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Bormpoc o reHeTnyecKux NMpUYMHaX IJ100aIbHOIO CHUKEHUSI MYXKCKO# (DEPTUIIBHOCTU, HAOJIIOAAEMOTO B
TOCIeMHYEe ASCATWICTHS BO MHOTHX CTpaHaX, HAXOMMTCS B UMCJIe TOPSTIMX TOUYECK PENPOTYKTUBHOM TeHe-
TUKU. OTHOI U3 IPUYMH MYKCKOTO OeCIUIonust U Cyo(hepTUIILHOCTH SIBJISIETCSI HapyllleHe TOPMOHAJIbHOM
PEeTyJISIIUM PEIPOIYKTUBHBIX TTPOLIECCOB. AHAPOTEHBI, KOTOPBIE CEKPETUPYIOTCS KileTkaMu Jleiiaura ce-
MEHHMKOB, HEOOXOIUMBI JIsI TI0JI0BO# 1 depeHIIMPOBKU, MyOepTaTHOTO pa3BUTHSI, ClIepMaToreHe3a 1
CeKCyaJTbHOTO TToBeneHrsl. MHorue husnoorndeckue GyHKIIMY aHIPOTEeHOB OTIOCPEIOBaHbI aHIPOTEHO-
BBbIM pelienntopoM (AR), KOTOpbIit TPUHAJIEKUT K CEMECTBY pelIeNTOPOB CTEPOUIHBIX TOPMOHOB, a T€H,
Konupyoomunii AR, Tokann3oBaH Ha IIMHHOM Iuiede XpoMocoMbl X (Tokyc Xq12). I'eH AR B 3k30He 1 nme-
eT ABa NoJuMopdHbIX TpuHyKJIeoTUIHbIX MoBTopa (CAG u GGC). Ca3bp nomumopdusma (CAG), u
(GGCQC), reHa AR c pa3IMyHbIMU 3a00JIEBAHUSIMI UHTEHCUBHO U3Y4aeTcsl, BKJIIOUAsl MyXXCKOe Oecruionue
U HapyllleHWe criepMaToreHesa. Lleab HacTosiero o63opa — 0600IIUTE COBPEMEHHBIC B3IJIsIIbI HA POJIb
CAG- u GGC-nomumopdusma reHa AR B MyKCKOM (DepTUIBHOCTH, CUCTEMAaTU3UPOBATh PE3yIbTAThI I10-
MYJASIIUOHHBIX UCCIIEIOBAHM 110 3THMYeCKOM n3MeHUUMBOCTU IJIUHBI AR CAG- u GGC-noBTOpPOB U acco-
LAY C MYXCKUM OecIUioanueM, mapaMeTpaMu cliepMaToreHe3a U MpoayKIuei aHaporeHoB. MiMeromm-
ecst naHHble noaTBepxkaaT accouyannio CAG- 1 GGC-noBTopoB reHa AR ¢ pUCKOM MYXKCKOIO OeCIuIo-
ST M TIaTO300CTIepMHUEit, a UISHTU(UKAIIAS YKUCIa TIOBTOPOB MOXKET ObITh 3(D(HEKTUBHBIM CITIOCOOOM
OLICHKM pUCKa MY>KCKOTO OECIJIOAUS U KOHTPOJISI TOPMOHAJIbHOM Teparuy aHAPOTeHaMU.

Knrouesuie crosa: myxckasi hGepTUIBHOCTb, aHIPOTEHbBI, CTIEpMAaTOreHes3, aHaAporeHoBbli petentop, CAG-

n GGC-nmonmumopdusm reHa AR.
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B Hacrosmee BpeMsT NIOOaNBHBIN geMorpadmie-
CKMIi KpU3UC B MPOMBIILLJIEHHO Pa3BUTBHIX CTpaHax,
BKirodasi Poccuio, codeTaeTcsi CoO CHIDKEHUEM MYX-
CKOTO PEINpPOIyKTUBHOIO MMOTEHIIMAJIA, YTO BhIpaXKaeT-
Cs B yMEHBIIIEHUY KOHLIEHTPALUU U IO MOABUXKHBIX
1 MOP(DOJIOTMYECKH HOPMAJILHBIX CIIEPMATO30UIOB B
DSKYJSTE, YBEIUUCHUN JOJIM MYXCKOTo (pakTopa B
OeCIJIONHBIX TTapaxX U POCTe BPOXKICHHBIX aHOMAaIUit
MY3KCKOM PEeNpPOAYKTUBHOM CUCTEMbI, HPUBOISIINX
K Oecrmonmio [1—5]. OcobeHHy0 03a00Y¢HHOCTH
BBI3BIBAET POCT MYXKCKOIO Oecruioausi, pacrpocTpa-
HEHHOCTH KOTOPOT'O B OOIIIEH ITOMYJISILIAY 10 TTPUOIIN-
3UTEIbHBIM OlieHKaM pocturaet 7.0%, a IoJst u3BecT-
HBIX TeHETUYECKMX (PaKTOPOB, aCCOLMUPOBAHHBIX C
MYKCKHUM GeCIUTIONNeM, cocTaBisieT okoiio 20—25% [6].

YuuThiBasi BO3pacTalIle PUCKU, CBI3aHHBIE C
BOCIPOU3BOACTBOM HACEJICHUS, B Pa3JIMYHBIX CTpa-
Hax MPOBOISTCS IMOMYJSILIUOHHBIE HCCAeAOBaHUS
MY3KCKOM (pepTHUIILHOCTU, KOTOPHIE IIPUBEIU K BBIBO-
Iy, YTO PETUOH MPOXUBAHUS Y STHUYECKAs IIPUHA -

JIEXXHOCThb SIBJISIIOTCSI BaXXHBIMU JIeTEpMUHAHTaMU
MYyXcKoil (peptuabHOCTU [7—14]. CunTaercs, 4To 1u3-
MEHYMBOCTh MapaMETPOB MYKCKO (hepTUIbHOCTU
MOTYT OIIPEeNISITh IKOJOrhudeckue (3arpsi3sHeHUE
OKpY>XKalolle cpeabl), COLMaabHble (MHIUBUIYaTb-
HBII 00pa3 XXK1U3HM) U TeHeTUIeCKue (paKTOphl, OMHAKO
30—40% My>KCKOTro 6eCIuUIoans OCTAeTCSI C HEBBISICHEH-
HBIMM MIPUYMHAMU U 0003HAYaeTCsl Kak uauoraruye-
ckoe Oecrumonue [15]. XoTs moCTMKeHUsSI B 001acTU
JIMAarHOCTUKY OeCIUIOAMS B MOCJIEIHUE TOIbI ITOCTE-
MEHHO CHIKAIOT JOJII0 MY>XXYWH, CTPaIaloIINX UINO-
MaTUYEeCKUM OecCIUIogueM, IIpeAroaaraeTcs, 4YTo
BKJIaJ T€HETMYECKUX (paKTOPOB B MIAMONATHUYECKOE
MY:KCKO€ OeCIIOANE OCTAETCS 3HAYMTEIbHBIM [6].

Bonpoc o reHeTMYeCcKuX NMpUYNHAX MIOOATBLHOTO
CHIZKEHMSI MYKCKOM (DEpTUIBHOCTA HAaXOOUTCS B
YUCJIE TOPSIYUX TOUYEK PENPONYKTUBHOUN T€HETUKMU.
I'eHetTnyeckunii (oH MYXKCKOTO O€CIUIONUSI O4YEeHb
cJiokeH, 1 6oiiee 2300 TeHOB BOBJIEUEHBI B TeHETHUUE -
CKUi1 KOHTpOJIb cliepMaToreHesa [16]. MI3BecTHBIE K
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HaCTOs11IeMy BpeMeHU TeHeTuYeckue (hakTophl, BIU-
SIOIIME Ha MYXCKYIO PENpPONYKTUBHYIO (DYHKIIMIO,
MOXHO pacIipeeIUTh Ha TPU STUOJIOTUYECKUE KaTe-
ropuu: 1) reHbl, aCCOLIMMPOBAHHbIE C KAUeCTBEHHBIMU
U KOJIMYECTBEHHBIMU U3MEHEHUSIMU CTIepMaTOreHe3a;
2) TeHBbl, aCCOLIMUPOBaHHBIE C TUCHYHKIIMEH TUIIOTAa-
JlaMo-TUIo(pu3apHoii ocu; 3) TeHbl, acCOLIMMPOBaH-
HBIE ¢ TTepudeprIecKoil 0OCTpyKIen Wi TuchyHK-
et [6]. Cuuraercd, yto 10—15% ciaydyaeB TSLKEJIBIX
HapylIeHW MYXCKOU penpoayKTUBHOU (YHKIIUU
0OyCJIOBJICHO TeHETUYCCKUMU mpuunHamu [17, 18].
A3zoocriepmMusi (OTCYTCTBUE CIIEPMATO30MI0B B ISIKY-
JIATE) TIPEINCTaBIIsIET Haubojiee TsKeayio ¢GopMy
MY>KCKOTO O€CIUIONMS, KOTOpast MOXKET OBITh CBSI3aHa
KaK C MpUOOPETEHHBIMU, TaK U C T€HETUYECKUMU
dakTopamMu. A3oocIriepMus HadIomaeTcs MIpuOJIN3H-
TeJAbHO Y 1% MYKYMH U KMEET CaMbIii BBICOKUIA PUCK
TeHEeTHYEeCKUX HapyeHui — 25% [6, 18]. Takast BbI-
COKasl yacToTa TeHeTUYECKMX HapYLIeHUN MYXKXCKOM
PETNPOAYKTUBHON (DYHKIIMW CBUAETENLCTBYET O €€
MYJIbTUTEHHOM KOHTpPOJIE, TIOCKOJIbKY €IUHUYHbBIC Te-
HbI C BBIP&KEHHBIM (DEHOTUTIMYECKUM MPOSIBIEHUEM
JIOJKHBI OBITh TIOBEP>KEHBI CUJIBHOMY CEJIEKTUBHOMY
nasieHuio [17]. B MynabTrdakTopHO maToJorumM pe-
MPOAYKTUBHBIX MTOTePb FeHETUYECKUE HApyIIIeHUs Ya-
CTO UTPAIOT POJib (pakTOpOB, Mpeapaciojaraloinx K
HapyllieH10 QEPTUIBLHOCTH, U OTIPENEISIOT TeHEeTH -
yecKUii (hoH penpoayKTUBHOTIO 3I0POBbSI.

I'eHeTHUYecKoe TeCcTUpOBaHUE TTPU MYXKCKOM Gec-
TUIOAMU SIBJISIETCS HEOTHEMJIEMOI YacThiO TTpoliecca
JMArHOCTUKM Y MOXET UTpaTh pelialollyto pojb Mpu
MPUHATAU KIWHUYECKUX pelleHuil. B Hacrtosiiee
BpeMsI YeTKO JOKYMEHTHUPOBAHBI CJIEIYIOIIe Haubo-
Jiee pacrpoCTpaHEeHHbIE TeHETUYeCKHUe TMMPUYUHbI
MY>KCKOTO OECITIJIOINS: XPOMOCOMHEIE aHOMaJInH [ 18,
19], mukponenenuu AZF jokyca Y-XpoMocoMsl [ 18,
20—22], MyTaluy reHa TpaHCMEeMOpPaHHOTO PeTyJIsiTopa
npoBogumoct CFTR [23, 24] u reHa pelienTopa aH-
nporeHoB AR [25—28]. Aramm3 JHK criepmaro3zonnoB
MOCTENEHHO BXOAMT B KJIMHUYECKYIO IMArHOCTUKY,
MOCKOJIbKY TIOMOTaeT UAEHTU(DULIUPOBATL HEKOTOPhIE
¢dbopMBbl  MAMONATUYECKOTO MYKCKOTo Oecruionus,
MpuyeM Bce OoJiblliee pacrpoCTpaHEHUE MOy4yaeT
MeTton olleHKM ¢parmeHTanuu JJHK cnepmaro3on-
IoB [29]. Menuko-reHeTUIeCKoe 00cnenoBaHue oec-
IUIOAHBIX MYXYWH B CJlyya€ TMIIOTOHAIOTPOIHOTO
TMITIOTOHAAM3Ma MOXKET BKJIIOYaTh aHAIWU3 MyTalluii
MHOTIUX reHoB Ha 6a3ze NGS-manenu [30].

VY eBponeiickux MyXXYrMH ¢ OecIuiofueM 4acToTa
XPOMOCOMHBIX aHOMauii cocrasisieT 2—10%, AZF
MUKpoJesieiuii Y-xpoMocoMbl — 5—10%, reHHBIX
mytauuit CFTR — 5%, AR — 2—3% [19]. XpoMmocom-
Hble aHOMAJIMM OOHAPYXUBAIOT y 5—6% MYKX4YUH C
TsKeJIoi ¢hopMoit oaurozoocriepMun u'y 12—15%
MY>XXYHWH ¢ HEOOCTPYKTUBHOM (hOPMOIT a300CTIEPMUN
[21]. B momnynsitiuu poCCUACKUX MYXXYMH € O€CTII0IM-
eM AZF Mukponeneuy BhIsSIBJICHBI B 8.2% ciydaes,
TETePO3UTOTHOE HOCUTEIBCTBO “TSIKENTBIX” MyTallWit
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reHa CFTR obHapyxeHO B 4.7% ciydaeB, “MsTKOM
myrauuu (5T) rena CFTR — 5.3% [31].

IToxazanuem 11 TeCTUPOBAHMS OECIUIOTHBIX MYXK-
YMH Ha XpOMOCOMHBIC aHOMAaJINU ABJISACTCA KOHLICHTpa-
LMl CIIEpMaTO30UIOB B 2SIKyJIsiTe MeHee 5— 10 MiTH/ Mt
[18, 19]. XpoMocoMHbBIE aHOMAJIMM Y OECIIJIOAHBIX
MY>KUYMH MOTYT OBITh O0YCJIOBJIEHBI KaK HapyllIeHUEM
yuciia (HarmpuMmep, TPUCOMHUSI B ciydae CUHApPOMA
Kuaiingensrepa), Tak U CTPYKTYpbl XpOMOCOM (Ha-
MpUMEpP, WHBEPCUU WJIM TpPaHCIOKaIUW), MpUYEeM
HanOOJIbIIIAS YACTOTA BHISIBJICHUSI XPOMOCOMHBIX aHO-
MaJIMii OTMedJaeTcst Y My>XXKYMH ¢ aszoocriepmueii. 1o
pa3IUYHBIM OIleHKaM, YacTtoTa cuHapoma KiaifH-
denbrepa cpeay OECIIOOHBIX MYKYMH COCTaBJISICT
0KoJ10 3%, a B KOTOpTE MaI[MeHTOB C HEOOCTPYKTUB-
HOi1 azoocmiepmueit — o 10% [22].

Muxkpoaenelu JJIMHHOTO 1ieda Y-XpOMOCOMBI —
HauboJsiee yactasi reHeTu4YecKasi IpUYrMHa MY>KCKOTO
Oecrtonust, Bctpedaercs ¢ yactoroi 1 Ha 1000—1500
MYXUYUH, TIpudeM y 5—10% My>K4MH ¢ a300CIIepMuUeii
u 2—5% MyX4WH ¢ TsoKenoit omurocriepmuein [20,
21]. Tpu peruona nokyca AZF Y-xpomocomMbl —
AZFa, AZFb u AZFc BoBieYeHbl B KOHTPOJIb CIIEpMa-
TOTeHe3a, OIHAKO BBISIBJIECHNE KOHKPETHBIX TI'€HOB-
KaHINIATOB ellle HaXOOUTCd B HavaimbHOM ctagnu [20].
IMonnbie meneuumn cyopernoHoB AZFa wiu/u AZFb
CBSI3aHbI C “TSDKENIBIM” TECTUKYJISIDHBIM (PeHOTH-
MOM, CUHJIPOMOM TOJIbKO KjieToK CepTojiu U crep-
MaTOTreHHBIM OJIOKOM, a neneluu cyopernona AZFc
MPUBOAAT K pasinyHOMY (EeHOTUINy, BapbUpys OT
azoocriepMuu 10 onurozoocnepmuu; AZF neneruu
penKo oOHApPYKUBAIOTCS Y MY>XKUMH C KOHLIEHTpAIei
CIIepMaTO30UA0B OOJIBbIIIE 5 MJTH/MIL.

Myrtauuu reHa CFTR — npyras yacrtasi reHeTh4e-
CKas IprUYrHa MyXcKoro oecrionus. MIzBecTHO 60-
snee 2000 mytauuit reHa CFTR, KOTOPBI JTOKaIU30-
BaH Ha KOPOTKOM IIJlede XpOMOCOMBI 17 1 KogupyeT
0eJIoK — TpaHCMeMOpaHHbI PEryJIsTOp TPOBOAUMO-
ctu [18, 23, 24]. TTanmeHTH ¢ MHAKTUBALIMEN 000MX
aJiIesied TeHa CTpaaaloT MyKOBUCIIAIO30M, TPUYEM Y
97—98% My>kqIrH HaOIIOmaeTCs OeCILTONNE BCIIESICTBIE
OOCTPYKTUBHOI a300CIEPMUU, HO y MAlIUEHTOB — HO-
cuTesieil  KOMIIayHI-TeTepO3UroT IO  “TsLKeon” u
“msarkoir” (5T) myramusim CFTR 6e3 MyKOBUCIIAIO3a
HabJ1I01aeTCsl BPOXIEHHOE JBYCTOPOHHEE OTCYTCTBUE
CEeMSIBBIHOCSIIIETO TIpOToKa 1 Gecrioae. CKpUHUHT
myTtauuii reHa CFTR npoBoasT y 0€CIUIOIHBIX MYXK-
YUH C BBISIBJICHHBIM BPOXIEHHBIM OTCYTCTBUEM CE-
MSIBBIHOCSIIIIETO MTPOTOKA.

HapyiieHre ropMoHaJbHOM PETYIsIIUU pernpo-
JIYKTUBHBIX IIPOLIECCOB, B YACTHOCTU aHIpPOTeHAMMU,
MOXKET OBITh TPUIMHOM MY>KCKOTO OECTUIOONS 1 Cy0-
deptubHOCTU. MHOTrHUe dusunoiorndyeckue 3pdex-
Thl aHIPOTEHOB OIIOCPENOBAaHBI aHAPOTSHOBEIM pe-
nentopoM (AR). B OonbImMHCTBE ciydaeB Hapylle-
Hue pyHKIMU AR MMeeT TeHeTUYEeCKYIo TIpUpoay 1
MPOSIBIISIETCSI pE3UCTEHTHOCTBIO TKaHE-MUIIIEHEH K
aHIpoTreHaM, II03TOMY aHIAPOTEHBI, JaXKe €CJIM OHU
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POJIb CAG- 1 GGC-TIOJIMMOP®U3MA I'EHA PELLETITOPA AHIAPOTEHOB

MIPUCYTCTBYIOT B JOCTAaTOYHOM KOJIMYECTBE, HE BBI-
3bIBAIOT OXUAAEMBIX (DU3UOTOTNYEeCKUX 3(hhEKTOB.
B rene AR oGHapyxeHo Gosee yem 1100 myTtaumii,
OOJIBIIMHCTBO M3 KOTOPHIX OTHOCHUTCS K 3aMeHaM,
MPUBOISIINM K TpaHchopMalisIM OeIKOB, HO ONIcCa-
HBI JeIeLINI BCETO TeHa, IOTePU HECKOIBKIX 9K30HOB,
OTHEJIBbHBIX IIap OCHOBaHMI, Pa3JIMYHbIC TOUCUHBIC MY-
Taumu [32]. ITomasisioliee OOIBIIMHCTBO MyTaLIWIA Te-
Ha AR accouMmpoBaHbI ¢ CUHIPOMOM TECTUKYJISIPHOM
¢deMUHM3aIMM Pa3HOM CTEeNeH! BBIPAXKEHHOCTH, HO
mHorue, Bkmodass CAG- u GGC-nommMmopdusm, Hali-
JICHBI Y MY>KYMH C OECIUIOANEM, PAKOM IIPOCTAThI U Ce-
MEHHUKOB, a TaKXe C TMIOCIIAmUsIMUA, KPUNTOPXN3-
MOM, BPEKTWILHON ITUCGYHKINENH 1 HelpoaereHepa-
TUBHBIMU 3a00yieBaHusIMU [22, 26—28, 33, 34].

B HacTos1iee BpeMst akTyajIbHbIM CTAHOBUTCS I'e-
HETUYECKOE TECTUPOBAHUE ITOITYJISLINI MyXKIUH, KO-
TOpOE€ JaeT MH(OPMAIIMIO O PACHPOCTPAHEHHOCTU U
BJIMSIHUM OIIpPENSJIEHHbIX IeHEeTUYEeCKUX (PakTOpoB
Ha MYXCKYI0 (DepTHUIIBHOCTD, IIO3BOJISIET IIPOTHO3M-
poBaTh 1 IUIAHUPOBATh MPOMMIAKTUYECKYIO, Oha-
THOCTUYECKYIO U KIIMHUYECKYI0 paboTy II0 pernpo-
JIYKTUBHOMY 3JIOPOBBIO HaceJIcHUSI B KOHKPETHOM
peruoHe. YCTaHOBJICHHBIN (haKT BpEMEHHBIX TPEH-
JIOB CHMZKEHMSI MYXCKOiI1 (pepTHJIILHOCTH TIpeAIioa-
raeT yBeJIMYEHUE CO BPEMEHEM pPacIIpOCTpaHEHHO-
CTU Te€HETUYECKUX (paKTOPOB MYKCKOTO OECILIONUS,
YTO CTUMYJIUPYET Y paCIIMPSIET ITOMCK NreHeTUYECKUX
¢dakTOpOB 3THX M3MEHEHUI. BBUIY MCKITIOUNTEIb-
HOM POJIM aHIPOTeHOB U aHAPOTeHOBOIO peLIeITopa
B HOPMaJIbHOI (PM3MOJIOTUN MYKCKOI'O OpraHu3Ma,
BHMMAaHME MCclienoBaTelieil Bce 0oblie (POKycupy-
€TCSI Ha OTKPBITUM HOBBIX M M3YYEHUU yXKE U3BECT-
HBIX MyTaluii TeHa AR, BBI3BIBAIOIIMX LIUPOKUIA
CIIEKTP MATOJIOTMYECKMX WN3MECHEHHWII OpraHOB- U
TKaHel-MUIIIeHel aHaporeHoB. B aToM oTHOIIEHNN
WHTEPECHOM 00J1aCThIO C TPOTUBOPEYNBLIMU PE3YIb-
TaTtamu sBjsieTcs BeisscHeHue cBsi3u CAG- u GGC-
nosmMmopdn3ma reHa AR ¢ HapylIeHUSIMHU CIIepMaTo -
reHe3a U MAUOINaTUYECKUM MYXKCKUM OECIIONUEM.
IMTockonbky pedepeHcHbie 3HaueHUs IMHBL CAG- 1
GGC-noBTOpOB TreHa AR Bce ellle He OIpeneseHBI,
TeHOTUITMPOBaHUe TMoJuMopdu3mMa reHa AR objiagaeT
HEBBICOKOI AMArHOCTUYECKOI LIEHHOCTBIO U II03TOMY
PEOKO HCIIONB3YEeTCSI B KIIMHUYECKON IMarHOCTUYe-
ckoii mpakTtuke. Ilpenmnosyaraercs, 4To B OMKalIeM
OyayllIeM OUAarHOCTMYECKOE 3HAYeHUE 3TOr0o aHajm3a
OyImeT pacTy, YYMUTHIBAsI HEOOXOOUMOCTh OIIEHKU
JHbl CAG- n1 GGC-1noBTopoB reHa AR nmpu BeIOO-
p€ MHIMBUAYAJIbHOM TAKTUKU 3aMECTUTEILHOM Top-
MOHaJIBHOI Tepanuu [35].

Tpunyxneorngasie CAG- 1 GGC-110BTOpPHI OT-
HOCSATCS K OOJIbIIIOMY KJIacCy MOBTOPSIIOLIMXCS TO-
clieoBaTEIbHOCTEN, IIIMPOKO MPEACTaBIEHHBIX B Ie-
HoMe uyesioBeka [36]. Mx pacrmpenelieHue B TeHOME
MOKa3bIBaeT BUAOCHEN(UIECKUE U PETUOHATbHBIE
reHOMHbIe pasinyusi. B MeXTreHHBbIX 00JacTsIX IU-,
TeTpa- U NMeHTaHYKJIEOTUIHbIE TTOBTOPHI BCTPEUYaloT-
cs yallie, YeM TPUHYKJIEOTUIHbIE, 2 TPU- U TeKCaHYK-
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neotuansie noBTopel (CAG, CGG, CCG, CTG n
AGG) BcTpeyaroTcs yallle B 9K30HaX, KOTUPYIOIINX
6enku [37]. OcoOeHHOCThIO 3TUX KOPOTKUX TaHIEM-
HBIX TIOBTOPOB SIBJISIETCSI MX TeHETHWYeCKas HecTa-
OMJIBHOCTB, CITOCOOHOCTh K 3HAYUTEJILHOMY pPaCIIU-
pPEHUIO TIpU Mepenadye U3 MOKOJCHMS B IIOKOJICHUE U
3aITycKy (IIpOBOLMPOBAHMIO) psiaa 3a00JIeBaHUIA, 13-
BECTHBIX KaK 00JIE3HU pacIIupeHMs] TPUILIETHBIX ITO-
BTOpOB [38].

B nanxoM 00630pe MBI OOOOIIMIN COBPEMEHHEBIC
B3MIs1ABI HA poiib nonumopdusma (CAG), u (GGCO),
reHa AR B MyxXcKoil (GepTUIILHOCTU, CUCTEMATU3H-
pPOBAJIY PE3YJIbTATHI TTOITYISLIMOHHBIX UCCIIENOBAHUI
10 YaCTOTaM PacpOCTPaHEHHOCTH ajljielieil U acco-
muanusam Mexny minHoi CAG- u GGC-1mmoBTOpOB
reHa AR M MyXcknM OecruiogneM, ITapaMeTpaMy
criepMaToreHe3a u IMpoayKlueil aHIpOTeHOB B peru-
OHAJILHOM UM 3THUYECKOM KOHTEKCTE.

OYHKLNWU U CTPYKTYPA
AHJPOT'EHOBOI'O PELIETITOPA

YV MyXX4H OCHOBHasI pOJIb aHAPOTEHOB 1 3 PeK-
TOB aHAPOT€HOBOTO PELIENTOPA COCTOUT B OHTOTEHE-
TUYECKOM (POPMUPOBAHUU U MOAACPKAHUUI LEJTOCT-
HOCTH MYXCKOro (eHOTHITa, OHU HEOOXOIMMBI s
HOPMAaJILHOTO TIpoliecca MoJIoBoii a1uddepeHIInpoB-
KU, TyOepTaTHOTO pa3BUTHUSI, POPMUPOBAHUS U MO/~
JIep>KaHUsI BTOPUYHBIX MOJOBBIX MPU3HAKOB, CEKCY-
aJIbHOTO TMOBEICHUS U MPOAYKIIMU CIIEpPMATO30UI0B
[39—41]. Kpome penpoayKTuBHbIX 3¢(h(hEeKTOB aHIPO-
TeHbI BIUSIOT HAa (PYHKLIU HEPEIIPOIYKTUBHBIX TKA-
Hell, BKJIIOYasi KOCTHO-MBIIIEYHYIO CHUCTEMY, KOX-
HBbIE TTOKPOBBI U XKUPOBYIO TKAaHb.

AHIPOTEHOBHIN PELETITOP — OOWH M3 BaXKHEHIITNX
1 MHTEHCHUBHO U3y4aeMbIX CTEPOUIHBIX PELIENITOPOB
MU3-3a €ro BaXXHBIX (PU3NOTOTMYECKUX (DYHKIUN U
y4acTHsl B maTOreHe3e MHOTUX 3a00j1eBaHnii. MyTtanuu
reHa AR, cHUKast 4yBCTBUTETBHOCTh TKAHE T -MUILIEHEH
K aHApOreHaM, OCIa0IsIoT pu3noiorndeckre a3pdek-
TBI aHIPOTEHOB, TIPUYEM Y MYXXUMH U3-32 TEMU3UTOT-
HOTIO cTaTyca reHa MyTaluu reHa AR IpsIMO BIIUSIIOT
Ha TI0JI0BOIi co3peBaHue U (PepTUILHOCTb, OHU MOTYT
MPOUCXOIUTh CIIOHTAHHO W TepeaaBaThCsl TETEPO3U-
TOTHOM MaTepbio MOTOMCTBY. CJIeICTBUEM TAaKOIO aH-
JIPOreHHOTo Ae(ULINTA SIBJISTIOTCS HapyIIEHUE CEKCY-
aJIbHOTO Pa3BUTHUS, CEeKCyalbHasl TUCHYHKUMS, 3a-
6oJIeBaHUS MPOCTAThI, TUIIOCHAANM, TUITOTOHAIU3M,
KPUIITOPXU3M, HEJOCTAaTOYHOE Pa3BUTHE KOCTHOM U
MBIIIEYHOI MacChl, a TAKXKE pOCTa BOJIOC Ha TeJle, U,
HaKOHell, CHIKeHNe pepTuiIbHOCTH [26, 32, 33, 40].
Knnnunueckue (heHOTUNBI y HOCUTEe MyTamii AR
BapbUPYIOT OT HOPMAaJbHOTO MYXCKOT0 (peHOTHIIA C
MSITKUM HapylIeHHEM CIiepMaToreHes3a 10 CUHIApOMa
TECTUKYISIPHOM (peMUHM3ALUU, T.€. IOJHOCTHIO
JKeHCKoro peHoTuna [26—28, 32—34].

AHIPOTEHOBBIM PEIETITOp MPUHAIEKUT K CeMei-
CTBY SIIEPHBIX PEIIETITOPOB CTEPOUTHBIX U TUPEOMITHBIX



250

TOPMOHOB M, KaK M APYIWe WIeHbI CeMEICTBa, CIIOCO-
OCH HENOCPEACTBEHHO B3aMMOJIeiICTBOBATh C SIAEp-
Hoit IHK. fIBasercs nuraHa-3aBUCUMBIM SIASPHBIM
TPaHCKPUITIUOHHBIM (PaKTOPOM, KOTOPHIII aKTUBU-
pyeTcs TIpU CBA3bIBAHUU C aHApOTeHaMU (TeCTOCTe-
POHOM M TUTHUAPOTECTOCTCPOHOM) M U3MEHSIET DKC-
npeccuio AR-3aBucuMBIX reHOB-MumIeHel [42]. B
oTcyTcTBUE JuraHna AR HaxomuTcst B LIUTOIIa3Me B
KOMIUIEKCE C OEJIKOM TEIUIOBOTO IOKA W APYyTUMU
OeJKaMU-IIariepoHaMM, HO B IPUCYTCTBUM JIUTAH/IA,
KOTOPBIN TG DYHINPYET B KIIETKU 1 CBSI3BIBACTCS C
pELEenTOpPOM, IIPOUCXOIUT AVCCOLUAIINS OeJIKA TEILIO-
BOTO III0KA ¥ KOMILIEKC aHAPOTreH—pPEeLENTOp aKTUBHO
TMIEPEHOCUTCS B SIIPO TPAaHCIIOPTHLIMM OenkaMmu. B3an-
MOJICICTBYSI C OIIpeAeICHHBIMU PErYISITOPHBEIMU 00J1a-
ctssmMu, AR city>kut (hakTopoM TpaHCKPUIILIVT, PETYJIM -
PysI CUHTE3 1IeJIOTO psiga 0enKoB. TpaHCKPpUIIIIMOHHAS
aKTMBHOCTb aHAPOTeH-CBA3aHHBIX AR Momymmpyercs
crieunpIecCKUMM OeIKaMM, U3BECTHBIMH KaK KOpe-
rynstopsl [43]. Koperyastopbl IpuUCOeOIUHSIOTCS K
aKTUBMpOBaHHOMY AR JIUTaHI-3aBUCUMEBIM CIIOCO-
OoM, 4TOOBI JIMOO IMOBBICUTH (KOAKTHBATOp), JIMOO
MOAaBUTh (KOpEIpPEeccop) UX CIIOCOOHOCTb K TpaH-
CaKTMBallMU TeHa-MUIIICHU Yepe3 pEMOACINPOBaHIE
XpoOMaTuHA WM MOIM(UKALIMIO TUCTOHOB. OTMETHUM,
YTO CYIIECTBYIOT U HereHoMHbIe 3 dekThl AR, He
CBSI3aHHBIC C PEryJISIIUE SKCIIPECCU TeHOB.

Y MyX4WH T€CTOCTEPOH aOCOIIOTHO HEOOXOAUM
IUIST MHALMAIUMYA W TOMJIePXKaHUs CIIepMaToreHe3a,
HO MeXaHHN3M, C MOMOIIbI0 KOTOPOIO TECTOCTEPOH
peryJMpyeT IIpoliecc criepMaToreHe3a, 10 KOHIIa I10-
Ka He n3ydeH. B monoBbIx KiieTkax AR He skcnipeccn-
pyeTcsl U IeiCcTBHE TECTOCTEPOHA Ha CliepMaTOreHes
ocylIecTBIsgeTcs yepe3 kiretku Jleiinura nu Cepromnu,
MEpUTYOYJISIpHbIE MUOUIHBIE KJIETKU, COCYIMCTHIC
SHJIOTEIUAIbHbIE U COCYIMCThIE INIaAKOMBIIICYHEIC
KJIETKHA, KOTOpPBIE 3KCIIPECCUPYIOT aHIPOT€HOBBIA
peuenTtop [32, 40]. TecTtocTepoH, TIPOIYLIUPYEMBIit
kieTkamu Jleiimura ceMeHHUKOB (comep:KaHue Te-
CTOCTEpOHA B CeMEHHMKAaXx Ipuoamu3uTebHo B 100 pa3
BBIIIIE, Y€M B CHIBOPOTKE KPOBH), OKa3bIBAET ayTO-
KpUHHOE BO3[eiicTBMe Ha caMu KJieTkM Jleiinura, a
TaK:Ke ITapakKpUHHOE BO3ACHCTBHE HA IIEPUTYOYIISIp-
HbI€ MUOUIHBIE KIETKM, COCYIUCThIE YHIOTEINATb-
HBIE U COCYOUCTBIE IJIAAKOMBIIIEYHbIE KJISTKU U
kietk Cepronu. OCHOBHOI KJIETOYHOM MUIIIEHBIO
IUIST TECTOCTepOHa SABJsIIOTCS KiaeTku Cepronu (He-
00XOIVIMBI JIJISI pa3BUTUSI Y BBDKUBAHUS MYXKCKHX 3a-
PpOIBIIIEBBIX KIIeTOK). HapylieHus: criepMaToreHe3a
MOTYT OBITH OOYCJIOBJIEHBI HAPYIIIECHUEM B3aMOICH -
ctBUs Ki1eToK CepToiu ¢ aHIporeHaMu; HallpuMep,
IIpA HU3KOM YPOBHE aHIIPOIC€HOBBLIX PELIEIITOPOB B
kietkax Cepromu. IToka3ano, uyto skcrpeccust AR B
kinetkax Cepronu 3aBucut or MCI, a ypoBeHb 3KC-
npeccrr AR acconmmpoBaH ¢ aKTUBHOCTBIO CITIEpMaTO-
reHe3a. Cnenmguaeckue 3BeHbsI IIpoliecca CriepMaTo-
reHe3a, KOTOpble TpeOyroT ydyactuss AR, BKIIIOYaloT
nomJiepXaHrue HeoOXOOMMOI0 KOJIWYECTBA CIepMa-
TOTOHUI, TeMaTO-TEeCTUKYISIPHBIN Oapbep, 3aBepIie-
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HUE Meiio3a CIepMAaTOLIMTOB, aATre3UI0 YIJIMHESHHBIX
criepmaTua K kjietkam CepToniu, oOpa3oBaHUe 3pe-
JIBIX CIIEPMATO30UI0B, (P OpPMUPOBAHME IIPOCBETA Ce-
MEHHBIX KaHaiblieB [32, 40, 42]. B Mmy:kckoii penpo-
JIYKTUBHOI cHCTeMe, KpoMe ceMeHHMKOB, AR skc-
MpeCcCcUpyeTcs B IIpeaCcTaTeIbHOM Kelle3e, MpuaaTKax
SINYEK, CEMEHHBIX ITy3bIpbKaX.

OIHOKOTMIHBIN IeH, Kogupyoouuii AR, jokanu-
30BaH Ha JIMHHOM IUlede X-XPOMOCOMEI (JIOKYC
Xqll-12) BOIM3M LIEHTPOMEPHI U CONIEPXKUT BOCEMb
9K30HOB M ceMb UHTPOHOB (puc. 1). AR npencrasisier
c000ii (pochonpoTerH, BKIIOYAIOuii 0KoJio 919 amm-
HOKMCJIOTHBIX OCTaTKOB U uMeroiuii maccy 110 k1a. B
cTpykType AR BBIIEISIOT TpY (DYHKIIMOHATBHBIX JIOME-
Ha: N-TepMUHaJIBHBIM TpaHCAKTUBALIMOHHBINA JTOMEH
(NTD, xomupyetcst 5K30HOM 1), KOTOpbII XapaKTe-
pusyeTcst 3HAYMUTEeIbHOUM BapmadenapHocThIO; JHK-
cBsi3bIBaroinit tomeH (DBD, konupyeTtcst sk3oHamu 2
u 3), comepxamuii retiaeBoit ydactok (HR) u3 nByx
IIMHKOBBIX MaJIblIEB, HEITOCPEICTBEHHO B3anMOeii-
CTBYIOIIUX CO CIIEHM(PUIESCKUMU ITOCIEI0BATEILHO-
ctssmu MoJteKyael JIHK B mpoMoTopax mim sHxaHce-
pax TeHOB; JIMTraHIa-CBs3bIBarowuii 1oMeH (LBD,
KomupyeTcs 3k3oHaMmu 4—8). IMeHHO nuraHa-cBs-
3bIBalOIIMA NOMEH 3aIlyCKaeT NAJIbHEHUIINI reHOM-
HBI MexaHu3M [42].

I'eH AR B 3k30He 1 nMeeT IBa TPUHYKIICOTUIHBIX
nomMopdHbIX IToBTopa CAG (IMTO3MH—aAeHUH—TY-
aHuH) 1 GGC (ryaHUH—TyaHUH—IIMTO3UH), KOTOPbIE
TPAaHCKPUOMPYIOTCS B Pa3IMIHOE YMCIIO aMUHOKHICIIOT
MOJUITyTaMUHA U TIOJIMIJIMLIMHA, T.e. U3MEHUMBOCTb
pa3mepa AR yacTdHO OOyCJIOBJICHA 3TUMU TPUHYK-
JICOTUIHBIMU MOBTOpaMU. Y 3MOPOBBIX MY>KYMH HOP-
ManbHbIi qrana3oH CAG-TIoBTOpoB coctasisier 11—31
TPUIUIETAa W TpaHCAKTUBAIIMOHHAs aKTMBHOCTH AR
obpaTtHO mnponopuuroHaibHa ynuciay CAG-noBTOpPOB
[42]. UccnienoBaHus in vitro M in vivo TIOKa3ajad, 4TO
yeM Oosbie gnuHa CAG-TIOBTOpOB, TeM cjiabee
TpaHCaKTMBalMOHHAasl crocoOHOcTh AR m ciabee
3¢ eKTHI aHIAPOTEHOB B TKaHIX-MUIIIeHsIX. Bo3aMoXx-
HbIe MEXaHU3MBI, JIeXallle B OCHOBE 3TOTO SIBJICHMUS,
MOTYT OBITh CBSI3aHBI C pa3HBIM CPOACTBOM OEIKOB-
KOaKTUBATOPOB K KOAUPYEMOMY MOJIUTITYyTAMUHOBO-
My TpakTy 6enka AR [44]. [To-BumuMoMy, HOpMaJjib-
Has pyHkuusg AR nmoggep:kuBaeTcsl B KPpUTUISCKOM
¥ orpaHYeHHOM Auamna3oHe yncia CAG-noBTOPOB.
MonexyasspHOe MOIEIMpOBaHUE U aHAINU3 B3aMMO-
cBs3u Mexay auHoit CAG-TpakTa u ¢pyHKiueir AR
BBISIBUJIM KPUTHYECKUM pazMep B 16—29 TpUILIETOB
JUJISI TIOAIEP>KaHMST CBSI3U MEXKIY ToOMeHaMu. BbIaBUHY-
TO TIPEANOJIOXKEHUE, YTO IIOCKOJBKY OOJIBIIMHCTBO
MYKUWH B IIOITYJISIINA MMeIoT nuana3oH CAG-areneit
oT 16 10 29 tpuruietos, To yncio CAG-IOBTOPOB 3a
MpeaesiaMy 3TOTrO Irara30Ha MOXKET OBITh aCCOLIMUPO-
BaHO C pa3IMYHBIMU 3a00JICBAHUSIMU, TAKUMU KaK 00-
ne3dnb KeHHenu, ocinaGieHHBIN cliepMaToreHes, pak
npocTaThl [44].
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Puc. 1. CxemaTuuHoe M300pakeHUe XPOMOCOMHOM JoKanu3auuun (Xqll-12) u cTpyKTypbl TeHa aHIPOTeHHOTO pelernTopa
(AR), a Takke KogupyeMmoro reHom 6eika AR. AR siBisieTcst muraHa-3aBUCUMBIM (haKTOPOM TPAHCKPUITIIUM, COCTOSIIIIAM U3
Tpex GyHKUMOHAIBHBIX TOMEHOB: INTMHHBIN N-TepMuHaibHbIi TpaHcakTuBaLMoHHbIM (NTD), IHK-cBs3siBatomuii (DBD),
coaepxaiuii retieBoit yuactok (HR) u C-koHueBoii inrana-cas3biBatoliuii (LBD). IBa 1oKyca monuMopGHBIX TPUHYKIIEO-
TuaHbIX T0BTOpOB (CAG), 1 (GGC),,, pacnoNoXeHHBIX B 9K30He 1 reHa AR, KonupyoT TpakT nonurnyramuHa (Poly-Q) m rmo-

surmuurHa (Poly-G) 6enka AR cooTBeTcTBEHHO.

K Hacrosmemy BpeMeHU onmrcaHbl HAC/IEICTBEH-
HBbIe 3a00JieBaHUS, IPUUYMHON KOTOPBIX SIBIISICTCS
akcnaHcus TaHaeMHbIXx CAG-TIOBTOpPOB B reHe AR,
MPUBOASIIASA K 00pa30BaHMUIO HAPYIIAIOIINX TPETUY -
HYIO CTPYKTYpPY O€jIKa MOJIUTIyTaMIHOBBIX BCTaBOK.
ITpuMepoM MOXKET CIY>KMTh CITMHOOYJIbOApHAasi MbI-
mevyHass atpodust (6one3np KenHemu), reHeTude-
CKOIi MpPUUYMHOI KOTOpPOM SBASIETCS BbIpaxK€HHAas
skcnancust CAG-1mmoBTopoB reHa AR, YU CJ10 KOTOPBIX
Bapbupyert ot 40 no 74 [27, 28, 32, 34]. CrenneHb 9KC-
MMAaHCUM ITIOBTOPOB ITOJOXKMTEIBHO KOPPEIUPYET C
BBIPAXXEHHOCThIO CUMIITOMOB 3aboyieBaHus1. KnnHu-
YecKHe MMPU3HaAKK 3a00J1eBaHMUS ITOSIBIISIIOTCS Y MYXK-
yuH 1ocie 40 JieT, HAYMHAIOTCS CO CIIabOCTU PyK M
TpeMopa MajblieB C MOCIEIYIOIIEH CTabOCThIO >KeBa-
TEJIbHBIX 1 MUMWYECKMX MBIIIIL BIUIOTh 10 IUC(harum.
CHIKeHHas1 49yBCTBUTEIBLHOCTP AR K aHmporeHaw,
MpUBOISILIAS K OcIa0JeHHBIM 3(hdeKTaM aHIPOIeHOB,
MPOSIBIISIETCS TTOBLIIICHHBIM YPOBHEM TECTOCTEPOHA U
JIT, TmHeKOMacTHEll, CHIDKEHNEM JTUOMIO0, SPECKTUIIb-
HOU nuchyHKIIMeH, aTpodueit sudex, maTo300cnep-
mueii, oecruionuem. BapuadenbHocTh mmHBL CAG-
n GGC-moBTOpOB reHa AR MOXET COIIPOBOXKIATHCS
pPa3IUYHBIMU aHJAPOTEH-3aBUCUMBIMHU 3a00JIEBaHUSI -
MU MYXKCKOI pelpOIyKTUBHOM CUCTEMEBI, O KOTOPBIX
OyIeT cKa3aHO HMXKe, IPUYEM MYXXIMHBI HE TOJIBKO C
JUIMHHBIMU, HO U ¢ KOpoTKUMU CAG-TIOBTOpaMH re-
Ha AR MeroT IOBBIIIIEHHBII PUCK HAPYIICHUS CIIep-
MaToreHe3a 1 pernpoayKTUBHON (PyHKIINU.

[Monumopdusm (CAG), u (GGC), reHa AR, no-
KaJIM30BaHHOTO Ha X-XpOMOCOME, HAIIPSIMYIO He TIe-
penaeTcsi TOTOMCTBY MYXKCKOTO I0Jia, a MepeaaeTcs
MOTOMCTBY XXeHCKOro Tona. [1o3ToMy KeHCKre 0coou
OyayT HOCUTEISIMU MyTalii (IIepBOe IOKOJICHHE), a X
MOTOMCTBO MY>KCKOTI0 1oJ1a (BTOpoe MOKOoJeH1e) OyaeT
UMeTh TIpUMepHO 50%-Hy10 BEPOSITHOCTh HACJIEIOBA-
HUSI MyTallny ITOTMMOpP@HOM 001acTH.
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Esponeiickue nonyasuyuu (esponeoudnas paca)

HMHTeHCUBHBIE UCCIETIOBAHMS IO BapraOeTbHOCTH
CAG- n GGC-mroBTOpOB B 3K30HE 1 reHa AR Hava-
JIUCh B eBPOMENCKUX cTpaHax B Havaje XXI croneTus
Ha HeOOJIBIINX BEIOOPKAxX MyK4MH. B rpynme ¢ppaH-
y3cKuX (epTWIbHBIX MyX4uH (1 = 50) nuamazoH
CAG-110BTOpOB cocTaBuI 17—27 TPUILIETOB CO Cpell-
HuM 22.2 £ 0.5 (mean * SE) [45]. B rpymire Hemel -
KX MYXYUH C HOpPMOCTEpMMEl, BKIIOYass 4acTb
CyOBEKTOB C JOKa3aHHOU epTusibHOCTHhIO (7 = 131),
muamnazoH CAG-noBTopoB coctaBmia 17—30 co cpen-
HuM 20.6 = 3.0 (mean + SD) [46]. AHaoTUYHBIE pe-
3yJbTaThl ITIOJYYEHBI MCCIIeIOBaTE/ISIMUA, KOTOpPBIE
cpaBHWIM KoandecTBO CAG-IOBTOPOB Y HEMEIIKMX
MYXYHMH C TOKa3aHHO# (hepTIILHOCTHIO 1 HOPMaJTb-
HBIMU MapaMeTpaMH IKYJIATa (1 = 62) 1 T0OGPOBOJTb-
neB (n = 69) [47]. Cpenusisas mmnHa CAG-TTIOBTOPOB He
paznmumyanach Mexnay mooposojbuamu (19.4 = 3.1,
mean * SD) U My>KuMHaMM C TOKa3aHHOI (hepTUb-
HocThiO (20.6 = 3.0, mean * SD). ¥ uTanbgHCKHX
MYXKIUH C JOKa3aHHOW (DepTUILHOCTBIO WM C HOP-
MaJibHOM ciepMmorpammoit (n = 115) nuanazon CAG- u
GGC-nioBTOpoB coctabisul 9—31 u 8—21, a cpenHee
qyurcjio noBTopoB — 21.6 + 3.3 1 17.0 + 1.7 (mean + SD)
COOTBETCTBEHHO [48]. B mpeacraBUTeIbHOM aMepuKaH-
CKOM BBIOOPKE 3MOPOBBIX MY:KIMH MPEHUMYIIICCTBEHHO
eBporeonnHoi pacel (n = 527) cpennee uncino CAG-
noBTOopoB cocTtaBwio 22.0 £ 3.0 (mean = SD), npuuem
nmonst CAG < 19 moBTopoB 6bl1a paBHa 17.8%, ¢ mnn-
Hoit CAG 19—24 noBtopa — 65.9%, a ¢ mimHoI =25 —
16.3% [49]. B Gpasuibckoil Tpymie (GepTUIBHBIX
MYXXYMH B OCHOBHOM €BPONEOUIHOI packl (n = 88)
mmHa CAG-TIOBTOPOB BapbMpoOBaJia B JUara3oHe
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16—30 TpuruteroB ¢ MenuaHoi 21.5 u cpenum 22.1 £2.9
(mean = SD) [50].

Azuamckue nonyasyuu
(MOH20A0UOHAS U e8PONEOUOHAs PACYL)

PanHee wuccnemoBaHue, IpoBeAcHHOE Ha dep-
TUJIBHBIX KMTACKMX MyX4YMHaX (1 = 45), mokasaio,
yto y HUX yncino CAG-TToBTOpPOB OOJbIIE, YeM Y €B-
poreiileB, OHO BapbupoBajo ot 16 1o 30 co cpenHuM
23.0 £ 3.1 (mean * SD) [51]. bau3kue naHHBIE IOy~
YEHBbl Y KUTAUCKMX MY>KUMH HAIlMOHAJIbHOCTHU XaH C
JIOKa3aHHOI1 (hbepTUJIBHOCTHIO 1 HOPMAJIbHOM CIIEpMO-
rpaMmoii (n = 96): anciio CAG-ITOBTOPOB BapEUPOBAJIO
ot 13 mo 31 co cpemrum 22.5 *+ 3.0 (mean = SD) u me-
nuaHoit 23; a yncio GGC-noBTOpPOB BapbUpPOBAJIO
oT 12 1o 24 co cpeaHum 21.9 = 2.5 (mean = SD) u me-
mmaHou 23 [52]. B rpymie ¢hepTHUIIBHBIX STTOHCKHIX
My>kuuH (n = 51) nuanazon CAG-1TOBTOpPOB COCTaB-
Jsu1 ot 17 mo 28 co cpennamnM 23.7 * 3.2 (mean £ SD)
[53]. AnamormuHbIe pe3yabTaThl MOJYYESHBI y dep-
TUJIBHBIX SITOHCKUX MY>KUMH (1 = 100): miuHa CAG-
MOBTOPOB BapbupoBaia ot 16 1o 31 co cpennum 23.3 =
* 2.8 tpumiera (mean = SD) [54].

VY deprunbHbix MyxXunH HMopmnaHuu ¢ HOpMO-
cuepmueit (n = 145) pmuaa CAG-1IOBTOPOB Bapbl-
poBajia B nuarasoHe 12—27 TpUIJIeTOB ¢ MeIuaHOMn
19, mpuyeM HauboJtee yacThlil ayutens (17.2%) conep-
Xkan 18 moBTopoB [55]. B BriOOpKE (hepTUIILHBIX UH-
IUHACKUX MY:XKUYWH (eBporieouaHass paca, n = 201)
nuamna3zoH CAG-1moBTOpoB cocTaBuj oT 12 1o 32 co
cpenHuM 3HadeHueM 22.4 + 0.2 (mean * SE), mipu-
yeM HauOoJiee yacTblii ayutens (17.4%) conepxan 23
rosTopa [56].

Agppukanckue nonyasyuu

V deprunbHbIX My>kuMH 13 TyHuca (n = 98) nua-
na3oH JuHbBI CAG-110BTOpOB cocTaBisi 14—29 co
cpenaum 21.13 + 0.31 tpumiera (mean x SE) [57]. ¥V
HUTSPUNCKUX MYXYNH C HOKa3aHHON (PepTHIBHO-
CTBhIO U HOpMocniepMuent nuana3zoH yucia CAG-no-
BTOPOB COCTaBWII OT 14 10 26 ¢ Menuanoii 19.5 [58]. Y
(epTUIBbHBIX ETUIIETCKUX MYXYUH (n = 52) nuana-
30H JuHbl CAG-ITOBTOPOB COCTaBMII 8—26 co cpel-
HuM 18.2 £ 3.6 Tpurutera (mean + SD) u MmeguaHoit
18 [59], uTo mpeacTaBisieT HaubOIee KOPOTKYIO TN~
Hy TTIOBTOpa 3TOro TpUILIeTa, XapaKTepHYo s ad-
puKaHCKuXx Tomynsauuii. ClaeayeT OTMETUTh, 4TO B
Ipyrux apUKaHCKUX TOIYISOUSIX HalaeHa Ooib-
1masi BapruadbeabHOCTh JJIUHBI U MeguaHbl CAG-110-
BTopoB reHa AR. IIpoBeneHo usyyeHue qiauHbl CAG-
MOBTOPOB reHa AR y MYXUWH C HEYCTaHOBJIEHHOM
bepTUIbHOCTBIO U3 aPUKAHCKUX MOMYJISILII Xan3a
(n = 210) u natora (n = 229), NpoXuUBaIOIIMX Ha Ce-
Bepo-3anane TaH3aHUU U CYIIECTBYIONIUX B HACTOSI-
1iee BpeMsl B YCJIOBUSIX OTPaHUYEHHOIO KOHTAaKTa C
3anmagHoi nuBvausanuei [60]. JuanazoH mIMHBI U
MmenraHa CAG-TIOBTOPOB COCTaBWIIN TSI TTONYJISIITANA
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xan3a 17—30 u 22; s nonynsiumu gatora — 15—31 u 21
COOTBETCTBEHHO. CaMbIMU MHOI'OYMCJIEHHBIMU B
00enX TToMyJISIusIX oKazamch CAG-ajutenu, coaepxa-
mye oT 20 mo 25 moBTOpoB. MIHTEpECHO, UTO aBTOPHI
YCTAaHOBWIM OTPULIATEIBHYIO acCOLIMAIIMI0  MEXIY
arpecCUBHOCTBIO MYyX4uH U 4ucioM CAG-TIOBTOPOB,
MpUYEM MY>KUYUHBI 1ATOTa IEMOHCTPUPOBAIH OOJIBIITYIO
arpecculo, 4yeM xazsa. B npyroii adpprkaHckoii norryss-
muy apyuaail 3 KeHnn y My>X4rH ¢ HeyCTaHOBJICHHOM
depTubHOCTEIO (1 = 156) BapuaGeIBHOCTh IIMHBI
CAG-nioBTOpOB reHa AR cocrasuiia ot 15 1o 34 ¢ menu-
aHoit 22.5 TpuruteTa u cpenHum 22.6 3.1 (mean + SD)
[61]. ¥V myxuuH 310 nonynsauuu gauHa CAG-1o-
BTOPOB ObllIa accollMMpoOBaHa C pa3Mepamu Teja (C
pOCTOM, OKPYKHOCTBIO TajJUM, MAacCCOil >XUPOBOM
TKaHMU), YTO MOXET OTpaxaTh 3BOJIOLUOHHO CJIO-
JKUBIIYIOCS CBSI3b MEXIY 3TUMM ITpU3HAKAMU B T10-
MYJISIIUSIX C XpPOHMYECKUM HeJIoeTaHUEM.

Dmuuueckue pazauuus OAUHbL
CAG- u GGC-noemopog eena AR

Hmna u pacnpocrpaneHHocTh CAG- u GGC-
MOBTOPOB reHa AR u3ydaauch y My>K4YUH pa3HBIX 3T-
HUYECKUX IPYIIN, MIPOXUBAOIIUX B OTHON U TOM ke
KJIMMaTU4IeCKOM 1 TeorpadmaecKkoii 30He, YTO UMeeT
0CO0YI0 IIEHHOCTh, TaK KaK B 3TOM clTyyae HUBEJIUPY-
eTCsl BJIUSTHUE 3KOJIOTO-KIUMAaTUYECKUX yCIoBuil. B
paHHeit pa6ote [62] uricio CAG-TIOBTOPOB pa3ianuya-
JIOCh MEXIY MY>KYMHAMM €BPOTIEOUITHON 1 HETPOUI-
HOW pachl, npoxuBatomux B Jlynzuane, CIIIA. Y 130
MYXXYMH €BpPOIICOMITHOM pachl AWamna3oH IITAHBI
CAG-noBTopoB coctaBuil 9—28 ¢ menuaHoit 21 u
cpenunMm 21.0 = 3.0 (mean = SD), ay 65 My>XX4nH He-
TPOUITHOM pachl 3TH MMoKa3aTeI ObUTH HIDKe: Trara-
30H 13—26 ¢ meguanoit 19 mu cpemnum 19.0 £ 3.0
(mean + SD), 4To yKa3piBaeT Ha 0oJjiee KOPOTKYIO
mmHy CAG-TIOBTOPOB Y MY>XXYH HETPOUIHOM packl
10 CpaBHEHMUIO ¢ eBpoIrieonaHoit. Cunrtaercs, 9To 00-
Jiee BbICOKasl YaCTOTa BCTPEYAeMOCTU paKa IMPOCTaThl
Y MY>XYMH HETPOMIHOM packl 10 CPaBHEHUIO C €BPO-
MEeOMITHOM cBsI3aHa ¢ 0osee Kopotkoit mmmHoit CAG-
MOBTOPOB [63].

VY 310poBbIX MyX4uWH B okpyre Jloc-AHIKenec
onpenencHo yncio CAG- u GGC-noBropoBreHa AR
Y 3IOPOBBIX MYXXUNH — appoamMepuKaHIeB (n = 45),
OeJIbIX (He UCITaHOSI3bIYHBIX, # = 39) U a3uaToB (Ku-
TailleB n AMOHIEB, # = 39) [64]. PactpocTpaHeH-
HocTb KopoTkux ajutesieit CAG < 22 0pl1a caMoOii BBI-
COKO# y adppoaMepUuKaHLIEB — 75%, MPOMEXYTOYHOIT
y 6enbIx — 62% m caMoit HU3KoM y a3zuatoB — 49%
(pa3nuuusi MOCTOBEPHBI), a PaCIPOCTPAHEHHOCTH
kopoTtkux ayutenieit GGC < 16 Gbuta caMoii BEICOKOM
y adppoamepukaHIieB — 61%, Hicke y asuatoB — 27%
M caMoi HU3KoM y 6enbix — 11%. Takum o6Gpasom,
3HAUYUTEJbHBIC PACOBBIE Pa3Uuusl HAOMIOJAINCH B
pacrnpoctpaHeHHOCTU KOpOoTKux CAG- u GGC-110-
BTOpOB reHa AR, KOTOphIe, KaK ObIIO JOKAa3aHO ITO3/I-
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Hee, COBITAIaIM C PACOBLIMU PA3IMIUSIMUA B pacpo-
CTPaHEHHOCTH paKa IMpocTaTsl [65].

B manpHeiimeM sTHUYEeCKHME pa3aIndus B IJIMHE U
pacrnipoctpaneHHOocTH CAG- u GGC-nomMopdpus-
Ma reHa AR noaTBepawsIM Ipyrue uccienosaTtenu. B
pa6ote [66] yncio CAG- u GGC-noBTopoB reHa AR
OLIEHMBAJIMU Y MYK4YMH 13 aTHMYecKux rpynmn (ObLIO
BKJIIOUEHO HEOOJIbIIIOE KOJIMYECTBO XKEHIIMH), MPO-
XKUBaIOIINX B BOoChbMM cTpaHax Cpenm3eMHOMOpPbS
(n = 1187). CeMb BBIOOPOK ObLIO C(HOPMUPOBAHO U3
xurteneit FOxnoit EBponsl (Mcnanus, Utanus, [pe-
s u Typuwms), naTe BbIoopok — u3 CeBepHoit Ad-
puku (Mapokko, Aikup, Eruner) u omHa rpymma —
n3 3anagHoii Adpuku (beper CinoHoBoit Koctn).
Hmura CAG-II0BTOPOB y Bceil M3ydeHHOI MOMyJIsi-
oy BapbupoBania B nuana3zoHe 10—31, cpenHue 3Ha-
yeHUs BapbupoBayu ot 19.1 1o 22.6, a MeauaHa — OT
19 no 22 tpuruietros. JnuHa GGC-noBTOpoB y Beeit
MOMYJIILMY BapbUpoOBajia B Auarna3oHe 7—26, cpel-
HU€e 3HaYeHUs BapbupoBaiu ot 15.0 1o 16.2, a Menu-
aHa — ot 15 mo 16 TpumieToB. MenuaHHbIe 3HAYEHUS
mHBEl CAG-ITOBTOPOB 3HAUMTENBHO Pa3Indaliich
MexXny apprKaHCKUMU U Hea(ppUKAHCKUMMU TTOMy-
JISIIUSIMHY ¢ HAMMEHBIINMUI 3HAYCHUSIMU Y XKUTEJICH
bepera CnonoBoit Koctu (HerpouaHas paca, Meaua-
Ha 19) u HanGonpIIMMu — y xxuteneid Typiuu, FOx-
Hoit Mcnannu u cpenneit yactu CapanHum (eBporeo-
uaHas paca, mMeauaHa 22). MemuaHHbIE 3HaYeHUS
minHbl GGC-1oBTOPOB OBLIM HUXE Yy OepOepoB
Erunra u xureneit bepera Cionosoit Koctu (Menu-
aHa 15 TpMILIETOB) IO CPAaBHEHHUIO C OCTaJbHBIMU
U3y4eHHbIMU 3THOcaMU Cpenu3eMHOMOpPbs (Menua-
Ha 16 TpurureroB). [Tocite cTrpaTudUKaUY yIaCTHU -
KOB MO IJIMHE IIOBTOPOB Ha TPYINBI C KOPOTKUMU,
CPEIHVUMU U JUTMHHBIMU aJlJIeJISIMU, BBICOKYIO 4acTO-
Ty KopoTKux CAG < 19 IOBTOPOB A€MOHCTPUPOBAJIN
xntemn bepera Cnonosoit Koctu 1 6epbepnr Ermr-
Ta, a BBICOKYIO 4yacToTy KopoTkux GGC < 15 nmoBTO-
poB — xwutenu bepera CnoHoBoii Koctu u 6epoepnl
Mapoxkko. Takum o6paszom, B Cpean3eMHOMOPCKOM
peruoHe HaOJIOAAeTCsl BBICOKAST MEXKIOMYJISIIMOH-
Hasl 3THUYecKass BapuadenbHOCTh WIMHBI CAG- 1
GGC-noBTOpPOB, a pacnpeneiieHNue KOPOTKUX, CPE-
HUX U JUIMHHBIX aJljieieil 3aMeTHO pa3inyaeTcsl MeX-
Iy I0>KHBIMM e€BpoIeiiiiaMu 1 cybcaxapckumu adppu-
KaHIIaMM, IIpUYeM CeBepHble a(pUKaHIIBI JEMOH-
CTPUPOBAJIA MPOMEXKYTOUYHBIE UACTOTHI.

B npyroii pa6ore [67] u3ydeHO pacmpeneacHUe
anneneit (CAG), reHa AR y 4eTblpex 3THUYECKMX
rpynm. [eHotunmupoBas 3365 HOBOPOXIEHHBIX
MaJIbYMKOB eBpoTlieiickoro npoucxoxaeHus (Bemu-
koOputaHusi, ABctpaiuss u CeBepHas AMepuKa),
1742 — taiickux Mmansieii (Tannanng), 1142 — adpo-
kapubockux (bapbdamoc), 770 — MeKCMKaHCKMX (IITAT
Kamudpopuus, CIIA). Pacnipenenenue mauHbl AR
(CAG), MoOBTOPOB MO 3THUYECKUM TIpylnaMm ObUIO
caenyromuM: adpo-Kapubckuii aTHoc — 19.6 & 3.2
(mean * SD, 3nech u ganee) (caMblif KOPOTKMIA MO-
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BTOD U, IIO-BUIMMOMY, HaMOOJIbIIIasi aKkTUBHOCTh AR),
eBporeiinbpl — 21.9 + 2.9, ncnaHosSI3bIYHBIN 3THOC —
22.6 £ 3.1, Taiickuit — 23.1 £ 3.3 (caMblil JJTMHHBII
TMOBTOP M, TIO-BUIMMOMY, caMasi HU3Kasi aKTUBHOCTh
AR). 3HauuTeIbHbIE STHUYECKUE PA3IUUMSI B YaCTOTaX
CAG-anneneii reHa AR nipennosaraioT IIOTeHIIMaIbHbIE
STHUYECKME Pa3TuMs B aKTUBHOCTHA aHIPOTEHOBOTO
pelenTopa M, CJIeNOBaTelIbHO, B UYYBCTBUTEJIBHOCTH
TKaHEH-MUILIEHEN K aHIPOTreHaM.

B sTHUYecKM cMelIaHHBIX MHOMYJISLUSX Bapua-
oembHOCTD uricia AR CAG-1TOBTOpPOB MOBHIIIIEHA. Y
My>XuMH (n = 340) U3 3THUYECKU CMEIIaHHOK Opa-
subcKoM Tromynsinun CaH-ITaonmo [68] mmamaszon
CAG-110BTOpOB BapbupoBall oT 14 mo 35, mpudem
37.6% MyXdnH UMeJIn MeHee 22 TpurieTos, 15.2% —
22,22.4% — 23—24, 24.8% — Gomnee 24 TPUIIIETOB.

0O0630p nMeIIUXC padoT MoKa3ajl, YTO SKCIaH-
cust AR CAG-TI0BTOPOB Y MY:KUYIH 3aBUCHUT OT 3THU -
YeCKOl MPUHAIIEKHOCTU (reHeTu4YeckKoro ¢oHa) u
MaKCUMalbHBIN auana3oH aauHbel CAG-IIOBTOPOB
reHa AR 110 Bceil COBOKYITHOCTH M3yUYeHHBIX 3THOCOB
cocTaBysieT oT 6 10 40 TpUILIETOB. Y MYy>KUYMH HETPOU/I-
HOIT pachl MakcuMabHbIN nuana3zoH CAG-1IOBTOPOB
cocraBiisteT 13—34, XOTsT HEKOTOpPBIE TIOITYJISIIINI Me-
10T 6onee miMHHBIE CAG-NOBTOPHI;  MY>KUMH €BPO-
IEOMIHOI pachl, MPOXUBAIOIINX B PA3IMYHBIX PETHO-
Hax mupa, — 9—31, y My>X4MH MOHTOJIOMIHOM pPAacHl,
MIPOXKMBAIOLINX B BOCTOYHOI A3un, — 6—40 TpUITLIETOB.

O1ueHKa 3THUYECKUX pas3inunii mo mmHe CAG- u
GGC-noBTopoB reHa AR y My:K4nH BaxkHa IJIsI T1O-
HYMaHUSl BapuadelbHOCTU ajljiefieil 3Toro reHa u
pasinyuii B 4yBCTBUTEJBHOCTHU K aHAporeHam. I1o-
MYJISIUMOHHbBIE MCCIEI0BAHUS TMO3BOJUIN BBISBUTH
HE TOJIbKO F€HETUUYEeCKHE Pa3IMuus MEXIy pacaMmu
WM 3THOCAMU B YacToTax ajUiesieil moJiuMopdusma
CAG reHa AR, HO U COIIPSDKEHHBIE C HUMU PEIIPO-
IYKTUBHBIE pa3inuus, BKJIOUYass MYXKCKoe Oecruio-
JIWe, HapylLIeHHBIM crepMaToreHe3 u 3a0oJieBaHUS
PEIPOAYKTUBHOM chephl (pacCMaTPpUBAIOTCS HILKE).
OnHako YeJioBeUeCKHe TMOMYJSIUM PEeako MOXHO
pasrpaHUYUTh TOYHBIMU TE€HETUYECKMMU TpaHUIIA-
MU, OOBIYHO HAOII0aeTCs CYIIECTBEHHOE MePeKpPhl-
TUE DTUX T'PAHUII.

ACCOIIMALIUA AR CAG- .
N GGC-TIOJIUMOPD®U3MA C MYXKCKOU
PEPTUJIBHOCTbIO

Csa30 AR CAG-nosmopos ¢ myxuccKum
becnaoduem u cnepmamozene3om

OTa CBSI3b SIBJSETCS MPEAMETOM WMHTEHCUBHOM
JIMCKYCCUU, TIOCKOJbKY HWMEIOIIUECS pPE3YIbTAThl
MPOTUBOPEUYUBBI U YACTO HEHANEXHbI. B 0030pe, ocHO-
BaHHOM Ha CepHM U3 16 paHHUX paboT, BEITOTHEHHBIX
¢ 1999 o 2002 ., B BOCbMH M3 HUX OTMEYaIOCh, YTO 0O-
see mmmHHble AR CAG-NOBTOPBI acCOLMMPOBAaHbI C
OecrionveM 1 HapyllleHUeM CliepMaToreHe3a pasiny-
HOI1 CTeNeH! TSKeCTH [69]. DTOT TpeHa HabomaIcs B
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BBIOOpKAX OECIUIOMHBIX MY:KYMH C MAWOIIATHIECKOM
a300CIepMueii WM OJIMT0300CHepMUeii 13 ABCTpa-
yuu, Anonuun, CIIA, Benukoopurtanuu, ®paHuuu
n Cunramypa. B meiaom 3t gaHHBIE COITIACYIOTCS C
npeacraBiieHUsIMU, 4To Oosiece mimHHBIE CAG-1mo-
BTOPbl CHMXXAIOT TPAHCKPUIILIMOHHYIO aKTUBHOCTH
aHAPOTeHOBOro pelenTopa, YTo MPUBOAUT K OC1ad-
JIECHHOMY CIIepMaTOreHe3y U MY>KCKOMY OeCIUIOAUIO,
1 TIOATBEPXKIAIOT MHBEPTUPOBAHHYIO KOPPEJSLIUIO
mexny mmmHoit CAG-noBTopoB n ¢pyaknneit AR. K
nmpuMepy, B padote [45] uccienoBaiach CBI3b MEXIY
askcrnaHcueil CAG-noBTOPOB 1 HApYIISHUSIMU CITep-
MaToreHesa y (bpaHIy3CKMX MYXKYMH C UAUONATUYC-
CKUM OecruiogueM. ABTOPHI YCTAHOBWIN, YTO IJIMHA
CAG-n10BTOpOB 60J1blIIIE Y OECIUIOAHBIX MYXXYUH MO
cpaBHeHUIO ¢ pepTuabHBIMU (mean = SE: 23.9 £ 0.5
n 22.2 £ 0.4 cooTBeTCTBeHHO). TakmuM 0Opa3oM, KOJIM-
yectBo CAG-nIOBTOpPOB B IreHe AR yepe3 u3MeHeHUue
peuenTopHoil GYHKIIUU CIIOCOOHO MOIYJIMPOBATH
3¢ PeKTHl aHAPOTeHOB Ha ciiepMartoreHe3. OmHaAKO
B APYTUX UCCICAOBaHUSX He ObIO OOHAPYKEHO B3a-
nMOoCBsI3U Mexxny sKkcrtancueit CAG-mmoBTOpOB IreHa
AR n 1epbeKTUBHBIM CIIEpMAaTOTCHE30M Y MYKIHNH C
WAUONATUYECKUM OeCIUIOANEM U3 IIBEICKOM, He-
MELIKOIi, TOJIJIaHICKOI, OeIbrMiiCKOM, IaTCKON u
anoHcKoi nonyngnuii [69]. Hampumep, B pabore
[47] cpaBHuM KonudecTBO CAG-nnoBTOpOB reHa AR
y 4eThIpeX TPYMHIT HEMELKUX MYKYUH (YUCIACHHOCTD
IpyI BapbupoBana oT 14 mo 69): ¢ HopMallbHOI
CcIIepMOTpaMMOii; ¢ OoKa3aHHOI (pepTUIILHOCTHIO;
OEeCIJIONHBIX C a300CIepMUeii I ¢ (PaMUIbHBIM
OecIuionreM, KOTOpBIE CYIIECTBEHHO pa3jindaanCh
10 KOHIIEHTPALUM CIIEPMATO30UIOB B BSKYJISITE, HO
He oTiimyanauch mo yucity CAG-IoBTOpPOB, a TaKxXKe
no ypoHio JII', @CI" u cBOGOIHOIO TECTOCTEPOHA. Y
(epTIIBHBIX MY>XY1H C HOPMAaJILHOM CIIEPMOTPaMMOIA
Habmofanach oTpuliaTesIbHas KOppEsLus MeEXay
yuciaoM CAG-moBTOPOB 1 OOIIINMM KOJIMYECTBOM UJTN
KOHIIEHTpalell CIIepMaTO30MI0B B DSIKYJIsITe. ABTO-
PBI TIPEAITOIOXKUIIN, YTO BapuabeIbHOCTb IJIUHBI TTO-
JIUTITyTaMUHOBOTO TpakTa AR MoXeT BIMATH Ha
cIiepMaToreHe3 y MY:KUYMH C HOPMaJbHOII criepMoO-
rpaMMoOii, HO OHa, IO-BUAUMOMY, HE UTpaeT BEAy-
LIei poJId B MY>KCKOM O€CILIOIUMU.

B 6o1ee mozgHeMm MeTaaHanuze [39], ocHOBaHHOM
Ha 33 nyOnmKauuysIx, BeIIEAIINX 3a mepuon ¢ 1997 mo
2006 r., BeIsIcHsu1ach postb AR CAG-nonmuMopdusma
B MYXCKOM Oecruionui. B aHanm3 ObUIN BKIIOYECHBI
TPYHIIBI MYKUYMH Pa3IMYHOM 3THUYECKOU IIPUHAII-
JIEXXHOCTU (eBpoIleiicKue, KUTaiicKue, UHIANKMCKNE,
aBCTpaJIMICKe, U3paWIbCKIE), a TAKXKe TPYIIIbI C He-
WICHTA(UILMPOBAHHONM 3THUYHOCTHIO, YTO HE IT03BO-
JIVJIO BBIYJICHUTH POJIb TEHETUYECKOTo (DOHA B PEIIPO-
nyKTuBHBIX 3 dekrax AR CAG-noBTropoB. OmHako
MeTaaHaJn3 00eCIIeY MOAAEPXKKY TUIIOTE3bI O TeC-
HOM cBs13u Mexny mmnmHHbIMU CAG-moBTOpaMu U
NPEOPACHOJIOKEHHOCTbIO K CHUXXEHHOW MYXCKOMH
GEePTUIILHOCTHA 1 OECIUIOANIO.

J. B. OCAOUYVK, A. B. OCAAYYK

B manpHeitmem reorpadus ucciemoBaHmi 3HAUM -
TeJIbHO paciuupuiaach. bojee mo3gHuil MeTaaHaIU3
[25] conepxan naHHbIe 44 ONMyOIMKOBaHHBIX UCCIIE-
noBaHuii ¢ 1999 o 2014 r. n Bxomrounn 3950 6ecruton-
HBIX U 3684 GepTUIBHBIX MY:KYUH €BPOIIEOMIHOM,
MOHTOJIOUIHOI M CMEIIaHHO# packl. MeTaaHanu3
MOATBEPAWII, YTO OECILUIOMHBIE MYXUMHBI Y MY>KIM-
HBI ¢ azoocriepmueii nmerot 6osee KuHHBIN CAG-
TPaKT IO CPAaBHEHUIO C (pepTWILHEIMUA BHE 3aBUCH-
MOCTH OT Pachl. YCTAHOBJICHO, UTO Y MY>KYMH TOJIBKO
C a300CIIEPMUEI, HO HE C OJIMTO300CTIEPMUE, BBISIB-
JieHbl 6osiee IMHHBIE AR CAG-nOBTOPBI 110 CpaBHE-
HUIO C KOHTPOJILHOM TPYIIIOi, T.€. UMEETCSI CBSI3b
mexny minHot AR CAG-noBTOpa M TSKECThIO Jie-
dekToB criepMmaroreHe3a. OmHaKoO mMoOCJIeIHEe 3a-
KJIIOYEeHHE He ITOATBEpIMJIOCH B HemaBHeil padore
[70], B KOTOpO#1 ycTaHOBJIEHA IOCTOBEPHAs acColla-
st Mexny ainHoii AR CAG-TIOBTOpOB U 6eCIUIOn-
eM Yy NOpIaHCKUX MY:KUYMH, a 6ojiee mmmHHBIe CAG >
> 21 moBTOPHI OBLIU CBSI3aHBI C OJIMTO300CIIEpMUCH 1
TepaTo3oocnepmueii. B KOHTpoabHO (DepTUIbHOIT)
rpyIire My:X9uH BapuaberbHOCTh AR CAG-moBTO-
poB coctaBuia 12—28 tpuruieToB (cpenHee 19.3), a B
rpynre OeCIIOOHBIX MYKYMH — 7—29 TpUILIeTOB
(cpemnee 20.3).

AHaJlorMuHble pe3ybTaThl MOJy4YeHbl B paboTe
[71] Ha HEOOIBIINX, HO CBOOOTHBIX OT XPOMOCOMHBIX
aHoManuii u mytanuii AZF pernoHa Y-XpoMOCOMBI
BBIOOpKax (epTUIIBHBIX C HopMocnepMmuent (n = 13) u
OecIIOnHbBIX (1 = 64) My:KYUH €BPOIIEOMIHOM PACHI.
CpenHee konuuectBo CAG-TIOBTOPOB COCTaBJISLIO
19.3 =+ 5 nng peptunbHbiX U 22.2 = 3 (mean = SD)
st 6ecronHbiXx. Habmomanack oTpuLiaTebHast KOp-
pensiiys mexay iHoit CAG-noBTOpOB U mapamMeTpa-
MU CIIEPMOTPAMMBbI, MYXXUMHBI C TSDKEJIOM ONUro- u
azoocnepMueil umesu oosee nmMHHbIE CAG-IOBTOPHI
MO CpaBHEHMUIO ¢ (hepPTUIIbHBIM KOHTPOJIEM.

Accomuanusa mexny nianHoit AR CAG-T10BTOpOB
1 MYKCKMM OecrionreM Obla yCTaHOBJIEHA Y MpaH-
CKUX MYXUMH [72]. CpaBHeHME Tpyln MYXYUH C
uaromnaTudeckum oecriogueM (n = 150) u pepTriab-
HBIX (n = 150) mokaszajo 4OCTOBEpPHBIE Pa3Inudusl B
nHe AR CAG-noBTropoB (mean £ SD: 20.00 = 5.06
n 17.53 + 4.31 cOOTBETCTBEHHO), YKa3bIBast, YTO PUCK
MY>CKOTO Oecrionus yBeIMYMBAeTCsl C yBETUYEHU -
eM JUIMHbI noBTopa. Hanbosiee yacTeiMu B pepTUIIb-
HOM M G6ecrutonHoi rpynmnax oeum auienu CAG 20 u
CAG 21 cOOTBETCTBEHHO.

AHaJIOTMYHbIE BBIBOMBI CAEIaHbI IPU CPAaBHEHUU
MHBI AR CAG-NIOBTOPOB y €TUIETCKUX MYKYUH
[73] ¢ HEOOCTPYKTUBHOIM a300CIIEpMUEIi, ITOATBEP-
XneHHoii rucronarojiorueit u TESE (n = 120), u
depTrinbHOrO KOHTpOJs (n = 30). luamna3oH u cpel-
Hee 3HaYeHUE IIUHBI AR CAG-TIOBTOPOB Y MYXXYIH
C HEOOCTPYKTUBHOI azoocnepmueit (15—36 u 25.77
COOTBETCTBEHHO) JIEMOHCTPUPOBAIN 3HAYUTEIHLHOE
YBEJIMUEHUE 10 CPABHEHUIO C KOHTPOJbHOM I'PpyINoii
(11—30 1 20.70 COOTBETCTBEHHO).
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CraTUCTUYECKU 3HAYMMBbIE pa3andus B 1jinHe AR
CAG-110BTOPOB y 0€CIUIONHBIX U (DEPTUITBHBIX MYK-
YMH BBISIBIISIIOTCSI TajJleKO He Bcerma. B n3pauniabckoit
MOITYJISIIAY MY>KYMH CMEIIIAHHOTO 3THUYECKOIO CO-
craBa (eBpeu u apadnl) mmHa AR CAG-TOBTOPOB He
pa3iaudanachk MeEXAy TPYIHIOil ¢ MOAMONATUYECKUM
OecruiogueM 1 maTo3oocrepmueii (n = 114) u rpymimoit
KOHTpoOJIsI (n = 58) ¢ HOpMaJbHOII CriepMOrpaMMOii
(mean = SE: 21.7 = 0.5 u 21.2 = 0.7 COOTBETCTBEHHO),
XOTsI CYIIIECTBEHHBIE pa3Indns HAOIIOOAIUCh B ITapa-
MeTpax criepMorpaMmMbl. OIHaKO B IpyIire OecIuIon -
HbIX MyxX4uH Oosiee miMHHBIE AR CAG-TIOBTOPHI
OBLIM ACCOLIMUPOBAHBI C 00JIee BHICOKOM JOIEH MYK-
YHMH ¢ TepaTo3oociiepmueii [74].

He oOHapyXeHO 3HAUYMMOM KOPPEISIILINU MEXIY
nnuHoit AR CAG-TIOBTOPOB U PUCKOM MYXCKOTO
Oecrioavsi B 3THUYECKU OTHOPOIHOMN MOIYJISILIAN
erurieTckux Myx4uH [59]. He oOHapyXeHO CBsI3U
mexay nnnHoii CAG-11oBTOpOB reHa AR u 6ecriio-
JIMEM Yy UPAHCKUX MY>XUYMH MIPU CpaBHEHNU OeCILION -
HBIX C a300CHEePMUEI UM TSKEI0 OIUrocnepMuein
(n = 72) 1 pepTUIILHBIX C HOpMOcHepMueit (n = 72)
[75]. Cpennee uncio AR CAG-nioBTOpOB y OecIuion-
HBIX U (DePTUIBHBIX MY>KUMH cocTaBsuio 18.99 +0.35u
19.96 & 0.54 (mean * SE) ¢ nmanazonom 11—26 u 12—25
TPUILIETOB COOTBETCTBEHHO, MPUYEM y OECTUIOIHbBIX
MY>XXUMH HauOoJjiee pacnpoCTpaHEHHbI ajliesb CO-
crostt 3 19 (26.38%), a y KOHTPOJIBHBIX — U3 25
(22.22%) TpumieroB. He ymamoch oGHapyXuTh Cy-
mecTtBeHHOM cBs3u Mexny AR CAG-moBTopamMu M
GecIuroareM B MOMYJISIINSAX My>XXUrH 13 UHoum [56],
Kwurag [52], Typuum [76], Mopoanum [55].

I'eTeporeHHOCTD 1 IIPOTUBOPEUNBOCTD PE3YILTATOB
MPEACTaBICHHbIX ITyOJMKalMii MOXET ObITh BbI3BaHA
HeCKOJIbKMMU (akTopamMu. MccienoBaHuss mpoBOAv-
JIMCh Ha 3THUYECKM Pa3HOPOMHBIX ITOMYJISIILIMSIX, KOTO-
pble MOTYT OTJIMYAThCSl TEHETUYECKUM OBKIPayHIOM,
YTO MOXKET MOBJIMSATH Ha (DyHKLMOHAJIbHbBIE CBOCTBA
AR. Ipynmbl OeCIUIODHBIX MYXYMH, MPECEICKTUPO-
BaHHBIX JIJISI UICCJIEIOBAaHMSI, MOTYT XapaKTeprU30BaThCs
3HAYUTEJIbHOI TeTepOreHHOCThIO B OTHOILLIEHMM TeHe-
THUYECKUX, STNTEHETUISCKNX Y IPUOOPETEHHBIX IIPH-
YUH OecIUIonusl, HallpuMep, MOTYT COAepKaTh Ipy-
rue yeM AR CAG reHetnueckue myrauuu. HakoHelr,
B pa3HBIX UCCJIEIOBAHUSIX UCIIOJIb30BaJINCh Pa3Idd-
HbIe KPUTEPUU BKIIIOUCHHUSI YYAaCTHUKOB, KOTOPHIC
4acTO Pa3HOPOMHBI MO 3THUYECKOMY COCTaBy, BO3-
pacTty u cTarycy (epTUIbHOCTH.

Cés3b AR CAG-noémopog
€ penpooyKmuGHbIMU 2OPMOHAMU

INy6mmkanmm o acconmannu AR CAG-1ronumop-
du3zMa ¢ MyKCKoit (PepTUIILHOCTHIO HEPEIKO BKITIOYA-
IOT HapsIAy ¢ IIapaMeTpaMy CIIepMOIrpaMMbl YPOBHU
TOPMOHOB TUITOPU3apHO-TECTUKYJISIpHON ocu. Ha-
MIpUMeEP, B STUIIETCKOM ITOITY/ISLIMY MYXKUYUH MEXIY
MIEPBUYHO OECIUIOMHBIMY NAIMEHTAMMU C OJIMTOCIIEP-
mueii (n = 44) n GepTUIbHBIMU MyXXdruHaMu (1 = 20)
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HalimeHb! pasmmuuns 1Mo yncity CAG-TTOBTOpPOB IreHa
AR, KOHLIEHTpallMU U MOABUKHOCTHU CIIEPMaTO30U-
JIOB B 2IKyJIsITE, a TakKe 1o ypoBHIO MCI B kposu. B
0o0enx rpymiax MyXXJIUH HaOogazach OTpUiiaTeIb-
Hast Koppesinust Mexay mimHoit CAG-TIOBTOpOB U
KOHIIEHTpaleil CIIepMaTO30MI0B, U ITOJOXKUTEIb-
Hasg — Mexny minHoit CAG-TOBTOpPOB M YPOBHEM
dCT [77]. B pabote [59] mmua AR CAG-1oBTOpOB
He pasimyajiach MexXay OecruiomHbiMU (n = 129) u
depTIbHBIMU (1 = 52) eTMNeTCKUMHN MYXYMHAMU
(mean £ SD: 18.30 £ 2.3 1 18.18 £ 3.6 coOTBETCTBEH-
HO), HO HaOII0Ia1ach IOJIOXUTEIbHAS KOPPEIISIUS
Mmexnay aanHoii CAG-IIOBTOPOB U YPOBHEM TECTO-
CTepOHa B IPYyIIle OECIUIOMHBIX MYXXUYWH, 2 YPOBHU
OCT, JIT', mponaktuHa He 0butH cBsizaHBI ¢ AR CAG-
MMOBTOpaMM. AHAJIOTMYHBIE PE3YIbTATHI IIOJIyYEeHBI Y
MOJIOJbIX €BPONENLIEB, Y KOTOPHIX HAMIEHBI TTOJ0XKMU-
TeJIbHbIE Koppensiiyy Mexxay 1muHoii AR CAG-noBTO-
poB 1 ypoBHeM JII" m cBOOOIHOTO TecTocTepoHa [78].

B npencraBuTenbHOM NOMYISIIMA MOJOJIBIX MY~
YiH 100poBobLEB (1 = 974) U3 GaNTUIICKUX CTpaH
mmHa AR CAG-11oBTOpOB BapbupoBaa oT 13 no 33,
MpUYeM cTpaTuUKALNS yYACTHUKOB Ha TPU TPYIIIbI —
¢ koporkumu nosropamu CAG < 21 y 29.8%, cpen-
HuME 22 < CAG £24y48.9% v mmmaneiMu CAG > 25
y 21.3% 1mo3BOIMIIa BEISIBUTH CIIEPMUOJIOTHTYECKHE U
ropMoHasbHble paznnaus [79]. Jnmuaabsie AR CAG-110-
BTODPBI ObLIIN CBSI3aHbI C TIOHMXKeHHBIM YpoBHeM DCT,
a My>XYMHBI ¢ KomOmHatmen mmHHBIX CAG > 25 n
MHHBIX GGC > 24 BapuaHTOB XapaKTepHU30BaJIMCh
noBbIlIeHHBIM YpoBHeM JII' 1 TecTocTepoHa, TTOHU-
JKEHHOM KOHILIEHTpalMeil M OOIIMM KOJUYECTBOM
CIEepMaTO30UIOB B ISIKYJISITE.

B pa6orte [80] ycTaHOB/IEHO, YTO UHIAMBUIYaIbHAS
BapuadeIbHOCTb YPOBHS TECTOCTEPOHA Y MY>KUMH MO-
XeT ObITh yacTUIHO oOBsicHeHa AR CAG-11oimMop-
duzMom. Ha 6ostbI1I0# IpyTine 3M0pOBbIX OSIBIMACKUX
MYX4JUH (n = 1257) mokasaHa ITOJIOXUTEIbHAS aCCO-
nmanys mexxny 1mmHoi AR CAG-TIOBTOPOB 1 YPOBHEM
o0111ero U1 cBOOOTHOIO TectocTepoHa, Ho He JII' unu
I'CIII (ro0ynuH, CBI3bIBAIOIINIA ITOJIOBEIE TOPMOHBI).
ABTOpBI TIPEAIIOaralor, YTo y My>kunH 6.0—8.5 n 10—
14% vHIMBUIYATBHOI M3BMEHUYNBOCTH YPOBHS OOILIETO
U CBOOOIHOTO TECTOCTEPOHA, COOTBETCTBEHHO, CBSI3a-
HO ¢ AR CAG-ntonmmMop¢pn3MOM, OTHAKO MYKUMHBI C
YPOBHEM TEeCTOCTEPOHA BhIIlIE HOPMAJIbHBIX 3HAYCHUIA
He 00s13aTeIbHO OYAYT UMETh 00JIe€ BLICOKYIO UYBCTBHU-
TEJIbHOCTb K aHAPOTe€HaM B TKAHSIX-MUIIIEHSIX 10 CpaB-
HEHUIO C MY>XXUYMHAMU C TTOHWKEHHBIMU YPOBHSIMU
TeCTOCTEpOHA.

B pa6ore [81] yuacTHUKOB MCCIeIOBaHUS B BO3-
pacte 40—79 net pekpyTUpOBaIu U3 OOIICH OIS~
LU BOCBMU eBpoIeicKux cTpaH (n = 2878); cpen-
Hsist nimmHa AR CAG-nioBTOpoB cocraBisiia 22.1 + 3.1
(mean = SD). B 2T0i1 BBIOOpPKE BBISIBICHA MOJIOXK-
TeJibHasl accouuanus mexay aauHoit AR CAG-1o-
BTOPOB M YPOBHEM OOIIETO M CBOOOTHOIO TECTOCTE-
poHa u orpuuareibHas — ¢ ypoBHeM @CI u JIT', Ho He
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OBIITO ycTaHOBIIEHO acconuaryy ¢ ypoBHeM I'CITI. AB-
TOpPBI IOJIararoT, 4YTo 60jee mInHHBIe CAG-TOBTOPEHI
0CJIa0JISIIOT OOPATHYIO CBS3b aHIPOICHOB B TAIOTaNa-
MO-TUNO(MU3APHO-TECTUKYJISIPHOI CUCTEME WM TIOBBI-
IIAI0T YPOBEHb TeCTOCTepOHa. [T0CKOJIBKY C yBeande-
HueM IMHBI CAG-IOBTOPOB MPOMCXOOUT CHIDKECHIE
(GYHKIIMOHAIIBHON aKTUBHOCTU AR, mpM MIMHHBIX
CAG-110BTOpaXx IIOBBILICHUE YPOBHSI TECTOCTEpPOHA
MOXHO paccMaTpuBaTh KaK KOMIIEHCATOPHBII (-
dexT 11 nomaepKaHus afeKBaTHOTO aHAPOreHOBO-
ro craryca MyX4uHbl. C T€eHEeTUYECKOI TOYKU 3pe-
HUSI YPOBEHb TECTOCTEPOHA, HECOMHEHHO, SIBJISICTCS
NOJMTeHHBIM Tpu3HakoM, a CAG-nmoimMopdusm
reHa AR sIBJIsieTCS JIMIIIb OOHUM M3 MHOTUX T€HETU-
yeCKMX (paKTOpOB, JIeXKAIIMX B OCHOBE TEHETUYECKO-
r0 KOHTPOJISI 3TOTO TIPU3HAKA.

Y MOJIOABIX KMTAMCKUX MYXYMH HaIlMOHATBLHO-
ctu xaH (n = 253) oueHuBajgach accouuanus AR
CAG-nonmuMopdu3ma ¢ pernpoayKTUBHBIMUA TOPMOHA-
mu (DOCT, JIT, 1pojiakThH, TeCTOCTEPOH, 3CTPAIUO 1
nporectepoH), mprudeM unciao CAG-TTOBTOPOB Bapbi-
poBaio B auana3oHe oT 13 10 30 co cpemHuM 3HaYeHU -
eM 20.55 u menuanoii 20 TpuruieTos [82]. JnuHna CAG-
TTOBTOPOB TIOJIOKUTEIIEHO KOPPEMpoBajia C YPOBHEM
OOIIIETO TECTOCTEPOHA, HO HUKAKUX KOpPpeJsIuil He
00HApyKEeHO C YPOBHEM JAPYTHX TOPMOHOB.

Ony06iMKoBaHbI JaHHBIE 00 OTPULIATEIBHOM KOP-
pensinun Mexnay konuuecTBom CAG-TIOBTOPOB U
ypoBHeM JII' 1 @CT B rpymnmne 310pOBbIX 1O0OPOBOJIb-
1eB (n = 131) ¢ HopMaJTbHBIMM MOKA3aTEJISIMU CIIEpP-
Morpammsl [47]. AHanorudHble JaHHBIC ITOJYYEHBI
Ha MOJOABIX QMJIMIITMHCKUX MyKUnHax (n = 722),y
kotopbiX cpeaHee uuciaio CAG-noBTopoB reHa AR
coctaBisio 21.1 = 3.5 (mean = SD) ¢ nmanazoHoMm
8—38 m oTpuuaTeNbHO KOPPEIMPOBAIO C YPOBHEM
DCT [83]. B ucciienoBaHUM MOJbCKUX MY>XXKUYMH J00-
poBoubleB (1 = 180) 3 00ILIel TONMYJISILINN KOJIYe-
ctBo CAG- 1 GGC-1moBTOpOB TeHa AR COCTaBIISLIIO
21.93 £ 2.79 u 23.2 £ 1.66 (mean = SD) ¢ nnanaso-
HOM 16—31 u 16—29 coOoTBETCTBEHHO; Ha0II0Aa1aCh
3HAUYUTEIbHAS TTOJOXUTENbHAS KOPPESILUs MEXIY
mmHo CAG- u GGC-noBTopoB 1 ypoBHsiMU JIT' 1
®OCT u oTpuLIaTeibHasA — C yPOBHEM TECTOCTEPOHA U
acrpamuona [84]. B To ke BpeMs y IMaKMCTAHCKUX
MYXXYUH OOHapyXeHa OTpUlIaTeJbHasl KOppeJsius
mexnay mmHoit CAG-noBropoB u ypoBHeM DOCI u
TecTocTepoHa, mpudyeM JiauHHble CAG > 26 TOBTOPBI
ObLIIM aCCOLIMMPOBAHBI C TIOHUXEHHBIMUA YPOBHSIMU
DOCT u TecTtoctepona [85]. MIMeroTcs ImyOanKaiuu,
IJe He ObUIO BBISIBJIEHO accollMallui MeXAy IJIMHOMN
AR CAG-1I0BTOPOB U peNpOayKTUBHBIMU TOPMOHAMU.
Harnpumep, nipu vccienoBaHUM ABYX TPYIIIT HEMEIIKUX
MYKUMH ¢ OecIionyeM M pa3TndHbIMUA (OpMaMHM TTa-
To3oocnepMuu (1 = 217) 1 KOHTPOJISI C HOPMOCIIEpMU-
eil ¢ MoKa3aHHBIM WIM HENOKa3aHHbIM OTIIOBCTBOM
(n= 131) He OBLIO BBISIBIEHO TOCTOBEPHBIX KOPPEISI-
uuii mexnay mmHoii CAG-MOBTOPOB U MapaMeTpamu
cnepmorpaMmmil, ypoBHeM PCI, JII' u TecrocrepoHa,
XoTd pasnnuus 1mo ypoBHio MCI, TecrocTepoHa U Ko-
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mraectBy CAG MOBTOPOB MEXIy My:KUMHaMH C Oec-
TioaveM U pepTwibHbIMU (mean = SD: 21.5 £ 29 u
19.4 + 3.1 cOOTBETCTBEHHO) OBLIHM JOCTOBEPHEI [46].

Bonbliiioe konmuecTBO UCCAeI0BaHUI YKa3bIBAIOT
Ha BmssHUE TIMHHBIX AR CAG-IIOBTOpPOB Ha 3HIO-
KPUHHYIO DYHKIIMIO TUNIOGU3APHO-TECTUKYISIPHOM
OCH C ITOBBIIIIEHUEM YPOBHSI TECTOCTEPOHA, UTO, [I0-BU-
TUMOMY, SIBJISIETCSI KOMITEHCATOPHBIM 3 (hEKTOM, IO -
JIepXKMBAIOILINM aJIeKBaTHbI! TOPMOHAJIbHBIN YPOBEHb,
HEeOOXOIUMBII [JIs1 criepMaToreHe3a. BosaMoxHo, 4To
poiib CAG- u GGC-nosnMopdusma reHa AR cocTo-
UT TJIaBHBIM 00pa3oM B MOIUGUKALIUU U PETYIUPO-
BaHUM OOpaTHOM CBSI3U B 9HIOKPUHHOI CUCTEME -
nodrusz—ceMeHHUKN U 3PdeKToB aHAPOreHOB Ha
Mpoliecc criepMaToreHes3a, a He B IPSIMOM U HE3aBU-
CUMOM BJIMSSHUU Ha cIiepMaToreHes. BhisgBieHHas
MPOTHBOPEUUBOCTh PE3YJIbTATOB TOPMOHAJIBHBIX UC-
cJieJOBaHM CBsI3aHa, BEPOSITHO, C MAJIOM YMCJIEHHO-
CThIO U Pa3HOPOJHBIM 3THUYECKUM COCTABOM UCCIIe-
JIyeMbIX TPYMII U, NIABHBIM 00pa3oM, C pa3uyHbIMU
MPUHLIMIAMU 1ToA00pa KOHTUHIEHTA.

Poab s5muoca 6 accoyuamuernvix c8a35x mexncoy OAUHO
AR CAG-noemopoé u myxicckoii pepmuabHOCHbIO

Kak yxe ynmomuHanock, nimuHa CAG- n GGC-an-
neneii reHa AR 3aBUCUT OT 3THUYECKOTO (pakTopa, 1
caMble JUIMHHBIE ajUuleii HaliIeHbl Y a3uaToB, Cpell-
Heli JUTMHBI — y eBPOIEOUIOB U CaMble KOPOTKUE — Y
adpuKaHIIEB, MO3TOMY MPEANOIATAETC, YTO YUCIIO
CAG-n0BTOPOB MOKET OKa3bIBaTh pa3HOE BIMSIHUE Ha
MYXCKYIO PENMPOAYKTUBHYIO (DyHKIIUIO B 3aBUCUMO-
CTH OT 3THMYECKOI MpUHAIIEKHOCTU (O3KrpayHaa)
1 reorpauyeckoro Mecrta NMpOXUBaHUS UCCIemye-
MO IPYIIIIBI.

Bapua6enbHocTh minHbl AR CAG-anneneit cpas-
HUBaJach B MOMNYJISIIUSX OCHOBHBIX PACOBBIX I'PYIIII
[62, 64, 66, 67, 86, 87]. Ecaiu pacnipeaeanTb UMeEIO-
IIMECHd SKCIICPUMCHTAJIbHbIC pa6OTbI IO 3THUYECKO-
MY COCTaBy YYaCTHUKOB, TO acCOLMALIASA IJIMHHBIX
AR CAG-anneneit ¢ My:KCKUM OeCIUIOOTNEM YBEPEHHO
YCTAHOBJIEHA VI HOMYJISILUA €BpONEOUTHOM pacChl,
HO TaKMe CBSI3U PEOKU B a3MATCKUX U appUKAHCKUX
MOITYJISILMSX, YTO MHOATBEPKIAETCS BBIBOZAMU HE-
CKOJBKUX MeTaaHaJIn30B [25, 88]. Ve B paHHUX pa-
0oTax BBICKA3bIBAJIOCh IPEANOJIOXEHIE, UYTO Bapua-
oenmbHOCTE CAG-anieneit ¢ MEHBIIIEN BEPOSITHOCTBLIO
CBsi3aHa C PUCKOM OECIUIONUS Y a3UaTCKUX MY>KUUH
[46]. CripaBemIMBOCTY paay OTMETHUM, YTO B TPyIIIax
MY>XXYWH eBpOINeONITHON packl IuIMHHBIe CAG-aiienn
HE BCErJa UrpaloT 3HAUUTEIbHYIO POJIb B Pa3BUTUU
OecIuIonurs WIN KOPPEJIUPYIOT C IVIOXUM Ka4yeCTBOM
CIICPMBI.

B poccuiickux nomyasinusiX My>K4uH IIPOBEICHO
HECKOJIbKO MCCIEI0BaHMI MO pacIpOCTPaHEHHOCTHU
AR CAG-amieneil v BBIIBIECHHWIO accollaliiy ¢ 6ec-
IUTOOMEM U TTapaMeTpaMU cliepMatoreHesa. B pabote
[89] mmamazon AR CAG-TIOBTOPOB y OECIJIOTHBIX
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poccuiickux myx4duH (n = 200) BappupoBan ot 7 10
31, cpeaHee YKCI0 IIOBTOPOB cocTaBmio 22.2 + 1.63,
a HauOoJiee 4YacCTO BCTPEYAIONIUMCSI ajliejieM ObLI
CAG21 (13%). He 6bI10 OOHApY>XeHO 3aBUCUMOCTU
Mexny KonnmdecTBoM CAG-TTOBTOPOB 1M KOHIIEHTpa-
el crIepMaTo30Ma0B B 3s1KyJisite. CTpatuduKamus
nanueHToB 1o mwinHe CAG-amneneil Ha IUIMHHBIE
CAG 226 (n = 40), kopotkne CAG <19 (n =25 mu
yca0BHO HopMasbHble BapuaHThl 20 < CAG <25 (n=
= 135) He BbISIBIIIA PA3IMYNii IO ITapaMeTpaM CIIEPMO-
rpaMMBl, BKJTIOYast KOHLIEHTPALIUIO, JOJTIO IIPOTPECCUB-
HO TIOOBIDKHBIX M MOP(MOJIOTMYEeCKN aHOMAJIbHBIX
criepmato3onaoB. [1ockoabKy Goliee cepbe3HbIe Hapy-
LLICHUSI CTIepMAaTOreHe3a OTMEUCHBI Y MY>KUYMH C KOPOT-
kM 1 IMHHBIMA CAG-noBTOpaMu, aBTOPHI I1OJI-
nepxxuBaroT MHeHNEe 0 BTusTHM CAG -TronnMopu3-
Ma reHa AR Ha criepMaToreHes, paccMaTpuBasi JJIMHY
AR CAG-TIOBTOPOB KakK AOIOJHUTEJIbHbINT MOJIEKY-
JISPHBINA MapKep MY>KCKOTO GeCITIOANS.

B 6onee mo3gHeM ucciaemoBanum [31], Takke mpo-
BEIEHHOM Ha OECIUIONHBIX POCCUUCKUX MY>XKUMHAX
(n=1332), ynucino AR CAG-110BTOPOB BapbUpPOBaJIO OT
9 no 31, caMbIM pacIrpoCTpaHEHHBIM ajijiejieM ObLT
CAG21 (21.6%), nnunnble amtenu CAG > 27 npen-
craBiieHbl y 7.5%, a xopotkue ajutesu CAG < 19 —y
5.1% wnccremyemoii rpymmbl. K coxaneHuro, B cTaThe He
ObUIO MPEACTABICHO JaHHBIX O CBSI3W MEXTY JJIMHOMN
AR CAG-110BTOpPOB ¥ apaMeTpaMu CIIEPMOTPaMMBI.
ABTOpBI cUMTAIOT, 4TO onpeneeHune ynucia AR CAG-
IMOBTOPOB Yy OECTIJIONHBIX MYXYMH MaJio MH(popMa-
TUBHO B KJIMHUYECKOM OTHOIIECHUM, TIOCKOJIbKY HeE
MO3BOJISIET YETKO BBIIEIUTh TPYMIIbl PUCKA U YCTaHO-
BUTb IPUUUHY OECIUIONMS, a B ClTyyae JJIMHHbIX ajljie-
Jieit maeT “H(MOPMAaILIMIO TOJIBKO O BO3MOXKXHOM reHeTH -
YyeCcKol MpeapacioaoXXeHHOCTH JTaHHOTO MY>KUMHbI K
O€ECIUIOINIO.

B pa6ote [90] npencrasiaeHbl pe3yabTaThl UCCe-
nosanms noamMopdmsmMa CAG-11oBTOpOoB TeHa AR B
BBIOOPKE OECIIOMHBIX POCCUNACKUX MYXXUMH, IIPEUMY-
IIECTBEHHO PYCCKUX, C ITaro3oocnepMueii (n = 591), ¢
HopMocHiepMuel (KOHTpoJib, # = 131), ¢ moKazaHHOI
¢epTUIBLHOCTHIO, HO 6€3 aHaI3a CIiepMOTrpaMMBbI (1 =
= 286). KomuectBo CAG-noBTOpOB reHa AR Bapbu-
poBaJIo B TpyIIe maro3oocrepmMuu or 7 no 37, a B
KOHTpPOJIbHOI rpytire oT 18 go 31. MenuaHbl QIUH-
Hbix CAG-anneneii (226), cpennnx (19—25) u xopoT-
Kux (£18) He pas3Iuyaanch MEXIy IpyIIIaMu MY>KIUH
C pasIMYHBLIMU (opMaMu MATO300CTEPMUU, KOH-
TPOJIEM U TPYIMIONI ¢ MOKa3aHHOI (PEepTUIBHOCTHIO.
OmHaKO KOJWYECTBO IUIMHHBIX M KOpOTKNX CAG-ai-
JieJieii B TpyIIre C OJIUT0300CIIepMUEii ObLIO OoJIbIIIe,
yeM B KOHTPOJIE, YTO CBUIETEILCTBYET O ITOJIOXKM-
TENBbHOM CBS3M KOPOTKMUX M IUIMHHBIX CAG-TI0OBTO-
poB c OecruionueM, a Takxke O HeOJIaronmpusiTHOM
BJIMSIHUM KaK JUIMHHBIX, TAaK U KOPOTKMX ITOBTOPOB
Ha cnepMmaToreHe3. Pe3yabraThl 3TUX M APYTrUX HC-
clief0OBaHU, TIPOBEICHHBIX Ha BBIOOPKAX PYCCKUX,
YKPaMHCKMX M IIOJIbCKUX MYXKXYMH, CBUACTEIBCTBY-
IOT, YTO B CJaBSIHCKOM 3THOCE Haubojee pacrmpo-
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cTpaHeHHBIMU IBIsTIOTCST CAG-anmnenm reHa AR ¢ 20—
22 tpuruietamu [31, 84, 89—91].

Hmeromes au pegpepernchvie 3Hauenus
oaunvt CAG-nosemopoe eena AR?

C ToYKM 3peHUSI MOBBIIEHNS MTHPOPMATUBHOCTH
pesyabTraToB aHanu3a AR CAG-nioiuMopdusMa Kak
dakTopa, IpeapacIiojiaraloliero K MyXcKomMy Oec-
IUIOAWIO, BOIIPOC BEIOOPA MOPOTOBOM IUIMHBI ITOBTO-
pPOB IJISI TMaTHOCTUYECKUX 1IeJIeii UMeeT MPUHILIATIH -
aJlbHOe 3HauyeHMe. B OONBIIMHCTBE CiydyaeB TaKoe
JIeJICHHE IIPOBOAUTCS SMITMPUUECKH WMJIM WCXOIST U3
pe3yJIbTaTOB paHee ONyOJMKOBaHHBIX paboT. Ha-
npuMep, B MetaaHaim3e [88], ocHoBanHOM Ha 40
nyonnkauusax, Bermenmux ¢ 2000 mo 2015 1., maercsa
rnoporosasi BeJnurHa LIMHBI CAG-NOBTOPOB IreHa
AR xak 21 Tpurier, OoCKOJbKY aBTOPHI IOKa3aiu,
yTo 60Jiee nuHHBIE asutenn CAG > 21 cBgI3aHBI C TTO-
BBILIICHHBIM PUCKOM Oecrionusi. B npyrom meraHa-
quze [92], Bkmovawoiem 1831 deptunbHbIX 1 2084
0ECIUIOMHBIX MYXKYMH, aBTOPHI IPEIIOKIIN IIPOBO-
IuTh crpatudukanuio yrucia CAG-TIoBTOpOB TreHa
AR 1io Tpem KateropusiMm CAG < 22, CAG =22-23u
CAG > 23, npmanMas 3a pedepeHCcHOe 3HaYeHUE
HopMbl yncio CAG-noBTopoB, paBHOe 22—23 Tpu-
wietaM. Takoe fejeHre OCHOBAHO HA UCCICAOBAHUSIX
in Vvitro, KOTOpbIE YCTAaHOBWIM HAWBBICIIYIO AKTUB-
HocTh AR Tipu 1j1MHE TIOBTOPOB, paBHOM 22—23 Tpu-
rieta. JlaHHBIM MeTaaHaaU3 TO3BOJIM 0OOCHOBAThH
CYIIIECTBOBAaHME HEJIMHEMHONM acCOLMalluM MEXIY
mmHoi CAG-noBTOpoB reHa AR 1 MyXcKoil dep-
TUJIBHOCTBIO, TOCKOJILKY CYOBEKTHI C IJIMHOM ITOBTO-
poB MeHee 22 n 6oJiee 23 MMeN MTOBBITIIEHHBII pUCK
Oecrutonusi.

Psin aBTOpOB Tpeajiaraet Apyrve moporoBbie 3Ha-
YeHUsI, HAIIPUMEDP B POCCUMCKON MOMYJISLMUA MYXK-
YUH K Tpylie yciaoBHO IIWHHBIX CAG-anneneit
MpeajiaraeTcsl OTHOCUTD ITOBTOPHI JUIMHOM 6oJjiee 26
tpuruietoB [31]. B pabote [89] mist poccuiickux myx-
YUH B KayecTBE KPUTEPHUS YCJIOBHO HOPMAaJbHOIO
koimyecTBa CAG-noBTOpOB reHa AR BLIOpaH MHTEP-
Bajt 20—25 noBTopoB. TakuuM o6pa3oM, B oIpeaesie-
HUM ToporoBbix 3HaueHul miHbl (CAG), reHa AR
MMEIOTCS pa3HOoIIacusi, KOTOphIC, II0-BUIUMOMY,
HEOOXOOUMO YCTpaHUTh, IO KpaliHeil Mepe s
OIpeAeEHHbIX STHUYECKUX TPYIIN, YTO OJaroTBOp-
HO CKaXeTCsl Ha YCOBEpIIEHCTBOBAHUU aJrOpuUTMa
o0cienoBaHUsSI MyXXUMH C OeCIUIONMEM U TTOHVKEH-
HOI PepTUIILHOCTHIO.

Kocsennoe eausnue onrunvt AR CAG-noemopos
HQ MYXCCKYIO (hepmuibHOCMb

Bapuat6enpHocts miinHbl AR CAG-TIOBTOPOB MO-
JKeT KOCBEHHO BIIMSITh HA MYKCKYIO (DEpPTUITBHOCTD,
urpasi pojib mpenpacriojaraoiiero ¢pakropa 6ecruio-
must. T1ocKOabKY aHAPOTEHOBHINM pEIenTop BaxkeH
IUIST HOPMAJIBHOTO Pa3BUTHUSI MYKCKHMX HApY>KHBIX U
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BHYTPEHHUX TEHUTAIINI, MOXHO OXUOATh, YTO OCIa0-
JieHre GYHKUIMU aHAPOTeHOBOIO peLeNTopa BCJIea-
ctBue yumnHeHUsE CAG-ITOBTOPOB MOKET IPUBOAUTE K
HE3aKOHYEHHOI (HEITOTHOM) MACKyJIMHU3ALNN MYyX-
CKUX TTOJIOBBIX OpraHOB. BEIsIBIIEHa CBS3b ITMHHBIX AR
CAG-noBTOpPOB ¢ MAMONATUYECKOM TUIocHagueit,
KOTOpas SIBJIIeTCS OMHUM U3 HanboJiee pacipocTpa-
HEHHBIX BPOXICHHBIX MTOPOKOB Pa3BUTUSI MYXKCKOit
penpoayKTuBHOI cucteMbl [93]. B MmeTaaHanuze [94]
0o0OCHOBaHa accolMalnsd MeEXIy INIMHHBIMUA AR
CAG- n GGC-noBTOpaMM U PUCKOM KPHUIITOPXU3-
Ma, OJHAKO YITOMWHAETCSI, YTO 3Ta aCCOL[UALIMsI ObLIa
SICHO BBIPaXX€HA B MOMYJISILMAX MY>KYMH €BPOIIEOUI-
HOI1 pachl, HO MPAKTUYECKU He MPOSIBIISIACh Y MOHTO-
JIonnoB (a3uaToB). YCTAHOBJICHO BIIMSIHUE JIMHHBIX
AR CAG-11oBTOpOB Ha CHIDKEHHBIN OOBEM SUUEK W
¢yHKuM©O KiIeToKk CepTonu U, cliegoBaTebHO, Ha
MPOAYKIIMIO CIIEPMATO30UI0B Y (DEPTUIILHBIX U Oec-
IUIOmHBIX MyXuuH [95]. Kak cBMmeTeabCTBYIOT pe-
3yJIbTaThl MeTaaHaIM30B [63, 96], Gojee KOpOTKHE
AR CAG-n0BTOpbI, COMPOBOXIaEMbIe MOBBIILIEHHO
BKCIIpeccueii TeHa AR, BOBIeYeHBI B 3TUOJIOTHUIO pa-
Ka TpOCTaThl U MOTYT CIYKMTb MapKepaMH pPHUCKa
storo 3aboneBanusg. bonee mmuHHble AR CAG- u
GGC-noBTOpPBEl aCCOLIMMPOBAHBI C IIOBBIIIEHHBIM
PUCKOM paka CeMEHHUKOB [97].

CHIXeHne MYXKCKOM (DepTHIBHOCTH HAOII0oaeT-
csl IpU HeliporeHepaTUBHBIX TeHETUYSCKUX 3a00Je-
BaHMSIX, BBI3BAHHBIX 3HAYMTEIBHBIM YBEIMYEHUEM
koymmaectBa CAG-110BTOpPOB B 3K30He | reHa AR, Ha-
MprUMep P YIIOMUHABIIIENCS paHee CIIMHOOYIb0ap-
HO#1 MBIIIIEYHOI aTpodnH, KOTOpas acCOLMIpOBaHa
C HOOKPUHHBIMU HapyIIeHUSIMH, THHEKOMACTHUEH,
onuro3oocriepMueit i azoocriepmueii [34]. Bapua-
6enbHOCTh AR CAG-TOBTOPOB MOXKET OKa3bIBaTh HE-
TaTUBHOE BIMSTHUE Ha CEKCYyaTbHYI0 (DYHKITMIO MYXK-
Y1H, KOTOpasl TAKXKe MOXET IIPUBOAUTD K OCCILIONUIO,
npudeM y MyxXXunH Oosee mmuHHbIE AR CAG-TpakT,
ITO-BUINMOMY, TIpeapacroaraeT K GopMUpoOBaHUIO
cekcyanbHOl auchyHkiuu [98, 99]. B To ke BpeMs
UMEIOTCS pabOThI, B KOTOPBIX HEe OBLUIO BBISIBJIEHO ac-
counanuu yuciaa AR CAG-II0BTOPOB ¢ IIPOSIBIICHUSI-
MU 3PEKTUIBHOM nuchyHKunu [66].

Psan uccnenoBaHuii yka3blBaeT Ha BaXKHYIO POJb
AR CAG-noaumopdusma B peaiudaiiu TeparneBTH -
yeckrx 3 (dEeKTOB aHIPOreHOB, MOCKOJIbKY AR uepes
MPSIMYIO PETYJISILIMIO TPAHCKPUIILIMKA TEHOB OMOCPENYET
nepudepudeckure 3PeKThl TECTOCTEPOHA U TUTUIPO-
TecTocTepoHa. B KJIMHUYECKOI aHIPOJIOTMU HEPEIKO
MPUMEHSETCS 3aMECTUTENIbHAS Teparusi aHApOreHamMu
JUUISI THAYKLIMW BTOPUYHBIX MOJIOBBIX MPU3HAKOB, BOC-
CTaHOBJICHUSI CIIepMaToreHes3a y 00JbHbBIX C TUTIOTOHA-
JNIOTPOTNIHBIM THUMOTOHAAU3MOM, CEKCYaJlbHOW IUC-
¢dyHKIIMEel, KOTopasi ConpsikeHa ¢ HE0OOXOIUMOCTbhIO
KOHTponrpoBaTh ee 3dpdektuBHOCTh [100]. YcTa-
HOBJICHHWE KOPPEISITUBHON CBS3U MEXIAY IJIUMHOMN
CAG-noBTopoB reHa AR ¥ OTBETOM Ha 3aMECTUTCIIb-
HYyIO Teparuio aHAPOreHaMHu OKa3aJloCh BaKHbIM Ha-
MpaBJieHWEM, TIOMOTAIOLIMM MPU IUATHOCTUKE TMIIO-

J. B. OCAOUYVK, A. B. OCAAYYK

TrOHaAM3Ma W BBHIOOpPE WHAMBHUOAYAJIBLHOTO ITPOTOKOJIA
TOPMOHAJIbHOIM 3aMECTUTEIbHOI Tepariy aHapOreHa-
mu [35].

AR GGC-nosmopwt u mysxicckas pepmunbHOCMb

CBsa3p Mexny mmmHoii GGC-IIoBTOPOB ITeHa aH-
JIPOT€HOBOIO peleNTOpPa U MYKCKOI (DEPTIILHOCTHIO
u3yyajach pexe, HO pe3ylbTaTbl TaKXKe OKa3aJUCh
IIPOTUBOPEUUBBIMU. Y KUTANCKUX MY>KYUH KOPOTKME
GGC-nioBTOpHI (<23) OBIIIN CBSI3aHBI C HAPYILICHUSIMUA
crrepMaToreHesa, a mmHa GGC-1ToBTOpPOB KOppen-
poBaJia ¢ KOHIIEHTpaluei criepmMaTo3ounos [52]. Pe-
3yJbTaThI pa0OTHI [85] HA MAKMCTAHCKUX MY>KUMHAX C
OecruioneM (acTe€HO300CIepMUsl) U (PepTUIILHBIX
takxke nonreepawiun BiausiHue (GGC), moaumop-
¢u3ma reHa AR Ha TrapaMeTphl CIIepMOTrpaMMBEI U
npoduib PEeNpOAYKTUBHBIX TOPMOHOB. Jlmama3oH
AR GGC-noBtopoB coctapisi oT 10 o 28. YV Gec-
IUIOMHBIX MYXYMH HanboJyiee 4YacThIM ObLI ajljieib
GGC22 (17.14%), a y depTunbHbix — auieab GGC23
(27.2%), npuuem mmmHHbIe GGC > 25 NMOBTOPHI Y
0eCIUIOMHBIX MYXXYMH OBLIIU CBSI3aHbBI C ITOHKEHHOM
KOHIIEHTpalMell CriepMaTO30MAI0B B ISIKYJISTE.

Cpasaenune 11nHBI AR GGC-110BTOPOB y MpaH-
CKUX MYXYMH C 6ecrutonueM (n = 72, a300CIIepMUs 1
OJIMTO300CTIepMUsI) U (hePTUILHOTO KOHTPOJIS (1 = 72)
nokasajo cBs3b Mexay mimHot AR GGC-moBTOpOB
u ¢peptrbHOcThIO [101]. Inanmazon GGC-noBTOpoB
BapbUPOBAJI OT 18 10 25 y My>XK4MH ¢ OeCIIogueM 1 OT
20 1o 28 — y (pbepTHABHBIX, TIpUYEM Y OCCIUIOTHBIX
HauboJiee 4acThIM ObLT amienb GGC24 (58.3%), a'y
depTunabHOro KOHTpOoIst — GGC25 (22.2%). Pesymnb-
TaThbl yKa3bIBAIOT Ha CBSI3b ajuieist GGC24 ¢ mposiBiie-
HUEM MYXCKOro Oecruionusi. ABTOpPHI Mpearioara-
10T, 4yTo IiinHa GG C-nmoBTOPOB BIUAET Ha (PYHKIINIO
AR, yxymimast cBI3pIBaHUE aHAPOTEHOB M OKa3bIBasl He-
TaTUBHOE BIVISTHIE Ha aHIPOTeH-3aBUCHMbIC TKAHM.

Ha Br160pKe My:xunH n3 banTtniickix cTpaH ycra-
HoBJIeHO, 4To HOocuTeau AR GGC > 24 noBTOpOB Xa-
PpaKTepU30BAINCh HETATUBHLIM TPEHIOM B OTHOIIICHUU
KOHILIEHTPALIMM CIIEpMaTO30UIOB B ISKYJISATE [79]. AB-
TOpBI OOHAPYXKMJIM KOMOMHATOPHBINA 3 deKT KopoT-
kux GGC-noBropoB (X21) n mmuHHBIX CAG-TTIOBTOPOB
(=25) Ha ypoBeHb TECTOCTEpOHA, KOTOPBII 3HAYM-
TEJIbHO CHIDKAJICS Y HOCUTENE 3TUX BapuaHTOB. B
GoubII0it KoropTe (1 = 1476) 3MOPOBBIX OCITBIUIICKIX
MYXYUH yCTaHOBJIEHA IMOJIOXKUTEIbHASI acCOLMALIS
mexny agnnHoit AR GGC-moBTOPOB U YPOBHEM 00-
IIeTro M ¢cBOOOMHOTO TecTocTepoHa, Ho He JIT [102].
ITockonbKky 31O0T Xe 3(ddexT ycTtaHoBiaeH miad AR
CAG-10BTOpPOB, MOXHO CYMUTATh, UYTO 00a TPUHYK-
JIEOTUAHBIX TOBTOpa reHa A R BIIMSIOT Ha CEKPELINIO U
nepudepruueckoe neiicTBe aHAPOTeHOB Yepe3 MO-
YIS0 0OpaTHOM CBSI3U B TUTIO(PU3apPHO-TECTUKY -
JIsIipHOI cucteMe [59, 78, 80, 81].
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Ta6mma 1. Xapakrepructuku CAG-TTOBTOPOB T'eHa aHAPOTEHOBOTO PEleNTOpa Y MY>KUYMH M3 Pa3IMIHBIX PACOBBIX U 3T-
HUYECKUX MOy

Crpana Paca/sTHOC DepTWILHOCTD | & Mean = SD | JIluanasoH |Ccblika
Ddpanuus EBpomneoubl/dbpaHITy3bl o 50 | 222%+04 17-27 [45]
T'epmanus EBporneouabl/HEMLIBI D 62 | 20.6%3.0 1228 [47]
Hranus EBporieonnbl/UTanbsHIIbI d, H 115 21.6 £ 3.3 9-31 [48]
CIIA IMpeumyiiecrBeHHO eBporieouabl | HII, 527 | 22.0x3.0 HI [49]
(92%)

bpazwina ITpeumymectseHHo eBponieouanl | HI 88 | 22129 16—30 [50]
(82.3%)

Kurait MOHTOJIONIBI/KUTANIIBI (O] 45 23.0+ 3.1 16—30 [51]

Kwurait MoHroa0uabl/KUTARIIBI ®,H 96 | 22.5+3.0 13-31 [52]
HallMOHAJLHOCTH XaH

Anonus MoHroa0uabl/AMOHLIBI (0] 51 23.7+£3.2 1728 [53]

SInoHus MOHTro101 bl /IITOHLIBI (O] 100 | 23.3+2.8 16—31 [54]

HNopnanus NHno-cpennzeMHOMOpCKas ®, H 145 19.0+ 1.5 12-27 [55]
paca/apabbl

Nunus EBponeounbr/HJI D 201 22.4 £ 0.2% 12-32 [56]

Tynuc EBporneonab/6epoepbl D 98 | 21.13£0.31 14-29 [57]

Hurepust Herpouabl/MyaIbTU3THOC ®, H 38 19.5%* 1726 [58]

Eruner CMelllaHU€e pac/erurTsiHe d, H 52 18.2 £ 3.6 18—26 [59]

Tanzanus Herpounpi/xan3a HAO 210 22% 17-30 [60]

Tanzanus Herpounsi/narora H/I, 229 21* 15-31 [60]

Kenus Herpowunbl/apuaain HI, 156 22.6 £ 3.1 15-34 [61]

CIIA EBpomneonnnr HI 130 21.0 £ 3.0 9-28 [62]

CIIA Herpoumsr HI 65 19.0+ 3.0 13—-26 [62]

Hcnanus EBpomneouabl/6acku HI, 62 21.4 15-27 [66]

I'peuns EBporneouabl/rpexu HJ, 66 21.3 16—26 [66]

Typuwmst EBporeonnbl/TypKu HJI, 149 22.6 1431 [66]

Eruner CMelreHue pac/6epoepbl oa3uca HI, 81 20.6 14-30 [66]
CuBa

beper CnoHoBoit Herpounpl/axu3u HI 89 19.1 14-24 [66]

Koctu

Mapoxkko EBponeonnbl/6epoepbl HI 117 21.0 12—-28 [66]

Benuko6putanus, | EBpomneouabl/MyJIbTUTHOC Hetn 3365 21.9+£29 6—40 [67]

Kanana, ABctpanus

Taitnann MOHTOIONIBI/TAUIIBI Jetu 1742 23.1+3.3 6—40 [67]

Bap6anoc Herpoumbl/ahpo-KapubcKuii Herun 1142 19.6 £ 3.2 9-37 [67]

(Bect-UHunus) 3THOC

CIIA MeTuchl (MOHTOJIOUIBI + Hetun 770 22.6 +3.1 12—-37 [67]
+ eBpOMeounabl)/MEKCUKAHIIbI

bpazwnus MynsTHU3THOC HI 340 HA 14-35 [68]

HNopnanus NHno-cpenn3eMHOMOpPCKast ®d, H 169 19.3+£2.8 1228 [70]
paca/apabbl

CIIA EBpomneounabl/aMmepuKaHIIbl D 13 19.3+5.0 10-24 [71]

HUpan Wunownpanckas paca/apun ®d. H 150 | 17.53+4.3 8§—-32 [72]

Erumer CwMmelieHue pac/erurTsiHe @, H 30 | 20.73+7.2 11-30 [73]

Hszpannb MynbTHITHOC/apabbl, eBpen ®d, H 58 | 21.22 £ 0.66 13-32 [74]
allIKeHasu u cedapabl

TEHETUKA  Tom 58 Ne 3 2022



260

J. B. OCAOUYVK, A. B. OCAAYYK

Ta6mma 1. OkoHuaHue

CrpaHna Paca/aTHOC DepTUIIbHOCTL | 1 Mean £ SD | Jduamazon |Cchuika

Hpan HWunoupanckas paca/mynbTusatHoc | @, H 72 119.96 £+ 0.54* 12-25 [75]
Typuus EBporneounnl/TypKu ®d, H 32 [22.41 £ 0.54* 16—29 [76]
Eruner CwMmelieHue pac/erurTsiHe ®d, H 20 19.6 £ 2.1 17-25 [77]
IBewus EBponeonnpl/mBe s H 274 22.2+3.0 12—-30 [78]
Espomna EBporieonabl/MyabTUITHOC HAO 2878 22.1+3.1 HA [81]
(BoceMb cTpaH)***

Hurepus Herpoumbl/3THOC 310 HJT 85 16.7 13—-26 [86]
CIIA Herpowunbl/adppoameprKaHIIbl HIO 516 17.8 9—13 [86]
CIIA EBpormneouabl/aMme pruKaHITbI HJ 90 19.7 13—-26 [86]
TaiiBaHb MOHTOJIOUIbI/TalLIbI HJI 60 20.1 14—-26 [86]
CIIA AMepukaHouaHas paca/unaeinnsr | HJI 103 20.1 14-30 [86]
Chbeppa-Jleone Herpounpl/aTHOC MeHe HI 230 17.3 10—-26 [86]
Poccust H/I (mpeumyIiiecTBeHHO o 286 21%* 13-31 [90]

€BpOIICOUIbI)

YkpanHa EBpomneonnbl/MyTbTUITHOC D 124 HIO 11-31 [91]
Hranus EBporieon bl /UTaibsHIIBI d, H 60 23%* 15-27 [103]

IIpumeuanune. HI — Her nannbix; @ — dpeprunbueie; H — HopMmociepmust; ¥ — mean = SE; ** — menuana; *** — Wranusa, benbrus,
IMonbmia, lIBenus, Benmukoopuranus, Ucnanus, Benrpust, Dctonus.

HMmeroTcst paboThl, He MOATBEPKIAIOIINE ACCOLIM -
ammm Mexny aamHoit AR GGC-nmoBTOpOB U MyX-
ckuM OecruionueM. B paborte [48] cpaBHUBaAIU IJIMHY
GGC-noBTopoB B rpynie ¢GpepTUIBHBIX MYXYMH C
HopMmocriepmueit (n = 115) 1 unnonaruyeckKuM oec-
wiogueM (n=163), ogHako He ObLIO HaligeHO cyle-
CTBEHHBIX pa3inynii Kak B CpEIHUX, TaK U MeIUaH-
HbIX 3HaYeHUSIX IIUHBI GGC-ToBTOPOB, a TaKXKe B
pacnipeesieHnu ajuieneii. B To ke BpeMsi, Kak oKa3a-
Jock, couetanue ramrotunoB (CAG = 21/GGC = 18
u CAG > 21/GGC > 18) MOXeT yBeJIMYUBATh Ipeapac-
MOJIOXXEHHOCTh K MYXXCKOMY O€CIUTONUIO. Y UTaIbsIH-
CKUX MY>XXUMH HE HalIeHO CyIlIeCTBEHHBIX pa3Iuiuii B
yucne u pacrnpeneneHun CAG- u GGC-anneneil reHa
AR Mexny OeCIUIOmHBIMA MY:KYMHAMHU C OCIa0JIeH-
HBIM CIIEpMaTOreHe30M U (pepTUIbHBIM KOHTPOJIEM C
HOpPMOCIIEpMUEN, ONHAKO CHUXXEHHAs MOABUXHOCTb
crepMaTo30UI0B Obljla CBsI3aHa ¢ 0oJiee JIMHHBIMU
CAG- n GGC-mioBropamn [103]. He 651710 BEISIBITE -
HO cBs3u Mexny LinHoit GGC-1moBTOpOB B reHe AR
U OecruioaveM y MHINNCKHUX MYXKUYUH MPU CPaBHEHUU
rpynil O0ecTUIONHBIX C a300CIEpMUEt, OIUTO300CIIep-
MUEl WIM OJUroTepaTo300CIepMueii 1 KOHTPOJST C
HopMocnepMueil Kak 1o KoamdectBy GGC-1moBTOpoB
(21.51 vs 21.58), Tak 1 10 AMANa30Hy U3MEHIMBOCTU —
15—26 B 06euix rpymmax [ 104]. AHaIOrH4HbIE pe3y/IbTa-
TBI IPEIICTAaBJIEHBI B pabdoTte [58], rie mokasaHo, 4To y
HUTEePUHCKUX MYX4INH mommopdnsm mo AR GGC-
MOBTOpPaM He CBsSI3aH ¢ GecrioaueM. [dpyrast rpynmna
[105] moka3zana, 4TO y YMIMMCKMX MYXYWH ajljIeilb
AR GGC23 gBnsieTcs TIpeoOIamaomM Y MYXYUH

KOHTPOJIbHOM TPYMIIBI ¢ HOPMAaJILHEIM CIiepMaTore-
He30M (65%) u TpYIEI ¢ GecIuIogreM 1 a300CTIep-
MUel Ui oaurosoocrepmueii (62%); BTOpbIM pac-
NpOCTpaHEHHBIM aJjljieJieM B OOeuXx Tpyrmax ObLT
GGC24 (33 u 38% COOTBETCTBEHHO), HO PA3TUYMI
MEXIy TPYHIIaMU 110 KOJMYECTBY M pacIipeacaeHUIO
ATHUX aJIIeJICH He YCTAaHOBJIEHO. ABTOPEI BCE K€ IIPE/I-
noJjaraior, 4yro ayiesib GGC24 MOXeT CIIoCOOCTBO-
BaTh HapylIeHUI0 QYHKLMU reHa AR 1 criepMaToTreH-
HOI HETOCTATOYHOCTH.

Pesynbrathl ucciienoBaHuii  BapuadeIbHOCTHU
CAG-110BTOpOB I'eHa aHIPOreHOBOIrO pelernTopa y
MY>XYMH, IPOBEICHHBIX B pa3HbIX CTpaHaxX U B pa3-
JIMYHBIX IO PACOBOMY M 3THMYECKOMY COCTaBY MOITY-
JISIIHSIX, CYMMHPOBAHBI B Ta0. 1.

3AKJIIOYEHHME

YacTo MyxXCcKoe Oecrioane XxapakTepu3yeTcs He-
CIOCOOHOCTBIO TIPOU3BOJAUTH CIIEPMATO30UIbI C
HOpMaJIbHO#I Mopdosorueit U TOABUXKHOCTHIO B
afeKBaTHOM KojinuecTBe. [eHeTuueckoe TeCTUupoBa-
HUE TallMEHTOB ¢ OEeCrIoArueM MO3BOJISIET BBISIBUTH
reHeTn4deckue 1eeKThl, CBI3aHHBIE C OCIa0JIeHHBIM
CIEpMATOreHE30M U OECTIONUEM; TPEUMYIIIECTBEH -
HO BTO XPOMOCOMHBIE aHOMalUuW, MUKpOJETeUun
AZF pernoHa Y-XpOMOCOMBI, MyTallUM I'e€Ha MYKO-
BUCIIMIIO3a, a TaKXKe TeHa aHAPOTe€HOBOTO PELenTO-
pa, KOoTopblii onmocpenyeT 3(deKThl aHAPOTEHOB Ha
criepMaToreHe3. AKKyMYJISILIASL HalllMX 3HAHUI O Te-
HETUYECKUX MTPUYMHAX MY>KCKOTO OECTIIONUS MOXKET
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CIOCOOCTBOBATh YIYUIIEeHUO TTPOGIIAKTUKY, THa-
THOCTHUKM U JIEYCHUsI MYKCKOTO GECTUIONNS 1 UTPaTh
pelIaomyio pojib B MpenoTBpallleHNH TIepeIadn re-
HETUYECKUX 1e(EKTOB OyaYIIM ITOKOJESHUSIM.

BonbimHCTBO npencTaBaeHHBIX B 0030pe uccie-
JOBaHUM CBUIAETEAbCTBYIOT O BausgsHuu CAG- u
GGC-nonumopdusma reHa AR Ha criepMaToreHe3 U
YPOBEHb PENPOAYKTUBHBIX TOPMOHOB U Ha €r0 BO3-
MOXHYIO POJIb B OTHUYECKMX M PETMOHAJIBHBIX pa3-
JIMYUSIX MYKCKO# (DEPTUIIBHOCTH, IIPUYEM MYXKIMHBI
HE TOJIBKO C JJIMHHBIMM, HO 1 KOPOTKMMU IIOBTOpaMU
MMEIOT OCJIabJICHHYIO MPOOYKIIMIO CIIEpMaTO30MI0B U
aHApOreHHy1o HegocTtaTtodyHOCTh. JmuHa CAG-1oBTO-
poB B reHe AR accolinrpoBaHa C IIPeapacionoXeHHO-
CTBIO K MYXKCKOMY MIMOITIATUYIECKOMY OECIUIONUIO U
nedekTaM cliepMaToreHesa, Takum oopazom CAG-110-
JmMopdu3M reHa AR MOXET OKa3bIBaThb MOMYJIMPYIO-
lee BAUSIHME Ha HOPMaJbHYIO (DYHKIIMIO peLernTopa
anaporeHoB. HecMoTpst Ha TpOTUBOPEYMBOCTD NMEIO-
IIUXCS TAHHBIX, CUMTAETCS ITIONTBEP>KICHHOM CBSI3b
Mexny WMHHBIMU AR CAG-nioBTOpamMy U HapylIeHU -
SIMM CIIEpMaTOreHe3a, IIpeAIroaarasi, Y7o My>KIYMHBI C
6osiee mMHHBIMU CAG-nmoBTOpamMu 60Jjiee CKIIOHHBI
K Pa3BUTHUIO OecCIUIoNusI B OTBET Ha IaTOreHHbIe/
aNUreHeTnyeckue ¢axkrtopbl. MMeronasicsa Bapua-
0eJIbHOCTh PE3YJIbTaTOB Pa3JIMUHBIX MCCIIETOBAaHUMI
MOXET OBIThb OOYCJIOBJIEHA STHUYECKUM (PaKTOpPOM,
HeOONBIIMMM BBIOOPKAMM, a TakKXKe pPas3IMYHBIMU
KPUTEPUSIMU MOAOOpa YYAaCTHUKOB, UTO CBSI3aHO C
reTepOreHHOCThIO MPUUYMH OCJIA0JIeHHOIO CcIepMa-
ToreHe3a u oecruionusi. CieayeT oXXuaaTh JOMOJTHU-
TEJILHBIX MOITYJISIIIMOHHBIX UCCISIOBAHMI, YTO MO3-
BOJUT OLEHUTHh pacrpocTpaneHHOoCTh CAG- u
GGC-nomumopdusma reHa AR 1 ero accoumaimio ¢
MYXKCKOU (DEpTUIIBHOCTBIO B 3THUYECKU Pa3IMUHBIX
MOIYJISILIASIX.

PaGora BeInmoHEHA TPU (PUHAHCOBOM MOAAEPKKE
Poccwuiickoro HayuHoro ¢poHma, rpaHt Ne 19-15-00075.

Hacrosias cratbs He COOCPXKUT KaKuX-JI10o0 uc-
cliefOBaHUI C UCIOJIb30BAaHUEM B KaUeCTBE OOBbEKTa
2KNBOTHBIX.

Hacrosas cratbst He CONEPXUT KaKUX-JIMOO UC-
CJIEJOBAaHUM C y4aCTUEM B KaYECTBE OOBEKTA JIIOLEH.

ABTOpLI 3ad4BJIAIOT, YTO Y HUX HET KOHqDJ'H/IKTa HH-
TEPECOB.
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Role of CAG and GGC Repeat Polymorphisms
in the Androgen Receptor Gene in Male Fertility
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The question of the genetic causes of the global decline in male fertility observed in recent decades in many
countries is among the hot spots of reproductive genetics. One of the causes of male infertility and subfertility
is an impairment of the hormonal regulation of reproductive processes. Androgens, which are secreted by the
Leydig cells of the testes and acting through the androgen receptor (AR), are essential for sexual differentia-
tion, pubertal development, spermatogenesis, and sexual behavior. The AR gene has two polymorphic trinu-
cleotide repeats (CAG and GGC) in exon 1. The CAG repeat length polymorphism has been well studied in
a variety of medical conditions, including male infertility, while the GGC repeats, in contrast, have been less
thoroughly studied. The aim of this review is to summarize current views on the role of CAG and GGC repeat
polymorphisms in the AR gene in male fertility, to systematize the results of population studies on ethnic vari-
ability in CAG and GGC repeat length and the association of CAG and GGC repeat length and male infer-
tility, parameters of spermatogenesis and androgen production.The review of the available data confirms an
association of CAG and GGC polymorphisms of AR gene with the risk of male infertility and pathozoosper-
mia, and identification of the number of repeats can be an effective way to assess the risk of male infertility
and be useful in the control of hormone therapy with androgens.

Keywords: male infertility, androgens, spermatogenesis, androgen receptor, AR CAG and GGC repeat poly-
morphism.
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