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HEYYBCTBUTENTBHOCTI
aHJporeHaM

androgen insensitivity syndrome, AIS) -

3aboreBaHMe ¢ X-CIeIIEHHBIM pelecCyB-
HBIM TUIIOM Hac/lefoBaHuA [1], xapaxTepusyromieecs
HOJMHBIM WM YaCTUYHBIM OTCYTCTBMEM TKaHEBOII
YYBCTBUTENBHOCTU K MYXXCKMM IIOJIOBBIM TOPMO-
HaM [2]. PasnuyaioT fBe HOpMBI Pe3sUCTEHTHOCTU
K aHJpOTeHaM, K IIOTHOI (OpMe OTHOCUTCS CUH-
[APOM TeCTUKYIApHON (demyHM3anuu (CUHAPOM
Moppmuca) [3], pacmpocTpaHeHHOCTb KOTOPOTO CO-
crapnser 1:20000-64 000 HOBOPOXX/IEHHBIX C Kapu-
orunoM 46,XY [4, 5]. HesHauntenbHoe HapylueHme
YYBCTBUTENBHOCTHU K MY’KCKIUM IIOJIOBBIM TOPMOHAM

MpuBepeHo onucaHWe KAWHUMYECKOro Habnio-
[eHUs 1 [daHHble KOMMJEKCHOro ob6cneposa-
HUA 6ONBbHOIMO C CMHAPOMOM YaCTUUYHOWN pe3u-
CTEHTHOCTM K aHAporeHam. lauueHT, mMy>KunHa
25 net, obpatunca ¢ xanobamy Ha 6ecnaoaHbIn
6pak. [lpu ob6cnepoBaHWM [AMArHOCTMPOBAH
rMNeproHafoTPONHbIA  TMMOroHaAn3M, BeHey-
Has rMnocnagus, NIeBOCTOPOHHee Bapukouerne,
0/INr0acTEHOTEPATO300CMEPMUS. PesynbtaThl
LIMTOreHeTMYECKOro aHanv3a CBUAETeNbCTBO-
BalM O HOPMAaJbHOM MYXXCKOM KapuoTtune
(46,XY). Mpn npoBefeHNN MONEKYNAPHO-reHe-
TUYECKOro WCC/IefJoBaHMA BbiABIEHa MyTauuma
c.731_736delCGGTGT B 3k30He 1 reHa AR, uto
NO3BOJINAO YCTAaHOBUTb TOUHbIA AUArHO3 — CUH-
apom PendeHwTenHa. B cTaTbe TakxKe AaH KpaT-
KNI 0630p COCTOAHWN, CBA3AHHBIX C HApyLIeHnem
YyBCTBUTENbHOCTU K aHAPOreHam, obcykaatoTca
BOMPOCHl 06CNefoBaHNA U KOHCYNbTUPOBAHUSA

naunMeHToB C CMHAPOMOM YacTUYHOMN Pe3nCTeHT-
HOCTU K aHOpOreHam.

KnioueBble cnoBa: pPe3nCTEHTHOCTb K aHAPO-
reHam, cuHgpom PelideHwTenHa, CUHOPOM Te-
CTUKYNAPHOW GpeMUHM3aLUN, MyXKCKMe NMOoNoBble
rOPMOHbI, FeH peLienTopa aHAPOreHoB, My TaLua

Ana untnpoBaHua: [I3epaHosa JIK, Muraposa EA,
BaHHwKoBa EB, Kypuno J10, YepHbix BB, Monsakos AB.
HabniofeHe  CYHAPOMa
HOW PEe3UCTEHTHOCTV K aHgporeHam (CvHAPOM
PeiideHwTenHa). AnbMaHax KMHUYECKON MeaNLMHBI.
2020;48(7):494-9. doi: 10.18786/2072-0505-2020-48-
051.
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[8,9].

BDI3bIBAET
K aH/IpOTeHaM, XapaKTepusymoliuecs HaludueM
MYXCKOro ¢eHoTUIa 0€3 HIPMU3HAKOB HApyLIEHUs
¢dbopMupoBaHNs I0/Ia, HO C ITATOJIOTHEN ClIepMaToTe-
Hesa ¥l MyXCKUM OecniopueM [6, 7].

ITpy mpoBefieHNY T€HEeTUYECKOTO MCC/IeOBAHMA
y 6O/IBIIMHCTBA ALMEHTOB C HEYYBCTBUTETBHOCTDIO
K aHJpOreHaM BbIABIAAIT HOPMAJbHBIN MY>KCKOA
kaprotnil (46,XY), B kpaliHe peJKUX C/IydasAx y IIa-
IIVIEHTOB C TeCTUKYIAPHOI (heMUHM3AIVElT BBLABIIA-
10T Kapuotun 47,XXY. Hanu4ue y HUX gByX Xpomo-
coM X o6ycnopneHo X-X HepacxoXXfieHIeM B Meilo3e
IT maTepu, 4TO BefleT K M304MICOMUN 10 XpoMocoMe X

«MATKIME» BapMaHTbl PE3UCTEHTHOCTN
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B MHOTOYMC/IEHHBIX TEHETUYECKUX MCCTIEJOBAHM-
sIX GBIIO ITOKA3aHO, YTO NPUYNHON HETyBCTBUTEb-
HOCTH (Pe3UCTEHTHOCTH) K aHJpPOTeHaM CTaHOBATCS
pasnuYHbIe MyTally B T€He aHIPOTE€HOBOTO PELIENTO-
pa AR/HUMARA. ITpu sTOM Matepy Ipo6aH/OB B-
JIAIOTCA HOCUTEIAMM MyTallUMy IpUMepHO B 70% Bcex
cny4daeB [10-14], octanbhble 30% ciaydaeB COCTaB-
JIAI0T TepMUHATVMBHBIE MYTaLun de nOVo, a TaKxKe
MOCT3UTOTIYECKME MYTallVM, KOTOpble MOTYT BECTH
K COMAaTMYeCKOMY MO3auIU3MY y IaIIeHTOB C He-
YyBCTBUTEIBHOCTBIO K aHAporeHaM [5]. Kpome Toro,
OTMEYEHO, YTO COCTOSHME, CXOJHOE C HEIIOTHOM pe-
3MCTEHTHOCTBIO K aH/[POTeHAM, MOXKET ObITh BHI3BAHO
myranueii rena SF-1 (steroidogenic factor-1) [15].

I'en penentopa angporenoB AR/HUMARA, pac-
IIOTIO’KEHHBIN B IIPOKCUMMAIbHONM YacTy JIIMHHOTO
mwieda xpoMocoMbl X (mokyc Xql2), umeer pasmep
6omee 90000 I11.H., COCTOUT 13 8 9K30HOB U KOAMPYET
6e/ToK pelerTopa aHAPOTeHOB, COTEPXKAIIMil 3 oc-
HOBHBIX y4acTKa: N-konuesoit, [JHK-cBasbiBarommit
M aHApOTeH (CTEpONJ)-CBSA3BIBAIOIMIT JOMEHBI.
K HacrosmeMy BpeMeHu omnncaHo 6onee 400 myra-
uuit reda AR. 3HauuTenbHAA YaCTh U3 HUX IPUBO-
IONUT K MOSBJICHNIO TEPMUHUPYIOMNX (HOHCEHC)-KO-
TOHOB, KOTOpBIE BBISBIBAIOT IPEX/EBPEMEHHYIO
OCTAaHOBKY CMHTe3a IOINIIEITUAHON LeNH, K CABUTY
PaMKM CYMTBIBAHUA UM TOABIEHUIO ONVHOYHBIX
AMMHOKNUCTIOTHBIX 3aMeH B aHpporeH- minm JHK-
CBSA3BIBAIOIEM JOMEHAX PellelITOPa aHJPOreHOB [16].
Myranuu rena AR 06Hapy>KuBaiT y 95% IalieHTOB
C OTHOM GopMOIt 1 27-72% MalMEHTOB C HETIOTHOI
($bopMOIT HEIYBCTBUTENBHOCTU K aH[POTEHAM, IpU
9TOM BBIPaXXEHHOCTb (EHOTUIINYECKOTO IIPOsBIIe-
HU PE3UCTEHTHOCTY B 3HAUMTE/IbHOI Mepe 3aBUCUT
OT TSXKeCTYU MyTal[uy JaHHOTO reHa [5].

ITatorenes cocTOAHMII, BbI3bIBAEMBIX HAapyIIEHN-
eM QYHKUMM pelLieliTopa aHAPOIeHOB, CBA3aH C OT-
CYTCTBMEM MW/IM Pas3IMYHON CTENEHbIO CHIDKEHN:A
YYBCTBUTEIbHOCTH K MY>KCKIM II0/IOBBIM TOPMOHAM,
CEKPeTMPYEMBIM B IIpe- U ITOCTHATAIbHBIN IepUOf
[17]. DuddepeHinpoBka ToHa IPOXOFUT MO MYXK-
CKOMY THIy, HO fiedekT peannsanny QyHKIUM aH-
IPOTeHOB BBbI3bIBAET HapYylIeHME MACKyIMHU3ALNN
U pa3BUTHA IOIOBBIX OPTAHOB 110 MY>KCKOMY THUILY,
IpY 9TOM He HapyIaeTcs QyHKUUs aHTUMIOIEPO-
Ba FOPMOHA, BHYTPUYTPOOHasA ceKpelyus KOTOPOro
keTKaMu CepTonu BefleT K Perpeccuit MIoJIJIepOBbIX
IIPOTOKOB (OTCYTCTBMIO MX IPOU3BOJAHBIX — MaTKU
Y MaTOYHBIX TPYO).

B 3aBUCHMMOCTM OT CTeNeHU Pe3UCTEeHTHOCTHI
K aHJpOreHaM HaOMOAa0T pasnuyHble KIVNHN-
KO-MOP(}OIOrnvecKte IpOsIBAeHNUs IPU KapUOTHIIE
46,XY: My>cKoil (eHOTHUII ¢ HapylIeHNMeM CIepMa-
ToreHe3a 1 OecrropueM (BO B3POCTIOM BO3pacTe),

[3epaHosa /1K, lNueaposa E.A., MeaHHukosa E.B., Kypuno J1.0., YepHeix B.b., Monsakos A.B..
KnuHunueckoe HabniofeHe CUHAPOMA YaCTUUHOM PE3UCTEHTHOCTY K aHAPOreHam (CMHAPOM PeldeHwTerHa)

MY>KCKOJ (PEHOTUII C M30MMPOBAHHBIM MUKPOIIE-
HJUCOM VJIM MOUIOHOYHO-IPOMEXHOCTHOM T'UIIO-
criajueil, >KeHCKUI (eHOTUII C YacCTUYHBIM Cpa-
I[eHMeM IIO/IOBBIX Ty0, rumeprpodumeir Kamropa
M TMHEKOMACTMeN VIM TUIIMYHBIN JKEHCKMIT (heHo-
tun [18]. HermonHas He4yBCTBUTENIBHOCTD K aHIPO-
reHam Obly1a OIMCaHa Pa3HBIMU ABTOPAMMU; STU CO-
CTOSIHMSI HOCAT HasBaHus cuHgpomos JKunbbepa,
Peiipenmreitna, Poysporepa u Jlaba. OgHako oHM
He MPeACTaB/IAT co00il OTHENbHbIE IIeTOCTHOCTIH,
U VX CJIeyeT pacCMaTpUBaTh KaK paslIndHble (peHo-
TUINYeCK)e BApUAHTBI HEIIOMHOM (POPMBI TECTUKY-
nsipHOl peMyHU3anUM (JACTUYHON PE3UCTEHTHO-
CTU K aHgporedam). DeHOTUNNMYECKIT BAPUAHT, IPU
KOTOPOM CTPO€HME HAPY)XHBIX TeHUTanuil 6113Ko
K HOPMa/JIbHOMY MY>KCKOMY, OIMCaH KaK CUHIPOM
Peitdenreitna [19].

[Ipy TUCTONMOTMYECKOM WUCCIENOBAHMU OMOITA-
TOB TOHA/J| OT NMALMIEHTOB C PE3UCTEHTHOCTBIO K aH-
IporeHaM OOHapy>XMBalOT aTpodUI0 M TUAINHO3
CeMEHHBIX KaHaJblieB, MHTEPCTUIMANbHBII Huopos
C runepIIasuent KneTok Jlelura, 4To yKaspIBaeT Ha
[IOpa’keHJe KaHajblleB B IOCTIIYOepTaTHOM Iepu-
one. Kpome Toro, B M3BUTBHIX CeMEHHBIX KaHa/Ibl[ax
BBIAB/ISIOT HapylleHMe IpoueccoB auddepennn-
POBKY 1 Pa3BUTMA MY>KCKUX IIOJIOBBIX KJICTOK, OIOK
(apect) cepmarorenesa [6]. Y 6onpLIMHCTBA Haly-
eHTOB ¢ CuHApoMOM PeiidenurTerina HapylieHne
YYBCTBUTENTBHOCTY K IOTOBBIM TOPMOHaM IpPUBO-
IUT K CeKPETOPHOIT a300CIIEPMUN, TI0OITOMY OOBIYHO
Y HUX PETUCTPUPYIOT eAVHCTBEHHYI0 XKano0y — MyX-
ckoe becrimogue [16].

Kak mpaBuio, npu CMHEpPOME TeCTUKY/IAPHON
dbeMMHM3ALNN YPOBEHb TECTOCTEPOHA ¥ €ro Me-
TabOMUTOB B IIa3Me KPOBM B IIpefe/iaX HOPMBI
MV TIOBBILIEH. YBeTMYeHUe CKOPOCTU IPOAYKLINN
TECTOCTEPOHA CBSI3aHO C BBICOKON KOHIIEHTpAIiy-
el moTenHMUsuUpywolero ropmona (JII') B mmasme
BCJIE[ICTBUE HEYYBCTBUTEIBHOCTU TUIIOTATAMO-TU-
noduszapHOl CUCTeMBI K HAEMCTBUIO aHIPOTEHOB.
PesucrenTHOCTD K perymupyiomemy cekpeunto JIT
[eICTBUIO aHJIPOTE€HOB II0 MeXaHM3MY OOpaTHOI
CBASYU IIPMBOAMT K IIOBBIIIEHNIO YPOBHS TOHAJO-
TPOIVHOB B IIa3Me C HOCNEAYIOMYM YCKOpeHMeM
CeKpeL M KaK TeCTOCTEPOHa, TaK M 9CTPajuoya And-
KaMin. BepoATHO, B HOpMe U B OTCYTCTBME 3ddek-
Ta aHApOreHoB cekpenuio JII' perynmmpyioT TOIbKO
3CTPOTeHBbl, YTO BBI3bIBAET IIOBBILIEH)E KOHIIEHTpa-
LM SCTPOTEHOB B IJIa3Me KPOBU y MYX4MH. [Ipn
Hanbosee 1erkoit popmMe HeUyBCTBUTEIBHOCTI K aH-
ApOreHaM Y MY>XXYMH ¢ 6eCIUIOfMeM OTMeYaloT rop-
MOHAJIbHbIE M3MEHEHWs, CXOJHble C TAKOBBIMU IIPU
APYIMX aHOMA/INAX PELieITOPOB, HO MEHbIIIe CTelle-
HJ BBIPa>KEHHOCTI.
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IMaguent M.C., 25 j1eT, HOCTynNII ¢ >kano6amu Ha 6ecIno-
nve B 6pake B TedeHme 5 nieT. B Hayasne 2010 r. BiepBble 06-
PaTUICA K YPOJIOTY, OBIIO BBISBICHO T€BOCTOPOHHee Ba-
puxouene II cT., BeHeuHasa runocmnajgus, o pe3ynabTaTaM
criepMorpammsl — azooctepmusi. Ocenbro 2010 1. 6071bHOI
06crIefloBaH B 9HJOKPUHONIOIMIECKOM OTHE/IEHNIL IO Me-
CTY XUTENbCTBA, 3aPErMICTPUPOBAHO IOBbIIIEH)E YPOBHSA
TOHA/[OTPOIMHOB U TECTOCTEPOHA: (POMNMUKYTIOCTUMY/IN-
pytomnit ropmon (OCT) - 15,06 ME/n (Hopma 1,5-12,4),
TectocTepoH - 37,170 Hmonb/n (Hopma 9,9-27,8), mpo-
nmaktuH - 177 MME/n (Hopma 86-390). IIpu nmposepeHnn
MarHUTHO-pe30oHaHCHOI ToMorpapuu (MPT) y manu-
eHTa oOHapy)XeHa MMKpOafleHoMa Iurodusa pasMepom
3,3 MM. C I1arHO30M «TOHAIOTPOIMHOMA» TAL[EeHT ObII
HaIlpaB/ieH B OTJie/IeHUe HellpOIHOKPUHONIOTUM 1 OCTe-
omaruit ®I'bY «HMMUI snpgoxpunonorum» Munsgpasa
Poccun.

Ilpu ocmompe wa momenm nocmynnenus: pocT -—
180 cm, macca Tena — 81 KrI, MHAEKC Macchl Tena — 24.
ITanyeHT — HaTypa/nbHBII OIOH/IMH C TOTYOBIMU ITIa3aMU
(puc. 1). TenocnoxeHne eBHYXOUTHOE, KOXKHbIE TIOKPOBBI
HOpPMaJnIbHOM OKpacky, BhakHble. IlopkoxHO-KXMpoBas
K/IeTYaTKa pas3BMTa YMEPEHHO, pacHpefieNeHa MpenMy-
I[eCTBEHHO II0 a6ZOMMHANIbHOMY TuIy. ['MHeKoMacTum
He oTMedeHo. IIpn HajlaBNVBaHNY HA TPY/HBIE )KeTe3bl —
orfiensieMoro HeT. OBOJIOCEHNMe IOAMBIIIEYHOE 1 JI06-
KOBO€ pasBUTO CKyfHO. bpeerca 1 pas B nHememio. ToHbI
cepila sICHBIE, PUTM NPaBUIbHBIN, apTepUaNbHOE TaBe-
Hye 110/70 MM PT. CT., 9aCTOTa CEPAIEYHBIX COKpPAIIEHMIt
79 B MuHYTY. [IBIXaHME BESUKYIAPHOE, IPOBOIUTCS BO BCE
OT/ie/bl JIETKMX, XpumoB HeT. JKuBot msrkmii, 6e3601es-
HEHHBIJ BO BceX oTfenax. Ileyenp He BbICTymaeT M3-mop,
Kpas pebepHOIt ayru. CUMIITOM «IIOKOJIAYMBAHNUA» OTPU-
IaTe/NbHbIN ¢ 06eUX CTOPOH. [Iu3ypriyecKIX ABIEHNUI HeT.
KoctHo-MbInIeyHas cucrema He usMmeHeHa. lllurosuagnas

)Ke/lesa He yBelMYeHa, NpM Naiablianyuy 6e360/1e3HeHHa,
MSATKO-97IaCTUYIHON KOHCUCTEHINM, Y3/I0BBIX 0Opas3oBa-
HUJI He BBIAB/IEHO, KTMHMYECKN — 3y TUPEO3.

Status genitalis: oBonmoceHme B TOOKOBON 061MACTU
CKYZIHO€, IO TMHOMJHOMY THUITY, MCKPUBJIEHNE TI0JIOBOrO
4JIeHa, BeHeuHas runocnapgus (puc. 2). Audkm ymeHbpleH-
HBIX pasMepoB, oObeMoM 9,7 cM® (IO JaHHBIM y/IbTpas-
BYKOBOTO MCCIIE[IOBAHM), MATKOI KOHCUCTEHIINM, C/IeBa
B MOIIOHKe IAJIBIUPYEeTCsl OKPYIZIoe obpasoBaHMe [ua-
MeTpoM fio 1 cM, Hab/mofaeTcsa BapUKO3HOE pacllMpeHme
BEH CeMEeHHOro KaHaruka. ITomoBoe pasBuTue maryeHTa
cooTseTcTByeT IV cTagun o mkasne TanHepa.

Ha ocHoBaHum xano6 (6ecrimogubiii 6pak B Tede-
Hue 5 7er), GpEeHOTUNMYECKNX OCOOEHHOCTEN MNallVMeH-
Ta (eBHYXOUJIHOE TENOCTIOXKeHMe, CKYJHOe OBOJIOCEHMe
B AHJPOreH3aBUCUMBIX 30HAX, BEHEYHAs T'UIIOCIAfNA,
YMeHbIIIeHHbIe B 00'beMe U PA6TIbIe AMYKIM) U JaHHbIX JIa-
60paTOPHO-MHCTPYMEHTATbHOTO 06C/IeZOBAHILS 110 MECTY
JKUTENbCTBA CO3/J]a/IOCh BII€YaT/IeHNe O Ha/MM4YMM Y Hally-
€HTa HeNOMHON (OPMBI PE3UCTEHTHOCTM K aHAPOTeHaM
(puc. 3).

Jannvle nabopamopHo-uHcmpymeHmanvHozo 06¢nedo-
8aHUS: COTTIACHO Pe3y/IbTaTaM OOLIeKTNHIIeCKOro I 6110-
XMMMYECKOTO WCC/IEJOBAaHNUI, KIMHUYECKM S3HAYMMBIX
U3MEHEeHMI1 He BbIABIeHO. o JaHHBIM rOPMOHA/NIBHOTO
UCCTIeIOBAaHNs IOJTBEP)KIEHO YMEpPEeHHOe IIOBbIIIeHME
YPOBHS TeCTOCTepoHa 10 39,7 HMOb/1 (Hopma 11-33,5),
JIT po 12,6 MEn/n (mopma 2,5-11,0), ®CI mo 13,1 MmEn/n
(HopMma 1,6-9,7) Ha ¢oHe HOpMa/NbHBIX 3HAYEHUIT IT06Y-
JIMHA, CBA3BIBAIOLIETO IT0/I0BbIe TOPMOHBL, — 55,7 HMOJIB/TT
(Hopma 14,5-65,4) u scTpagyona — 145 nMons/n (Hopma
19,7-242,0); HCK/TI0UeHO HapylleHne GYHKIMN IUTOBU-
HO1 >Kefie3bl (TMPeOTPOIHEII TopMoH — 1,496 MEn/m, HOp-
ma 0,25-3,5; TMpOKCUH cBo6onHBbIN — 10,6 IMOB/TI, HOp-
Ma 9-20), Hagmo4eIHNKOB (KopTuson — 550,8 HMONB/II,
HopMma 123-626; afpeHOKOPTUKOTPOIIHBINI TOPMOH -
27,6 nr/mn, HopMma 7-66; DHEA-S - 7,07 MxMonb/n, HOp-
Ma 2,41-12,2). 3Ha4eHMA MHCYIMHONOZOOHOTO (akTopa
pocTa-1, COMaTOTPOITHOrO IOPMOHA, IIPOTAKTVHA M €ro
aktuBHON ¢pakyunm 25(OH)D 6bimu B mpepenax pede-
PEHCHBIX 3HAUEHMIL.

Puc. 1. Denotunuueckrie 0CO6eHHOCTY NaLyeHTa Puc. 2. Status genitalis: BeHeuHas rMnocnaans, Puc. 3. YnbTpassykoBoe vccnefosaHue
0bbeMHoe 06pasoBaHme (yKasaHbl CTPesKamm) OpraHoB MOLIOHKI: BU3yanu3npyeTcs obbemHoe
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Jnst oneHKM rUnopU3apHON TOHAZOTPONHOIN (GYHK-
L[UM IpOBefieHa mpoba ¢ monubepuHoM. OTMedeHs! Cie-
nytormue nuku: 0-s1 Touka (JIT' - 26,3 Exn/n, HopMa 2,5-11;
OCT - 14,7 En/n, nopma 1,6-9,7), uepes uac (JIT' - 176 En/n,
OCT - 38,8 En/n), uepes 4 gaca (JIT - 200 En/m, ®CT -
66,2 En/m). [laHHBIe TPOOBI COOTBETCTBYIOT HOPMAIbHOMY
OTBETY TOHA/OTPOIHOB Ha CTUMY/IALUIO.

ITIpn nposemenun MPT ronmoBHOro Mosra HaHHBIX
3a HajuM4Me afeHoOMbl rumodusa He MOTyUeHO: TUIObK3
OODBIYHBIX Pa3MepOB, CTPYKTYpa afieHOrnmnodusa Heo[Ho-
PORHA, BOPOHKA PACIIONIOKeHa 110 CpeiHell MMHUN. 3aH s
mosst runodusa He U3MEHeHa.

ITo maHHBIM YJIBTPa3BYKOBOTO WMCC/IEJOBAHMSA Ipel-
CTaTe/IbHASA )Ke/le3a CUMMETPUYHA, C POBHBIMU, YeTKUMU
KOHTypaMmu, obbeMoM 19,1 M (HOIepedHbIt pasmep —
3,4 cM, nepegHe3afHMil — 2,7 CM, NPORONBHBIL — 4 CM).
IleHTpanbHas YacTh He yBeNNYeHa, CTPYKTYPHO He U3Me-
HeHa, 1303XoreHHas. [lepudepudeckas gyactb 6€3 oyaro-
BBIX M3MEHEHUI, CTPYKTYPHO He M3MEHEHa, M309XOTreH-
HadA. ITo Xomy mpocTaTmyeckoil 4acTu ypeTphbl y4acTKU
MIOBBILICHHO MV IIOHVM)KEHHOV 3XOT€HHOCTM He BBIAB-
neHpl. CeMeHHbIe ITy3bIPbKI He PacIIMpeHbl, CTPYKTYPHO
He M3MeHeHbl, 06beMHbIe 00pa3oBaHNs He 0OHAPYIKEHBL
ITaTo/MOrMM MOYEBOTO IY3bIPS He BBIAB/ICHO.

IIpn mpoBemeHUM YIBTPAa3BYKOBOTO MUCCIELOBAHNA
B MOIIOHKe OOHapy)XeHbl 00a ANYKa C POBHBIMMU, YETKU-
MU KOHTYPaMH, OFHOPOLHOI CTPYKTYpbl. O6beM paBoro
Andka - 5,1 e’ (mauna 3,5 oM, mupuHa 2,1 cMm, nepenHe-
3ajHuit pasmep 1,4 cm), neBoro - 4,5 cm® (gnuna 3,3 cMm,
mupuHa 2,1 oM, mepepHesaguuit pasmep 1,3 cm). Crnesa
BU3YaIM3MPOBAHO HEOO/bIIOE KOMMYECTBO CBOOOXHOI
KUJIKOCTHU B MEX000I04eYHOM IIpocTpaHcTBe. [IpugaTkn
AWYEK He M3MEHEHBI ¢ obenx cropoH. CreBa B 06macTn
BEHO3HOTO CIVIETEHM S ONpefeNnAeTcs mpuexaliee K je-
BOMY CEMEHHOMY KaHATKKY 06pasoBaH1e OKPYIIOi Gpop-
MBI C YeTKMMM, POBHBIMU KOHTYPaMM, C I'MII09XOT€HHbIM
COJIEP>KMMBIM, C OOCIHEHHBIM KPOBOTOKOM, pasMepaMu
0,7x0,7%0,7 cM (cMm. puc. 3). OTMeueHO ycuIeHUe BEHO3-
HOTO OTTOKA CJIeBa, YTO CBUJETENTbCTBOBANO O HAMMIUNU
JIEBOCTOPOHHETO BapMKOIeIe.

ITo pesynpTaTaM CIIepMMONOTYECKOTO UCCTIEOBAHNA
y TaljMeHTa BBIABIEHA onurocuepmus (06beM IAKYLA-
ta - 0,5 MJI), KOHIIEHTPALUs CIepMaTO301U/ 0B 7,8 M/TH/MIT
(onurosoocmepmust cpemHeit cremenu Tspkectn), pH 8,1,
DO JKUBBIX CHEPMATO30MAOB — 97%, NOABMXXHOCTD
Q- 6%, ‘b - 10%, ‘¢ - 8%, ‘d’ — 76%, MONIA ATUIIMYHBIX
(Mopdonmornyecku aHOMaIbHBIX) CIIEPMATO30UI0B — 97%,
neiikocriepmus (1,5 miH). ITo JaHHBIM KOMMYeCTBEHHOTO
KapMOJIOTMYeCKOTO aHa/MN3a He3pebIX ITOMOBBIX KIeTOK
U3 OCajKa 9AKY/IATa IPU3HAKOB 67I0Ka CllepMaToreHe3a He
06HapY>KeHO.

Hannvie eenemuueckozo 006cnedo8anus: TPU CTaH-
DapTHOM  IUTOTEHETMYECKOM  HcCaefoBaHuum (1o
nuMeonnutaM  repudepudeckoil  KpoBM)  KapUOTHIL

[3epaHosa /1K, lNueaposa E.A., MeaHHukosa E.B., Kypuno J1.0., YepHeix B.b., Monsakos A.B..
KnuHunueckoe HabniofeHe CUHAPOMA YaCTUUHOM PE3UCTEHTHOCTY K aHAPOreHam (CMHAPOM PeldeHwTerHa)

IalyeHTa HOpMaJbHbI MyXcKoit (46,XY). C nenbio mo-
JCKa MYTalMil aHJPOTEHOBOTO PpeIeITopa IMpPOBEJEHO
CeKBEHMPOBaHNUE KOAUPYIOUINX IOC/Ie0BaTeTbHOCTEN
9k30HOB 1-8 rena AR. Ilo pesynpraramM MOJIEKynAp-
HO-T€HeTIYeCKOro MCCIeNOBaHNUsA OOHApY>KeHa MyTalis
¢.731_736delCGGTGT. [lanHasg Myrauus, IpuBejIas
K Jiellel[ ! MeCTY HYK/IeOTUIOB B 9K30He 1, He OblIa OIM-
caHa pa"ee. OHa He IpuBe/a K CABUTY PAMKY CYMThIBAHNUA,
HO, BO3MOXKHO, HapyIIMIa MOJYIMPYIOIIYI0 (GYHKIINIO
U/MIM IPOCTPaHCTBEHHYI0 KOHpopManuio N-KOHIeBOTo
JIOMeHa aH/[POreHOBOTO PellelTopa.

Dopmynuposxa ouaerosa. Ilo pe3ynbraTaM IpoBefeH-
HOTO KOMIIJIEKCHOTO 00C/IeloBaHNMA MALMEHTY II0CTaB/IeH
Clefylommii KIMHNYecKnii fuarunos: «Hapyurenne dop-
MupoBaHusA nona 46,XY. YacTuyHas peuenTopHas pesnu-
CTEHTHOCTb K aHpaporeHaMm (cuHgpoMm PeitdeHiureiiHa).
Beneunas runocnazuA. Kucra ceMeHHOro KaHaTHKa Clie-
Ba. JleBocTOpOHHee Bapukouese. Ileppuynoe 6ecrmonye.
Onuro-1II acteHOTepaTO300CIEPMUI».

06cyaeHne 1 3aKnyeHne

Peanusauysa [eiicTBUsA MY>XCKUX IIONOBBIX TOPMO-
HOB Ha KJIETOYHOM YpOBHe IPOXOAUT J[iBa dTalla:
6rotpanchopManyy TECTOCTEPOHA B €T0 AKTHBHBII
MeTabonmuT (UrUPOTECTOCTEPOH) O]} BO3TENCTBU-
eM ¢epMeHTa 5a-peffyKTasbl U CBSA3bIBAaHUE aHAPO-
reHOB ¢ ux penenropamu [20, 21]. IIpu Hapymenun
nepudepuieckoro AECTBNA TOPMOHOB HapY)XHbIE
IIOJIOBbIe OPTaHBI Y IUIOI0B MY>KCKOTO IIOIa MOTYT
IpeTepreBaTh U3MEHEHN B 3aBUCUMOCTY OT CTelle-
HU Pe3UCTEHTHOCTY K aHjporeHaM. CyliecTByom e
[laHHbIE ITIO3BONIAIT CYAUTb O HEJOCTATOYHOIl MH-
(hopMaTHBHOCTY TaOOPATOPHOI AMATHOCTUKY [22].
Crenndudeckoro nedeHns Ajas 3TOro 3aboeBaHUs
He CYI[eCTBYeT. 3HAUMMOTO CHIDKEHUS PEIpPORYK-
TUBHOJ (QYHKIMM He BBIABICHO, U OepeMEeHHOCTb
HapTHEPIIN MOXKeT HACTYIINTh eCTeCTBEHHBIM 00pa-
30M.

1 2
|
1 2
.. B
1 2 3
I}
1 2 3 4 —

Puic. 4. ®parmeHT reHeanornyeckoro Apesa cembm npobaHga.
MpobaHa (naumeHT) yKasaH CTpenKoin
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Y manueHTOB ¢ OBOVICTBEHHBIM CTPOEHVEM TI'€HM-
TajIMit, 0eCIUIONVeM B aHAMHe3e, IOBBIIIEeHVeM YPOBHSA
MY’KCKVX [TOTIOBBIX TOPMOHOB Ha dTalle AMarHOCTUKY
00s13aTeIbHBIM CYMTaeM IIPOBeJeHNEe MEJKO-TeHeTH -
4ecKoro 06cmenoBanms (IMTOreHeTNYECKOTO 1 MOJIe-
KY/IIDHO-T€HETIYEeCKOTO aHAIN3a C JCC/IeNOBAaHNeM
reHa AR) [23, 24], a Taxke KOHCYIbTMpOBaHME He-
CKOJIBKVX CIIELMAIICTOB, B TOM YICTIe SHJOKPUHOIO-
ra, TeHeTHKa U YpOoJIora. BrlaB/ieHue MyTauuii B reHe

JononHutenbHaa nidopmayuma

Cornacme nauuneHTa

MauyneHT [O6POBONBHO MoAMMCcan UHPOPMMPOBAHHOE
cornacue Ha ny6nuKaLuio NepcoHanbHON MeAULIMHCKON
nHpopmaumm n Gotomatepuanos B KypHane «AnbmaHax
KNMHUYECKON MeanLMHbI».

Ouuaucmpoaaume

Pabota npoBepeHa 6e3 npuBneYeHUA AOMNONHUTENb-
HOro GpUHAHCMPOBAHUSA CO CTOPOHBI TPETLUX LY.
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A clinical case of partial androgen resistance
syndrome (Reifenstein syndrome)

L.K. Dzeranova' « E.A. Pigarova' « EV. Ivannikova' « L.F. Kurilo? «

V.B. Chernykh? « A.V. Polyakov?

In the paper we describe a clinical case and pro-
vide integrated clinical and laboratory data of
a patient with partial androgen resistance syn-
drome. A 25-year-old male was referred for med-
ical evaluation for an infertile marriage. After
a comprehensive assessment, he was diagnosed
with hypergonadotropic hypogonadism, coronal
hypospadia, left-sided varicocele, and oligoas-
thenoteratozoospermia. Cytogenetic analysis
showed normal male karyotype (46,XY). Molecular
genetic analysis identified the c.731_736delC-
GGTGT mutation in the exon 1 of the androgen
receptor (AR) gene, what allowed for making
a diagnosis of Reifenstein syndrome. In addition,
we give a brief literature review of the clinical
conditions associated with abnormal androgen
sensitivity and discuss the problems of testing

and counseling of patients with partial androgen
resistance syndrome.

Key words: androgen resistance, Reifenstein syn-
drome, testicular feminization syndrome, male
sex hormones, androgen receptor gene, mutation
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