NOAX04 WAeT Bpaspe3 C MPUHLMNAMU MHTEHCUBHOW
Tepanuu, Npu KOTOPOW enyfoK 60NbHOro, Haxoas-
werocs B 6ecco3HaTe/IbHOM COCTOSIHUM, HaobopoT,
cTapatoTcs 0CBOOOAMTL OT COLEPXXMMOro M3-3a ornac-
HOCTVM acnupaumMn U ee W3BECTHbIX OCI0XKHEHWA.
Kpome Toro, BcacblBaHWE B C/IM3UCTON 060/I0UKE XKe-
NYAO0YHO-KMLLEYHOTO TpakTa (Tak e, Kak U paHee
YyNOMMHaBLLIEECA MOAKOXHOE BCacCbiBaHWE) Yy KoMa-
TO3HbIX GO/bHLIX 3aMefIeHO BCNEACTBUE HapyLLEHUS
MUKPOLMPKYNALUN, NO3TOMY MnosaratbCid Ha nogo6-
HYI0 perujpatauuio He CTOMT. BO3MelleHMe >KMAKo-
CTU MpW OCTPOM AMabEeTUYECKON AeKoMMeHcauuu,
ecnu 60/bHON He B COCTOSIHAM MHOFO MWTb, AO/MKHO
BCerja npoBOAUTLCA TOMbKO BHYTPUBEHHO. [MMOTO-
HUYECKMIA pacTBOp X/opufa HaTpus Tak Xe, Kak W
2,5% pacTBOp I/tOKO3bl, Ha Ciy4al runepocmonsp-
HO KOMbl MOXET MPWUroTOBMTb /t06as 60MbHUYHAA
anteka. B oTaeneHMM [OCTATOMHO MMETbL "Mpo 3a-
mac" mo 2 N TOro u Apyroro pacteopa (06HOBNSAS KX
Mo Mepe MCTEYEHMsi CPOKa FOAHOCTM) — 3TOF0 KOMN-
yecTBa XBaTUT A/I HayalbHOW permppaTauun, ecnu
60/bHOV B rMNEPOCMONAPHOM COCTOSIHUM MOCTYNUT
B HOYHOE BPEMS.

Cambllii npocToii cnocob usbexarb OWNOOK B fle-
YeHUN LMabeTUYeCKUX KOM — 3TO He [onycKaTb MX
BO3HMKHOBEHMA. [loKa3aHO, YTO U Yy OTEYECTBEHHbIX
naupeHToB ¢ C/, | TMna npu ycnoBum Ux oby4eHus,
MCNOMb30BaHUN WHTEHCU(PULNPOBAHHON WMHCYNNHO-

¢+ 3SAMETKU N3 MPAKTUKIA
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Tepanuu, CaMOKOHTPONA 0O6MeHa BELLECTB (eXKefHeB-
HOro caMoCTOATE/IbHOrO OnpeAeneHUs rNKeEMUA Un
NIOKO3YpWUKN) 1 CaMOCTOSATENIbHOW aganTtauun Ao03bl
nHcynnHa yactota KA MOXeT ObITb CBefeHa npak-
TUYECKN [0 HYyNA.
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OBA CNYYAA OEPUVILNTA 17a-Tr'MAPOKCWJ/IA3bI/17,20-/TMA3bI (P450C17)

OHAOKPMHONOTMYECKNIA HayYHbI LUeHTp (aup. — akag. PAMH W. W. Oenos) PAMH, FeHeTUYeCKuiA Hay4HbIi

ueHTp, Mocksa

BpoxzaeHHas AUCHYHKLUMA KOpbl HaAMOYe4yHUKOB
(BOKH) — 370 rpynna 3a6oneBaHWili ¢ ayTOCOMHO-
peLeccuBHbIM TUMOM Hac/nef0BaHWsA, B OCHOBE KOTO-
PbIX NEXWUT AeeKT O4HOr0 U3 3H3MMOB WM TpaHC-
MOPTHbIX 6eNKOB, MPUHUMAIOLLMX yyacTue B BMOCUH-
Tese KOPTM30/1a B KOpe HaanoyeyHnkos. OOLWMM B
naToreHese [faHHbIX 3a00/eBaHUA ABNAETCA CHUKe-
HUWe CUHTe3a KOpPTW30Ma, Befyllee K rUMeprpofyk-
UMM afpeHOKOPTMKOTPONHOro ropmoHa (AKTI) u
KaK CNneAcTBMe K pasBUTUIO FMnepniasny Kopbl Hag-
MOYEYHWMKOB 1 HaKOM/JEHUIO MeTabosnMToB, NpejLle-
CTBYHOLLMX fepeKTHOMY 3Tany CTepougoreHesa.

K HacToslLLeMy BpPeMeHW W3BECTHO 5 BapuaHTOB
BAKH: 1) pedmumnt StAR-npoTenHa (nunongHas ru-
nepniasusa Kopbl HaAMoYevyHUKOB, cuHApom [lpage-
pa); 2) geduumt 3p-rmapokcucTepomadernaporeHa-
3bl (3p-HSD); 3) pedwmumt P450cl7 (170c-rmppokcu-
nasa/l7,20-nuasa, cuHgpom Bernviepu); 4) peouunt
P450c21 (21-rugpokcunasza); 5) peduumt P450cll
(11p-rnapokcunasa) épmc. 1).

B oT/mume OT 3aboneBaHuii, CBA3aHHbIX C Aedn-
umMToM 21-ruppokcunasbl U 1ip-rugpokcunasbl, Ko-

roa fedekt crtepovgoreHesa MMeEeT MecTO TOJIbKO B
HafnoyeyHWKax, MpU MePBbIX Tpex BapuaHTax
BAKH HapyllaeTca cteponforeHes Kak B Hafnoyeu-
HMKax, Tak 1 B roHafax.

B HacToslllee Bpema onucaHo 6oniee 128 cryyaes
HefoCTaToOMHOCTU  170c-rnapokemnasel/17,20-nmnassl,
OAHAaKO B OTEYeCTBEHHOW NuTepaType OnucaHus Mo-
[O6HbLIX CnyyaeB He 6b110. epBbIn Cyyaii HepocTa-
TouHOCTW 17a-ruppokcunasbl 6bin onucaH E. Beglieri
u coaBT. [1] B 1966 r. y MmauMeHTKM C KapuoTUrom
46,XX ¢ runepTeHsven, runokaimemmeii, oTCcyTCcTBN-
eM pas3BUTUA MOJIOYHbLIX XXene3, Mo0BOr0 OBOJOCE-
HUS W NEepBUYHO ameHopeel. 4 roga cnycTd F.
Mantero 1 coaBT. [6] onucanu AaHHbIA CUHAPOM Y
naumeHTa ¢ KapuoTunom 46,XY ¢ XXeHCKUM CTpoe-
HVEM HapyXXHbIX FeHUTaNniA, OTCYTCTBMEM MOMIOBOrO
OBOJIOCEHMS N MOMOYHbLIX Xene3. lMo3xe, B 1972 r.,
M. Zachmann u coaBT. [9] onucanu cnyvaii geduum-
Ta 17,20-nvasbl Kak MPUUUHY fIOXKHOTO MY>KCKOro
repmacpogmntmsma (JIMIN). HekoTopoe Bpems Heaoc-
TAaTOYHOCTL 170C-ruapokcunasel u  geduunt  17,20-
Nnasbl CYUTAIN He3aBUCUMbIMW TEHETUYECKUMU 3a-
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Puc. 1. OCHOBHble NyTW GMOCUMHTE3a CTEPOMAHBLIX FOPMOHOB.

60neBaHNAMW, HO B HaCTOsLLee BpPeMs W3BECTHO,
YTO aKTUBHOCTb 170cC-rugpokcunasbl u 17,20-nnasbl
UMeeT oanH (epMeHT — P450c17, 06HapyXmBaeMblii
KaK B HaAnoyeyHukax, TaK ¥ B roHagax. [aHHblIl
(hepMeHT KoHTposnmpyetca reHom CYP17, pacnoso-
YKeHHbIM Ha xpomocome 10g24q25 [8].

B nuteparype onucaHo 14 nauueHTOB C U301MPO-
BaHHON HeAOCTaTOYHOCTbIO 17,20-nMasbl, XOTS He
UCK/IIOYEHO, YTO B Aa/IbHEMLIEM Y 3TUX MauMeHTOB
MOXET MPOsSBUTLCA KAMHUKA 170C-rMapoKCUIasHON
HegocTaTtodHocTU. M. Zachmann u coaBT. [9] Ha-
onogan (PEHOTUMMUYECKYIO XXEHLUMHY C KapuoTu-
nom 46,XY ¢ HefoCcTaTtoyHOCTb0 17,20-1masbl, y Ko-
TOPO Npu3Hakn 17a-rmapoKcunasHoro geguumnta
(noBblweHve AL, rvnoKaivemus) MosABUINCL TOMb-
Ko B Bo3pacte 17,9 roga. [lo 3Toro Bo3pacTa HUWKa-
KX BUOXMMMYECKMX U FOPMOHaIbHbLIX W3MEHEHWI
y NauueHTKn He 6b1no.

JepmumnT 170c-rugpokcunassl NPUBOAUT K CHU-
XeHuto cuHTesa C-21-cTepouioB B KOpe Hajamoyey-
HWKOB, YTO MOJL BAVAHMEM runepnpogykumm AKTI
CrocobCTBYET M36bITOYHOMY 06pa30oBaHW0 MUHEpa-
NOKOPTUKOMAOB. HecmoTps Ha AeuuUUT KOPTK30-
na, Hagnoye4yHMKoBas HEAOCTATOYHOCTb PefKo AB-
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NSeTC NPUYMHONM 06paLleHNs K Bpady, TakK Kak fge-
mumt P450c17 BefieT K M30bITKY KOPTUKOCTEPOHa,
OKas3blBatoLero cnaboe rntOKOKOPTUKOUAHOE LENCT-
BMe. Y MauMeHTOB C HeJocTaTovHOCThH P450cl7
MPOVCXOAAT MOBbILEHHbIM cuHTe3 JOK # yMeHb-
LeHWe NPOAYKUMW anbfoCTepPOHa, 4TO CBA3aHO C
BanaHnem JOK Ha 3afep)Ky Hatpus, yBennyeHue
obbeMa nsasMbl M MofaBneHVe aKTUBHOCTU PEHMWH-
aHFMOTEH3NHOBOM CUCTEMbl. CHWKeHMEe aKTUBHO-
ctn 17,20-nmasbl NPUBOAUT TakXKe K HapyLIeHUo
CUHTE3a MOJIOBbIX CTeponioB B roHagax (puc. 2). B
pesynibTate 3TOro y M/ofa C reHeTUYECKU MYXCKUM
MOJIOM MPOUCXOAMT HEA0Pa3BUTUE HAPYXHbLIX MyX-
CKMX MOMOBbIX OPraHOB pasHOl CTEMEeHWN BbIPaXKeH-
HOCTW, BCNeACTBME Yero Bo3HMKaeT JIMI. Y reHeTu-
YECKUX >KEHLUMH (46,XX) (eHOTUNUYECKN B paH-
HEM BO3pacTe OTK/IOHEHWIA HET, NMOAO03peHMe Ha He-
JocTtatoyHocTb P450cl7 uvalle BO3HMKAET TO/MbKO B
nybepTare, KOrga y HMUX He NPOUCXOAUT BTOPUYHOIO
MosioBoro passutua (OTCYTCTBME PasBUTUA MOJOY-
HbIX >Kenes, NMoaOBOro0 0BOSIOCEHUSA W menarche), Xo-
T apTepua/ibHas rMnNepTeH3ns MOXET 6biTb BbifBIE-
Ha ¥ B LETCTBe.

MpvBOAMM HaGNOLEHWS.

BonbHas 3., (eHOTUMMYeCcKas >KEHLLMHA,
32 net, obpatunack B AHL, PAMH ¢ anobamu Ha
MOCTOSIHHbIE  TOM0BHbIE 00MM, MOBblWeHEe A/,
cepauebreHvie N nepuognyeckme rnepebon B obnactu
cepfua, oTcyTcTBME /I06KOBOrO M MOAMbILLEYHOrO
OBOJIOCEHUSA, OTCYTCTBME MEHCTpyauuun, HowLme
6011 B MaxoBblXx 006MacTsAX, YCUNMBAKOLLMECH MPU
(hM3MYECKOW Harpyske.

W3 aHamHesa: 60/1bHas pOX[eHa OT KPOBHOPOA-
CTBEHHOro 6paka (oTeL, 60/1bHOW U €ee fef co CTOpo-
Hbl MaTepy umenu ogHoro otua) (puc. 3). Nmeet
3040pOBOro 6paTta (KeHaT, UMeeT CbiHa) W CecTpy ¢
aHa/lorMyHbIMK >xanobamn. B BospacTe 8 net cectpa



MperHeHonoH

MporecTepoH

(0]

1e0KCUKOPTMKOCTEPOH

KopTwukocTepoH

HALMOUYEYHUNKIN

6blna NpoonepupoBaHa No MoBogy MaxoBOW rpbiXK, B
TPbKEBOM MeLLKe O6Hapy)XeH TECTUKY/, B CBS3U C
yem 6blI0 NPOBEAEHO TeHEeTMYecKoe 06C/efoBaHuMe:
KapuvoTtun 46,XY; noctasneH AMarHos3:. CUHAPOM Tec-
TUKYNApHOWA themmnHmsaunn (CT®).

AHaMHe3 3a60/1eBaHMs: B Bo3pacTe 5 fieT 3anogos-
peH CT® (Ha ocHoBaHWM Hannums CTd y cTaplueit
CecTpbl), obcnefoBaHMe U JIeYeHUe He MPOBOAUNIOCH.
B Bo3pacTe 12 neT npu_rocnutanusalum no nosogy
OCTPOW TMHEBMOHUWN OGHapY>XeHO MoBbIeHe Afl
(170/90 MM pT. CT.), Y4TO OOBACHUIN TSHKECTLIO MNPO-
SBMIEHWI OCHOBHOrO 3aboneBaHus. OfHako nocne
BbI3[0OPOB/IeHNA  MNOBblleHHoe Al coXpaHAnochb
(140—160/80—100 Mm pT. cT.). Mocne NpoBeAeHHOro
06cnenoBaHNA B NOMMK/IMHUKE MO MECTY XXUTENbCT-
Ba Obl/l MOCTaBfieH AMarHo3: BEreTococyaucras Auc-
TOHMS.

B 14 net oTMeyanocb He3HauuTenbHOe HabyxaHue
MOJIOYHbIX >Ke/e3, HO B CBA3N C OTCYTCTBMEM WX
AanbHelillero pocTa B 27 NeT 6bI0 NPOBeAEHO 3HAO-
MpoTe3MpPOBaHME MOJIOYHBIX Xenes.

C 23—25 net ctam GecnoKouTb rofoBHble 60K,
ALl npakTU4Yeckm CcTabuiM3MpoBa/ioCb Ha YPOBHE
180—190/110—120 MM pT. CT. C NepuoaMNYECKUM Mo-
BbllLleHneM Ao 220/140 mm pT. cT. [1pnHMMana runo-
TEH3MBHbIE MpenapaTel 6e3 apdekTta. HanpasneHa B
OHU PAMH c¢ nopo3peHuem Ha BAKH.

OO6bEKTUBHO: TE/OC/OXEHNE aCTEHUYECKoe, POCT
185 cm, Mmacca Tena 65 Kr. [1oAKOXKHasA >XMpoBas
KneTyatka passuTa cna6o. A, 170/110 mm pT. CT.
UCC 60 B MUHYTY, Ny/bC PUTMUYHbINA.

Monosoe passutune: Axl P1 Ma, B 1990 r. npose-
[leHO 3HAO0MNPOTE3NPOBaHME MOJIOUHBIX Xenes. Status
genitalis: yporeHuWTasbHbIA CUMHYC, MOLLOHKOOOpa3-

/7-OH-TperHeHonoH

17-OH -TMNporecTepoH

------ -

rOHAADbI J

f

[OernapoannaHapocTepoH |

AHOPOCTEHANOH

KopTwuson |

Puc. 2. OcHoBHOW NyTb GMOCKMHTE3A
CTeponzos npu geduunte P450cl7
(17a-rngpokcmnasa/l7,20-nmasa).

Hble 60/MbLUME MO/OBbIE TY6bl. Bnaranmuwie 3akaHuu-
BaeTcs cfieno, rnybmHa 8 cM, 3n1acTUYHOCTb YMEpeH-
Hasi, CAU3NCTble CcyxoBaTbl. B MaxoBbiX 06/1aCTAX C
06emx CTOPOH Na/bNupytoTcsi 60/1e3HEHHbIE 06pa3o-
BaHMA pasMepoM 3—4 CM 31aCTUYHOW KOHCUCTEH-
LMW, MaTKWN HeT.

Pe3ynbTatbl 06C/ef0BaHNA: GMOXMMUA KPOBU: Ka-
nid 3,4 mmonb/n (Hopma 3,6—5,3 MMOAbL/NT), HaTpui
141 mmons/n (Hopma 120—150 mmonb/n). Kapuotun:
46,XY (no numdoumTam nepudepuyeckoin Kposu,

<HT0 E

Puc. 3. PogocnoBHas 60/bHOI P.

1 — deHoTMNNYECKAs D>KEHWWHA; 2 — (EHOTUNUYECKNIA MyXumHa; 3 — reTe-
PO3UrOTHbIA  HOCWTENb  MATONOTMYECKOr0 TFeHa; 4 — MOHO3WUFOTHbIA HOCUTENb
naTonormyeckoro reHa; 5 — npobaHg — 46,XY; 6 — cnbc — 46, XY, deHoTMnnyeckas
>KEHLLWHa; 7 — 3[0pOoBbIii CU6C.
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G-okpalumBaHue). Y3 opraHoB Majsioro Tasa: mart-
Ka He onpefensietca. B naxoBbiX KaHaiax (B HWDKHeN
TpeTn) onpeensoTCcs roHagpl: pasmepom
2,3 x20x 1,0cm, o6bem 2,3 man 2,1 x 1,9 x 0,9 cm,
o6bem 1,9 mn; 06a HEOAHOPOLHON CTPYKTYpbl, MOHU-
YXEHHOW 3XO0reHHOCTH.

Y3 Hafno4yeyHVKOB: HAAMOYEYHUKN YBEIMYEHDI
B pasmepax (nmpaBblii — 3,2 X 18 cM, neBblin —
3,6 X 2,6 cM), 06a C 3aKPYr/IEHHbIMUA KOHTYpaMun He-
OAHOPOAHOW CTPYKTYpbI, B MPaBoOM OMNpesenseTca 06-
pasoBaHuve pasmepom 2,4 x 1,8 x 1,3 CM, U303X0OreH-
Hoe. 3ak/oueHve: NpU3HaKkW runepnnasui Hagno-
YyeyHMKoB (MO-BMAMMOMY, Y3€e/IKOBO) C BTOPMYHONA
afleHOMOIA cneBa.

MpoBeseHo
Tabnmuy).

KocTHas [eHCUTOMETPUS MOSACHWUYHLIX MO3BOH-
KOB: M/IOTHOCTb KOCTHOW TKaHW 72% OT BO3pacTHOWA
HOPMBbl.

YuyutbiBaa Hannuune JIMIT, nepBMYHOrO runoroHa-
An3Ma, TUNOKasMeMUK, HU3KOPEHWHOBONM apTepu-
a/IbHON TMNEepPTEH3MN U MOBbLILIEHHOIO YPOBHS KOp-
TUKOCTEPOHa B CbIBOPOTKE, OblN YCTaHOB/IEH [Aumar-
Ho3: peduumt P450cl7 (170c-ruapokcunasbl/17,20-
nuasbl). Ha3HauyeHa ropmMoHasibHas Tepanus Aekca-
MeTa30HOM B MNepBOHauYasibHOM fo3e 4 mr/cyT. Uepes
| Mec OT Havasla nmpuvema [ekcameTasoHa [aB/ieHue
CHu3mnocb fo 140/100 mm pT. CT., YPOBEHb Kanus
nosbicunica o 4,1 mmonb/n. [lo3a [ekcameTas3oHa
Oblna MOCTENEHHO CHWXKeHa [0 MOAAEPXKMBAtOLLEN
(0,5 mr/cyT). ALl ctabunmsmposanocb Ha undpax 120/
70 MM pT. CT., YPOBeHb Kasins B CbIBOPOTKE COCTaB/IAN
4,8 mmonb/n. Tpyu KOHTpoMbHOM Y3 HagnoveyHu-
KOB OTMeYeHa BbIpaXKeHHas MONOXKUTENbHAA AVHaMU-
Ka, 06beMHbIX 06pa30BaHNii He BbISB/IEHO.

YuntbiBas rMnogyHKUMIO TOHaj U PUCK UX BO3-
MOXHOIM ManMrHusauum, 601bHOM Mpoun3BedeHa ro-
HaJaKTOMUS.

"'mcTonormnyeckoe mnccnegosanune (puc. 4): B 06emx
roHagax HebGonblUME Y4acTKM 06pa3oBaHbl CKOMJie-
HUAMW Y3KMX "GECrpOCBETHbLIX" CEMEHHbIX KaHaslb-
LieB, BbICTAHHBLIMU TOMbKO HE3PesbIMU  K/IeTKaMu
Ceptonn, HabnofaeTca pe3Ko BblpaXKeHHasd runep-
nnasua KnetTok Jleingura, nocnefHvue AULLEHbI NNK-
f0B (umTonnasmatnyecknx). Cpean CKOMMEHUA Kile-
TOK Jleiigura BCTpeyaroTcsi 006/MTEPUPOBaHHbIE Ce-
MEHHbIe KaHa/lbLbl C BbIpaKeHHbIM FMaJMHO30M Oa-
3abHOV Mem6paHbl. C 06eMx CTOPOH WMEKTCA He-

rOpMOHa/IbHOE  06C/ef0BaHMe  (CM.

Pe3y/ibTaTbl FOPMOHA/ILHOTO 06C/IEA0BAHUS

FopMoHbI EOn;Haﬂ EOHI;HaFI Hﬁ%ﬁﬁ?”
MporecTepoH, HMONL/N 10,62 5,2 0,1-6,4
17-OH-nporecTepoH, Hr/mn 31 0,28-1,5
17-OH-nperHeHonoH, HMOoNb/N 10,8 5-15
T, HMONb/N 1,6 1,2 13-33
OCI, Ep/n 57,1 71,5 1,6-6,6
Nr, Ea/n 52,3 52,3 3,0-12,0
AKTI, nr/mn 83 10-60
E2, nmonb/n 105 50 50-286
KopT1KOCTEPOH, HMOSIL/N 256 > 250 25-55
AJbOCTEPOH, NMMOSL/N 701 866,2 97-830
F, Hmonb/n 188 94 150-650
AKTMBHOCTb PeHVHa B Na3me,

(Hr/Mn) vy 0,88 1,5-5,7
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Puc. 4. Munkpockonnyeckas KapTuUHa TECTUKY/SPHOM TKaHu
60nbHOW P.

a — 4aCTb KaHafblLieB OGNUTEpPUpPOBaHa U MMa/IMHU3MPOBAHA, Pe3KO BbipaXKeHa
runepTpodua KneTtok fleligura; 6 — OCTPOBKM CEMEHHbIX KaHanbLeB 6ecronosbix
KNeTOK, Pe3KO BblpaeHa runepnnasus kneTok Jleiigura.

AopasBuTbie NpnaaTkn CeMEeHHUKa W1 rumnonnasnpo-
BaHHblI€ CEMABbLIHOCALLE MPOTOKN.

Mocne onepaunn y 60/1bHON pa3Buiach KAMHUYe-
CKasi KapTuHa NOCTKacTpauuoHHOro cuHapoma (not-
NNBOCTb, NPWMBbLI, €NaboCTb), B CBA3N C YeM Oblna
Ha3HayeHa 3aMecTUTe/IbHas FOpPMOHa/IbHas Tepanus:
no 1/2 TabneTkn mMapBenoHa B feHb.

BonbHaa b., 26 net, o6patunace B OHL,
PAMH c »anobamy Ha MOCTOSAHHbIE TOM0BHbIE 60K,
rO/I0BOKPYXXEeHUs, MnoBbileHne AJl, OTCYTCTBUE MEH-
CTpyauumn, OTCyTCTBME IOGKOBOrO U MOAMbILLEYHOTO
0BOJI0CEHMA, €laboCTb, ObICTPYHO YTOMNSAEMOCTb.

3 aHamHe3a 3aboneBaHus: B BospacTe 4 u 11 net
orepvpoBaHa Mo nosofy naxosbix rpobx. C 15 net
6€eCcrnoKosAT ronoBHble 601K, nosbllweHne AL o 200/
120 Mm pt. cT. (TMMOTEH3MBHAs Tepanus 6e3 aek-
Ta). B 17 neT B CBA3N C MEPBMYHOW ameHOpeen, OT-
CYTCTBMEM MOJI0BOrO0 OBOJIOCEHMSI MPOBELEHO FeHETU-
yeckoe o06cnegoBaHue: BbiABNEH Kapuotun 46,XY,
nocrasneH guarHos: CT®. B 25 et nepeHecna ocT-
poe HapyLLeHVe MO3roBoro KpoBoob6palleHus.

OO6bLEKTMBHO: TE/OCN0XEHWNE aCTEeHUYECKOe, POCT
172 cm, macca Tena 62 Kr, NOLKOXHas >XMpoBas
Knetyatka passuta cnabo. A, 180/130 mm pt. CT.,
YCC 84 B muHyTy. lNMonosoe passuTtune: AxO P1 Ma, B
1994 r. nposefeHO 3HAOMNPOTE3NPOBAHME MOIOYHBIX
Xenes. Hapy>kHble NnonoBble opraHbl CHOPMUPOBaHbI
M0 >XEHCKOMY Tuny, rny6uHa Bnaraamwa 7 cm.



[JaHHble NabopaTOPHO-MHCTPYMEHTa/IbHOro 06Cne-
[OBaHUA: 3NIEKTPOINTLI KPOBU: Kanui 3,2 MMOSb/N
(Hopma 3,6—5,3 MMmonb/n), HaTpuii 143 mMmonb/n
(Hopma 120—150 mmonb/n). WccnenoBanyM ropMOHbI
KpoBu (CM. Tabnuuy). FOPMOHbI B MOYe: CBS3aHHbINA
kopTnzon 41,0 Hmonb/n (Hopma 120—400 HMmONbL/N),
JeruapoanmaHapocTepoHa cynbar 218,0 Hmonb/n
(Hopma 800—2700 HMoOnb/N).

Y3/ HagnoyeyHUKOB: HAAMOUYEYHUKN YBENIMYEHDI,
06bEMHbIX 06pa30BaHWUin HeT. PeHTreHorpagmsa rpya-
HOrO M MOSICHUYHOIO OTAE/I0B MO3BOHOYHMKA: OCTEO-
rnopos.

KocTHas [AeHCUTOMETpUS: NNOTHOCTb KOCTHOWA
TKaHW B MOSICHUYHbIX MO3BOHKAaX 75% OT BO3PaCTHOM
HOPMBbI.

YuutbiBas Hannuue JIMIT, NnepBuYHOro runoroHa-
AM3Ma, TUMNOKaNMeMUN, apTepuanbHOW TUMEpTEH3NN
M MOBLILIEHHOrO YPOBHSA KOPTMKOCTEPOHA B CbIBO-
poTKe 6bl1 NOCTaB/eH AnarHos: geuunt 17a-rugpo-
Kcunasbl/17,20-n1nasbl. HasHaveHa ropmoHasibHas Te-
panvs [eKkcaMeTasOHOM B Haya/lbHOW fo3e | Mmr/cyT
C MOCTEMEHHbIM CHWDKEHMEM [0 MOAAEPXKMNBALOLLEN
(0,5 wr/cyT); Ha (hOHE Ha3HauyeHHOW Tepanuu
AJl ctabunuanpoBanock Ha undpax 140—150/90—
100 MM pT. CT., YPOBEHb Kanns nosbicunca g0 4,6—
4,9 mmons/n. Ona npeaynpexgeHus pasBUTUS Ku-
HWKN MOCTKaCTPaLMOHHOIO CMHAPOMa Oblna HasHa-
yeHa Tepanus >XeHCKUMW M0SI0BbIMU FOPMOHAMMU.

JaHHble cnyyau LEMOHCTPUPYIOT CNOXHOCTbL MO-
CTAaHOBKWM [MarHo3a HegocTatovyHocty 17a-rmapo-
Kcunasbl/17,20-nv1asbl, K/IMHNKO-1a60paToOpHbIMU
XapakTepucTuKaMn KOTOpPOW ABNAKOTCS apTepuasibHas
rmnepTeHans,  46,XX-nepBUYHbIA  FUNOrOHaAN3M,
46,XY-ncesgorepma)poanTi3m, MOBbILLIEHNE YPOB-
HAa OOK, 18-OH-AOK, KopTukocTepoHa, 18-rugpo-
KCcukKopTukocTepoHa, AKTI, A, ®CI, CHuxeHue
YPOBHSA Kanus, aKTUBHOCTW peHWHa B nnasme, 17-
OH-nporectepoHa 1 MOM0BLIX CTEPOUAOB.

[OelictButensHo, CT® saBnseTcs camoil 4acToi
npuunHo JIMI, u npu Kapuotune 46,XY, >KeH-
CKOM WY LBOVCTBEHHOM CTPOEHWUW HAPYXXHbIX reHu-
TaMA 1 OTCYTCTBUAWU [epvBaTOB MIONNEPOBbLIX MPOTO-
KOB TaKoW fuarHo3 Haubonee BeposTeH. Mexay Tem
Heobxo4uMO MOMHUTL, 4To, Kpome CT®, cyulecTBy-
€T ellle HECKONbKO TeHeTUYecKn AeTepMUHUPOBaH-

HbIX COCTOSIHWIA, KOTOpble BefyT K BHYTPUYTPOGHO-
My LeuumnTy aHaporeHos u passutuio JIMI. Momu-
MO BbISIBIEHHOM Y Hawwnx 60/bHbIX opmbl BAKH, K
TakMM 3a60/1eBaHUAM OTHOCATCS AeekT peLentopa
K JIT/OCI [4], pedomunt StAR-npoTenHa [5], a Tak-
Xe HepoctatoyHocTb 3p-HSD [7], 17P-HSD [2] wnnm
5a-peaykrasbl [3].

Takum 06pa3oM, pasHoobpasue qopm JIMI™ AnKTy-
eT HeobX04UMOCTb [ieTa/IbHOrO MCCNefoBaHus CTepou-
JoreHesa (Kak B HafAnNoO4eyHUKax, TaK W B roHajax)
npn obcnefoBaHNM BCeX 60MbHBIX C (PEHOTUMUYECKU-
My nposieneHmamn CT®d. CBoeBpeMeHHOe MpoBefe-
HUe auepeHLUMaIbHOro AuarHo3a Mexay Ae(eKkTom
peuenTopa K aHgporeHam (CT®) n gpyrvmu BapuaH-
Tamn JIMIT npefcTaBnseTcs HeoOblYaliHO BaXKHbIM
019 peLleHns BOMPOCOB 0 BbliGope nosna, Lerecoobpas-
HOCTV ¥ BPEMEHM MPOBELEHMS XMPYPruYecKoro u rop-
MOHa/IbHOTrO NedeHuns. Kak crnefyet M3 npeacTaB/eH-
HbIX HaMW HabNAEHWIA, BbiBNeHWe getmumTta 17a-
rmapokcunasbl/17,20-nmasbl  MO3BOAWO, KPOME TOrO,
nogobpatb NaTOreHeTMYecKy Tepanuio Mo MOBOAY
3/10Ka4eCTBEHHOM apTepuanbHOM rMnepTeH3un, npeg-
CTaBNABLLUENA CEPbe3HYHO Yrpo3y 340POBbIO MaLMEHTOK.

Heo6Xx04MMO MOMHUTb, YTO Y TFEHETUYECKUX XKEH-
LWWH C NepBUYHOM aMeHOpeeld, OTCYTCTBMEM BTOPUYHO-
ro fofoBoOro pasBuUTUS U TUNEPTOHMEN Takxe cnegyeT
MPOBOAUTbL AOMO/HUTENBbHOE 06C/ef0BaHNE A1 UCKIIHO-
yeHWs pgemumTa 17a-rugpokcunniasel/17,20-1masbl.
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