IMYAOTCS IIOKa3aTeau 0011el MoABMKHOCTH CIIEpMaTO30U10B (Ka-
teropusi «A+B+C») u HENMOABMKHBIX ciepMaTo30uaA0B (kateropus «Dy). HactoTa BcTpedyaeMOCTH MOp-
(donornueckux 1eGeKToB B rOJIOBKAX, MIEHKaX U KI'YTHKAX CIIEPMATO30MI0B HE MTPEBBIIIAET JOITYCTUMBIX
3HAYEHUH, HO Y IOJPOCTKOB € BapHKolLiee 1e(PEeKThl FOJOBOK CIIEPMATO30H/10B BhISBIEHbI CTATUCTUYECKU
3HAYUMO Yallle.

BapuaHTbl 3aK1I04€HM, KOTOPbIE MOT'YT UMETh KOMOMHUPOBAHHBIN XapaKTep, NPeICTaBICHbI B Ta0IU-
e 2.

Tabnuma 2

BapuaHTBI 3aKTI09CHHI CTIEPMOTPAaMM Y MTOJAPOCTKOB OCHOBHOM TPYMIIBI U TPYIIIBI CPaBHEHUS

Y 4aCTOTa UX BCTPEUAEMOCTH

Table 2

Options for the conclusions of spermograms in adolescents of the main group and the comparison
group and the frequency of their occurrence

OcHoBHas rpynna, | pynna cpaBHeHus,
3akntouenne/ Conclusion n=100/ Main n=30/ Comparison p
group, n=100 group, n=30
Hopmosoocnepmus/ Normozoospermia 52 (52 %) 19 (63,3 %) p<0,266
ActeHo3oocnepmus/ Asthenozoospermia 24 (24 %) 2 (6,7 %) p<0,040
Onurocnepmusa/ Oligospermia 24 (24 %) 9 (30 %) p<0,672
Tepatosoocnepmua/ Teratozoospermia 1(1%) 0 (0 %) p<1,000
Buckosunatms/ Viscosity 13 (13 %) 3 (10 %) p<1,000

[Ipumeuanue: p— craTucTudecku 3HaunMble paznuuns (p<0,05), BEIABICHHS HECKOIbKHUX MATOJIOTHIECKUX
MPU3HAKOB Y OJIHOTO M TOTO K€ MOJPOCTKA, 00IIee KOIMUYEeCTBO HaOmoaeHuit He cooTBeTcTByeT 100%.

Note: p — statistically significant differences (p<0.05), detection of several pathological signs in the
same adolescent, the total number of observations does not correspond to 100%.

VY moapoCTKOB OCHOBHOM TPyNIbI CTAaTUCTUYECKH 3HAYMMO 4Yallle JUArHOCTHPOBAaHA aCTEHO300CHEp-
Musi (OBUIH yCTaHOBIICHBI 0OJIee HU3KHE TOKAa3aTeu OBICTPOTO MOCTYIATEIBLHOTO JBHKEHHS W OOIIeH
MOABMIKHOCTH CIIEPMATO30UI0B). JIuaupyromiee MecTo Cpeir BceX MOTYyUCHHBIX 3aKIIOYCHUN 3aHUMAET
HopMo3zoocnepmus (52% B ocHoBHOMTpytne u 63,3% B rpynme cpaBHeHUs ). Bce ocTanbHbIe 3aKIIIOUEHUS
C OIMHAKOBOM YaCTOTOM BCTPEUYAIOTCS Y MOJAPOCTKOB 00enx rpynm. Hu B ogHO# Trpynmne He THarHoCTUPO-
BaHBI OJIMTO300CIEpMHUS WM azoocnepmus, uib B 1 (1 %) cnydae 3adukcupoBaHa TepaTo300CIepMHUs
B OCHOBHOM I'pymIIe.

Oo6cyxnenue

YV noapoCTKOB C BApUKOIIEIE CYMMApPHO BBISIBIICHO IATh ciiy4yaeB (5%) TeHeTUYeCKUX U3MEHEHUM, KOTO-
pble MOTEHIHAIBHO MOTYT OBbITh PUYUHON OeCTIONuS.

Kak nokazanu pe3yapTaTbl UCCIEIOBAHUS CIIEPMOIPaMM Yy MOJAPOCTKOB 00eUX IpyIll Haubojee 4acTo
JIMarHOCTUpOBaHAa HOPMO300CIEPMUsS, B TOM YMCIJI€ Y NALlUEHTOB OCHOBHOMW TPYIIIbI C BBISIBICHHBIMHU
nenernusamu B okyce AZF u B rere CFTR, uTo cBuaeTenscTByeT 00 aKkTUBHOM CIIEpMaTOreHe3e B IyOep-
TATHBIN MIEPUOJT 1a’KE B YCIOBUSX BapUKOLIEIE.

BrisBieHHBIE Cydad acTEHO300CIEPMHUU HE COMPOBOXKIAIOTCS MOP(OIOTHYECKUMHU H3MEHEHHUSMU
KTYTHUKOB, U, BEPOSITHO, OOYCJIOBIICHBI JEHCTBUEM OKHUCIUTEIBHOIO CTPECCA, PA3BUBAIOILIETOCS B PE3YIlb-
Tare rUIepTeMUH, HIIIEMUH U THIIOKCUU TECTUKYJISIPHOM TKaHU npu Bapukoiene [20, 21]. [Insa cinepmaro-
reHe3a ONTUMaIbHOM sIBIIsieTCsl Temiieparypa Ha 2,5 C° Huxe, ueM TeMmneparypa Tela, T.K. CllepMaTo30u-
JIbl YyBCTBUTEIBHBI K TEIJIOBOMY CTPECCY, TOCKOJIbKY HE MOJIBEPTrajiiCh €MY BHYTPUYTPOOHO B OTIIMYHE
ot kiietok Cepronu u Knerok Jleitagura [22]. [1oBbllieHHe TeMniepaTypbl MOILIOHKH IIPU HAPYILLIEHUU KPO-
BOOOpAIEHHUsI ¥ TUTIOKCUH ITPU BapUKOIIEJIe MTPUBOIUT K HAKOIIJICHHUIO META0O0JIUTOB, IPOU3BOISAIINX B U3-
OBITKE aKTUBHBIC (DOPMBI KUCTOpoaa [22, 23, 24]. MumieHbo 1UIs1 akTUBHBIX ()OPM KHCIIOPO/1a CTAHOBSITCS
OTBETCTBEHHbIE 32 MOJBM)XHOCTb CIIEPMATO30MI0B MUTOXOHJIPUH, HE UMEIOIIHUE JOCTATOUHONW aHTHUOK-
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CHUJAHTHOM 3amuThl. [Ipy 2TOM MOBpek)AeHUSI MUTOXOHJIPUN HE SBISIOTCS HEOOPAaTUMBIMU, YCTPaHEHUE
HEraTHBHOTO BO3ACHCTBHUSA ATUX (PaKTOPOB MPUBEIET K BOCCTAHOBICHUIO MOABMKHOCTH CIIEPMATO30U 0B
MOCJIEYIONNX UKJIAaX CIIepMaTOreHes3a.

[Ipu n1uarHOCTUPOBAHHBIX OJUTOCIIEPMUU U BUCKOZHIIATUU ISKYISATA HE 3a(DMKCUPOBAHO OTKIIOHEHH B
IPYTUX mapameTpax CIepMOorpaMMBbl, YTO MOXET CBHJIETEIILCTBOBATH O €IIe HEe YCTaHOBUBLIEHCS (YyHK-
UM BCIIOMOTATENIbHBIX JKeJie3 B MyOepTaTHOM MepHojie y MOApOCTKOB. ENMHCTBEHHBIN cily4yail TepaTo30-
OCIIEpMHUH, YCTAHOBICHHBIN Y TTOJIPOCTKA OCHOBHOM T'PYIIIbI, HE ObLUI CBA3aH C HAIMYUEM OTKIIOHEHHH B
HCCIIElyEMbIX TeHaX U TPeOyeT JeTallbHOM IMarHOCTUKH BBI3BABIIMX €€ MPHUYMH.

Pe3ynpTaThl HcclieoBaHUS TPOJIEMOHCTPUPOBAIN OTCYTCTBHE Y MOAPOCTKOB C BapUKOIETE XapaKTep-
HBIX [1aTOJIOTUYECKUX U3MEHEHMH B CIIEPMOTPaMMe, TAKMX KaK OJIUTO300CIEPMHUS, A300CIIEPMHUS], TEPATO-
300crepMusi. 00yCIIOBICHHBIX MYyTaIlUsIMA T€HOB, OTBETCTBEHHBIX 3a CIIEPMATOTCHE3, KOPPEISIITHOHHBIX
CBSI3€M TeHETUYECKUX aHOMAJIUM C HapyIIEHUSAMU CIIEpMOrpaMMbl HE BbIABIEHO. JJIsi OIPOCTKOB, y KO-
TOPBIX OBLIN BBISBICHBI TEHETUUECKHUE MYTAI[UU, OCTACTCS PUCK HACIEIOBAHUS 3THX MyTallMi UX J€TbMHU
MYCKOTO IT0J1a.

BriBOABI

1. YacToTa BBISBISIEMOCTH T€HETHYECKHUX (DAKTOPOB OECIIIIONUS Y TIOAPOCTKOB C BAPUKOIIEIIE HE TIPEBHI-
maeT 5%.

2. BoIBIEHHBIC TEHETUUECKHE BapUAHTHI B IPyImax o0cleTOBaHHBIX MOAPOCTKOB HE MPUBEIHU K HApY-
[IEHUIO CIIEPMATOrE€HE3a, YTO MO3BOJSAET CUUTATH BKJIAJ N'€HETUYECKUX MPUYMH B HAPYILICHUE PENPOLYK-
TUBHOW (DYHKIIMH TTPU BAPUKOIIEJIE HECYIIECTBCHHBIM.
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Abstract. In the pathogenesis of male infertility, up to 30% of cases can be attributed to the role of
genetic factors and cause both minor changes in spermatogenesis and absolute dysfunction of the gonads.
With varicocele under conditions of testicular ischemia and hypoxia, the expression of various genes
responsible for spermatogenesis can be modified. Target. To assess the contribution of genetic factors to
the risk of reproductive dysfunction in adolescents with varicocele. Materials and methods. Adolescents
with varicocele underwent karyotype analysis, study of deletions of the AZF and CFTR gene loci, and
spermogram evaluation. Results. When evaluating the karyotype in adolescents with varicocele, shortening
of the long arm of the Y chromosome was detected in 1 case (1%), a study of the AZF locus in three people
from the main group (3%) revealed a deletion of sY1291, one person (1%) was diagnosed with a deletion
in CFTR gene - Nmdel F508. In the study of spermogram, normozoospermia (52%) was most often
diagnosed in adolescents with varicocele, and asthenozoospermia (24%) was diagnosed as pathological
changes. Conclusions. 1. The frequency of detection of genetic factors of infertility in adolescents with
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varicocele does not exceed 5%. 2. The identified genetic variants in the groups of adolescents examined
did not lead to impaired spermatogenesis, which allows us to consider the contribution of genetic causes
to reproductive dysfunction in varicocele as insignificant.
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