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N. K. A3epaHoBa, E. H. TuHuaTynamHa, \A. A. Muwynuw, W. C. Aposas, A. H. Tronbnakos
BOMIE3Hb MLEHKO—KYLUVHIA HA ®OHE CUHAPOMA TECTUKY/NAPHOW

PEMNHNIALINN

'Y OHOOKPUHOMOMMYECKNIA HayuYHbI LeHTp (aup. — akag. PAH n PAMH WN. W. Oepnos) PAMH, Mocksa

CuHApOM TecTUKyNnsipHoi deMuHmsaumm — CTO
(CUHOHUMBI: TeCTUKYNAPHaA heMuHn3aumsa, CUHAPOM
HeuyyBCTBUTE/ILHOCTN K aHAporeHam, androgen insen-
sitivity syndrome — AIS, cuHgpom Moppuca) npeg-
CTaB/nsieT co60l NOMHYK MAW YAaCTUYHYH HEYYyBCTBU-
TENbHOCTb TKaHel K aHAporeHam Mnpu XOpOLUeid 4yB-
CTBUTENBbHOCTU K 3CTPOreHam, 06YC/NOB/IEHHYHO Hapy-
LLeHVeM CBA3bIBaKOLLEN CNOCOBHOCTU peuenTopa aHA-
poreHoB. CUHAPOM Hacnefyetca no X-cuensieHHoOMY
peueccusHomy Tuny [4, 7, 11, 15, 16].

CuHppom BriepBble onucadH B 1817 r., a B 1953 .
Moppuc npegnoxun tepmuH CT® [2].

MatoreHe3 CT® ob6ycnoBneH AeheKTOM reHa pe-
uenTopa K aHApOreHam, pacriofioXXeHHOro Ha KopoT-
KOM niede X-XpOMOCOMbI. B npouecce ambpuoreHesa
y 60/bHbIX C 3TUM CUHAPOMOM MNOZ BAUAHUEM Y -XPO-
MOCOMbI TOHaAbl AUPNEPEHLMPYIOTCA KaK SUYKMU,
CEKPETUPYIOLLIME TECTOCTEPOH U aHTUMIO/IEPOBbIi
(hakTOp, NPUBOAALLNI K PErPeccum MIJIepPoBbIX NpPo-
n3BOAHbIX. OfHAKO U3-3a AedieKTa reHa aHApPOreHHbIX
peuentopoB (AR) OTCYTCTBYeT 4yBCTBUTE/NIbHOCTb K
TECTOCTEPOHY W AUTNMAPOTECTOCTEPOHY, OTBETCTBEH-
HbIX 3a (DOPMUPOBAHME MYXKCKOro heHoTmna (Myx-
CKOW YypeTpbl, MpeACTaTeNlbHOM >Kenesbl, M0JI0BOro
yfieHa M MOLLOHKM). Takum 06pa3oM, 3aKOHOMepPHO
thopmMupyeTca >KEHCKWUIA (PeHOTUN npu  OTCYTCTBUK
NPOWN3BOAHbLIX MIIEPOBLIX MPOTOKOB  (MATOYHbIX
Tpy6, MaTKM W BepxHel TpeTu Bnaranmwia). Bcem
60/1bHbIM C MOJSIHOW (POPMOI CUHAPOMA TECTUKYNAP-
HOW (heMUHM3ALMN MPUCBANBAETCA C POXKAEHUSA YKeH-
CKUI rpaxkgaHckmii non [1].
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PaHee gmarHoctnka CTd OCHOBbIBalacb Ha pe-
3ynbTaTax KAMHUKO-TeHeaslormyeckoro, LUTOreHeTu-
4YecKOro 1 ropMoHasnibHOro uccrefgoBanuii [3, 5]. B Ha-
CTosLLee BPeMS LUMPOKO WMCMOJb3YTCA METoAbl MO-
NeKyNAPHO-TEHETUYECKOrO aHa/n3a.

MoneKynsapHO-reHeTUYECKNA  aHann3 reHa Al
MMeeT BaXXHOe MpakKTU4yeckKoe 3HayeHue. VaeHTundu-
Kaums MyTauui reHa npy HaiM4mm xapakTepHOW Ku-
HMYECKOIM KapTWHbI NoagTBepXaaeT anarHos CTd ¢ Be-
pOATHOCTLIO, 6M3Kol K 100%. Kpome Toro, uccnego-
BaHve reHa Afl MOXEeT 6biTb MCMO/b30BAHO ANsi NPO-
BeAEHUSI MpeHaTasbHOW AMarHOCTUKM W BbISIBIEHUA
reTepo3nroTHOro HOCUTE/IbCTBA B CEMbAX, OTArOLLEeH-
HbiX CT® [13].

Bb1genstoT MonHy 1 HemnosHyr (opMbl CUHAPO-
ma. [Mpu nonHon thopme CUHAPOMA HapyXHble FeHu-
Ta/ MM UMEKOT MPaBU/IbHOE >XEHCKOe CTPOeHue, Mnpu
HEeNosHoM hopmMe — OT MHTepPCeKCyaslbHOro A0 rpa-
BW/IbHOTO MY>XCKOTO.

[na nonHol hopMbl XapaKTepHO OTCYTCTBME BO-
JIOCAHOro MNOKpOBa Ha /I00Ke U B MOAMbILLEYHbIX
BNaguvHax, TUMMYHOE >XEHCKOE TeslI0C/I0XKeHue, XO-
pollee pa3BUTHE MOJIOYHbIX Xefe3, HapYXHbIX XKeH-
CKMX MOJOBbLIX OpraHos. Bnaranuwe HopmanbHoe
NN YKOPOYEHHOE, 3aKaHUMBAaEeTCA CJleno; ANYKU
yalle BCero pacnosiararoTcs y BbIXO4a M3 MaxoBbIX
KaHa/l0oB wiM B "60MbLUMX MNOMOBbLIX ryb6ax" — pac-
LienseHHon MoLloHKe. [MpununHol obpalleHns K
Bpayy ABASeTCA OTCYTCTBME MEHCTpyauuii, npu
3TOM MauMeHTbl HE COMHEBAKOTCA B CBOEW MpuHag-
NEXXHOCTU K XXEHCKOMY MoJly. B HEKOTOPbLIX cyyaax
OHW BbIHY>XXJeHbl 00pallaTbCa K Bpavy U3-3a He-
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Puc. 1. ®oTorpacmsa 601bHON P. ¢ CUHAPOMOM TECTUKY/SPHON (heMUHU3aUMK 1 60ne3Hblo ueHko—KyLuvHra no-

C/ne AOCTUXXEHUA peMUCCUN TUnepKopTnumMsma.
Bug cnepeau (a) u c6oky (6).

yA06CTB, CBSI3aHHbIX C Ma/lbiM pa3MepoM BRarama
1 BO3HUKaOLWMMK NpU 3TOM 60M1EBLIMU OLLLYLLIEHUS-
MW BO BpeMsi KouTyca.

HenonHas opma TecTUKynspHOi hemMmnHmsaumm
XapaKTepusyeTcs YaCTUYHbIM COXpPaHEHMEM YyBCTBU-
Te/IbHOCTM OpraHOB-MULLEHEN K aHAporeHam, 4To
MpOoSBASAETCA Ha/IMUYMEM MPU3HAKOB MYXXCKOFO Teso-
CNOXKeHus (Y3Kuii Ta3, HegopasBUTUE MOJSIOYHBIX >Ke-
nes), MeHee paBHOMEPHbIM pacrnpesesieHNeM MoLKOXK-
HO->XVMPOBOWM KJ/IETHYATKW, Ha/IMYMEM BOJIOCAHOrO MO-
KpOoBa Ha JI0OKe 1 B MOAMBbILLIEYHbIX BagnHax, runep-
Tpodhmeii kKnuTopa. Bupunmsaums B HEKOTOPbIX Clly4a-
AX MPOsBASETCS rpybbIM rosjocoM. MoryT uMeTb MecTo
HefoCTaTO4YHas YBEPEHHOCTb B MOJIOBOM MpUHaANex-
HOCTW; MNOJIOBOE BflieyeHue (NMbMA0) Yalle BCero no-
nasnsetca [13, 17].

CornacHo CoOBpeMeHHbIM MpeAcTaBNeHUsIM, Y 60/b-
HbIX C UHTEPCEKCYa/TIbHbIMW COCTOSAHUSMU BbICOK PUCK
ManurHusauum roHag [8, 9, 14]. N'oHago6nactoma unu

aucrepMyHoma TecTukyn BcTpevaetcd B 20—50% Ha-
6ntogeHnii [10]. B cBsI3M ¢ 3TUM MOJOBbIE XKeNesbl pe-
KOMEeHAYIT yaanaTb [0 3aBeplueHns My6epTaTHOro
nepuoga ” KOHCTUTYLUOH&TILHOTO (POPMUPOBAHUS.
Xupypruyeckasa TakTmka B OTHOLLEHUW TECTUKY/ B Ha-
CTosILLee BpeMsi CBOAUTCS K N1anapoOTOMUYecKol roHa-
nakTomun [6].

HabnogeHna rMokasbiBaloT, 4YTO TOHAA3KTOMUIO
MOXHO W HY>XHO BbIMOJIHATbL N1arnapoCKOMNnyeckn. OH-
LOXVPYPrnyeckoe BMeLLIATe/IbCTBO MO3BOJIAET HE TO/b-
KO NOATBEPAUTL AMArHO3, HO U B afleKBaTHOM 06beMe
Mpon3BecTn onepaTuBHOe fneyeHuve [1].

B HayuHoOI 3apybexxHoi nuTepaType BCTpeyaroTcs
onMcaHns coveTaHUs CUHAPOMA TECTUKYNAPHOW e-
MWHM3aUUN C PasINYHbIMUA SHOOKPUHHBIMK U COMa-
TU4ecKMMM 3a60M1eBaHUAMM, HO Mbl HE HALL/IA HU Of-
HOro onncaHus codetaHmss CTd ¢ 6onesHblo VLeH-
KO—KyLwuHra.

MpuBoguM cOBCTBEHHOE HabMOAeHME.
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Puc. 2. NeHeanormnyeckoe ApeBo 60/bHOM P. (nMpobaHp ykasaH
CTpesnKoii).

YepHble KpYrm — CUHAPOM TeCTUKY/ISPHON heMuHm3aumum.

B oTAeneHnn HempoaHZOKPUHOMNOTMN DHLOKPUHOMIOTMYECKOr O
HayyHoro ueHTtpa (OHLL) PAMH B TeueHuwe 4 net Habnrogaetcs
6onbHasa P., 1971 roga poxaeHus. 13 aHamHe3a M3BECTHO, YTO B
1999 r. N0 MECTY XMTeNbCTBa AMarHoCTUpoBaHa 601e3Hb VueHKo—
KylmnHra, no nosogy kotopoii B 2001 r. nocne onepaTtvBHOrO se-
YeHUA moyekaMeHHol 6one3Hn (MKB) BbINoHEHA 1eBOCTOPOHHAS
afipeHas1IaKTOMUA. HecMoTps Ha 3T0, obLlee COCTOSIHME MaLMEHTKN
CYLLIeCTBEHHO He WU3MEHW/I0Cb, COXPaHSINMCh CUMMTOMbI TUMEPKOP-
TULM3MA.

Mpu nepsrnyHOM ob6patteHnn B SHL, PAMH B 2001 r. npegb-
ABMSMIA XKanobbl Ha pe3kyto NpubaBky B macce (Ha 25 Kr 3a 6 mec);
remMaTtoMmbl 1 CTpuUM 6arpoBOro LiBeTa Ha KoxXe 6efep, nsed, rpyau;
OTeKM TofieHeld, KUCTel pyK, nnua; nosbieHne AL o 180/100 Mm
pT. CT.; ameHopeto. Npu ocmoTpe: pocT 162 cm, macca Tena 73 Kr,
(hbeHOTUN >KEHCKWIA, TeNOoCNoXeHWe TMNepcTeHnYecKoe, Mepepac-
npefeneHne NOAKOXHO-XXMPOBOM K/IeTYaTKM MO KyLUMHIOUAHOMY
TUMY, MaTPOHM3M, KOXHble MOKPOBbI CUHIOLLHE-60pL0BOro LIBETa,
CyXvie, NCTOHYEHHbIe, OTPY6EeBUAHBIA NnLLal Ha nepeaHeli nosepx-
HOCTW GPIOLLIHOM CTEHKW, TYprop KOXW CHWXKEH, Tpodmka HapyLue-
Ha, LUMPOKMeE CTpuM 6arpoBoro LBeTa Ha KoXe /ey, XXunsoTa, besep,
OTMEeYaeTC MPaMOpPHbI/i PUCYHOK. MOOYHbIE >Kenesbl Pas3BUTbI
ype3mepHo (MakpomacTus), cnabas NUrmMmeHTaums cockos. MoaMbl-
LLIeYHoe 1 NI0O6KOBOe 0BOJIOCEHME BbipaXkeHo cnabo (puc. 1). MpaHu-
Libl OTHOCUTE/NIbHOM TYNOCTY Cepfla paclUMpeHbl BNEBO, TOHbI CepA-
ua npuraywensl. A 170/90 mm pT. cT. ['pbbKeBble BbINAYMBAHUSA B
061acT nocreonepauyoHHOro pybéua, BnpasuMble, 60/1€3HEHHbIE
npu nanbnaunn. Mpr6KOBOe MopakeHWe CTOM, HOrTEBbIX MIAaCTUH,
Tpodmyeckme A3Bbl Ha 3a4HEl NMOBEPXHOCTU FONEHU, CBeXMNe rema-
TOMbl Ha KOXe KOHeYHOCTel. MonoxuTenbHbIA cumnTom MacTtep-
HaLKoro cripasa.

O6LWNIA N BUOXUMUYECKUI aHa/IM3 KPOBU — 6e3 0COBEHHOCTEN.

KnnHunuecknii aHann3 moun: Gaktepuypus, Tpunenbcocdary-
pusi, nenkounTypus.

["opmMOHanibHOe nccnefoBaHMe: MOBbILLEH YPOBEHb KOPTU30/1a C
HapyLleHMeM CYTOYHOro putma [8 4 — 948 Hmonw/n, 23 4 — 789
HMonb/n (Hopma 150—650 HMmonb/n), AKTI B 8 4 — 142,3 nr/mn
(Hopma 10—60 Hr/mn), JIC — 20,0 Ea/n (Hopma po 12 Epn/n), Tec-
TOCTEPOH — 11,3 HMOAbL/N (HopMa [0 2,7 HMOJIb/N), 9KCKPeLms CBO-
604HOro Koptmsona ¢ mo4yoinr — 1500 HMonb/n (Hopma 120—400
HMmonb/n); PCIT — 5,4 Ea/n (Hopma 1,9—11,6 Ea/n), nponaktuH —
290 mEn/n (Hopma 90—540 mEA/n), actpaguon — 94 nmornb/n (Hop-
Ma 97—592 nmons/n), napatropmoH — 36,7 nr/mn (Hopma 16—62
nr/mn); 17-OMN — 5,8 HMonb/n (Hopma 0,3—2,4 HMonb/n); DHEA-S
— 13 762 Hmonb/n (Hopma 2100—10 100 HMonb/n)].

MPT ronosHoro mosra: aHAocesNsapHas afgeHoma runogusa.

Y3 opraHoB 3abplOLLUMHHOIO MNPOCTPaHCTBa: rurnepniasns
npaBoro HaAmno4YeyHuKa, MPU3HaKu XPOHUYECKOro KaslbKy/1e3HOro
nvenoHeppuTa.

PeHTreHoBcKas ABYX(POTOHHasA [AeHCUTOMETpUA (Ha arnnaparte
"Prodigy" KOCTHOI eHCUTOMETPUN): HaYaslbHbIA OCTEOMNOPO3 MOSiC-
HUYHOrO OTAesia MO3BOHOYHMKA, YMEpPEHHast OCTeOrNeHus MPOKCU-
Ma/bHOro oTAena 6efpeHHON KOCTu.

BonbHOI 6blN MocTaBneH AnarHo3: 60ne3Hb VueHKo—KyLInH-
ra, TsHXkenas hopma, rnporpeccupytoLee teyeHve. CoctosiHMe nocne
NEeBOCTOPOHHEN afpeHanakTtomun. CTepomaHas Kapauonatus. Ap-
TepyasibHas runepTeHsns. HegocTtaTouyHOCTb KposoobpateHus |
cTagun. XpoHUYECKU KabKynesHblid nenoHedpuT. Tpoduyeckme
A3Bbl 06enX roneHeli. CTepOMAHbIA CUCTEMHbIV OCTEONOpPO3.

HasHaueHa Tepanusi KeTOKOHa30/10M (200 mMr 2 pasa B [eHb) ”
opumuTeHOM (250 Mmr 2 pasa B ieHb). B mapTe 2002 r. npoBefeH ceaHc
NpoToHOTepanun Ha o06nacTb rmnogmsa B cymmapHoi fose 70 Ip.

M3 aHaMHe3a 13BEeCTHO, YTO Y NaLMEHTKN NepBrUYHas ameHopes.
HacnefcTBeHHOCTb: MepBMYHasA aMeHOpes Y POAHON TeTU U [BOO-
POAHOW CecTpbl NO MaTepUHCKON NuHuK (puc. 2). Pocna u passu-
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Bas1acb HopmasibHO. IMpu AMcnaHcepHOM OCMOTpe B Bo3pacTe 14 net
AnarHocTupoBaHa arnnasua matku. K ruHekonory He obpatuanachb,
fledeHne He nonydvana. B Bo3spacTe 20 neT Bbilwa 3amy>, oTMevana
60/1e3HEHHbIE OLLYLLEHNS MPU NoIoBOM akTe. Npu nccnefoBaHUn
Kapmotun — 46XY. Y3 opraHoB masoro Tasa (TpaHcabaoMUHa b-
HO): B MOJIOCTM Masioro Tasa MaTka He ornpefiensercs. Cresa BbICOKO
y OPIOLLIHOW CTEHKM HEeYeTKO onpegenseTca o6pasoBaHne pasMepom
3,3 Kk 1,8 cm, cpefHelt axoreHHocTn (roHaga?). CripaBa roHaga He
onpegensetcsa. B naxoBbIX KaHasiax roHafbl He onpegenatorca (puc.
3). MPT opraHoB Manoro Tasa: B MPOeKLMN MaxoBblX KaHa/o0B [A0-
NoJIHUTENbHAA TKaHb He OnpefenseTcs.

MeHomHass IHK 6bina BbigeneHa U3 nepudepruyeckmnx nekoLm-
TOB C UCMO/b30BaHNEM CTaHAapPTHbIX MeToAoB. C MOMOLLLIO MOou-
MepasHoW uenHol peakumn (MUP) 6bi10 amnanguLmpoBaHo 5
hparmeHTOB reHa AR, 0XBaTbIBalOLLMX 3K30Hbl 2—8 U npunerato-
e yyaCcTKM WMHTPOHOB: hparmeHT ARE2 (~ 340 bp, 3K30H 2),
parmeHT ARE3 (~ 500 bp, ak30H 3), hparmeHT ARE4 (~ 650 bp,
9K30H 4), hparmeHT ARES5 (~ 360 bp, 3k30H 5) n doparmeHT ARE6—
8 (~ 2200 bp, ak30HbI 6—38). Mocne anekTpodopesa B 1% arapo3HOM
rene npogyktbl MLP 6binv BblAeNeHbl U OYMLLEHbI C UCMO/b30Ba-
Hvem Habopa "MinElute PCR Purification Kit" (Qiagen), a 3atem
NoABEPrHyTbI MPSMOMY CEKBEHMPOBAHUIO Ha aBTOMATUYECKOM CeK-
BeHaTope ABI PRISM 3100 ("Applied Biosystems", CLLUA).

Mpn cekBeHMpoBaHUK Gblna BbisiB/IeHa BCTaBKa OAHOr0 afieHu-
HOBOr0 OCHOBaHWS B 3K30He 7, NMpuBOALLIAas K 3aMeHe KOfoHa ac-
naparnHa (AAT) B nonoxeHnn 848 Ha KofoH nmsmHa (AAA) co
CABUIOM paMKW CUUTbIBAHUA U YKOpPOYeHVeM 6e/ika aHaporeHo-
BOro peuenTtopa Ha 44 aMUHOKMUCOTbLI. TakMMm o6pa3oMm, faHHas
MyTaumsa NPUBOAMT K yTpaTe 3HAYUTE/IbHOW YacTu NUraHaCcBA3bI-
BaloLLIEro floMeHa peLentopa (aMUHOKUCIOTHbIE OCHOBaHUSA 670—
919 [17]), 4TO AO/HKHO MPUBOAUTL NMPAKTUYECKU K MOJIHOW MoTepe
ero )yHKLMOHaNIbHOM aKTUBHOCTU. B Monb3y 3TOro cBMAeTeNnbeT-
BYeT TOT (haKT, YTO MpeXxje aHanornyHas mMmytauus obina yxe onum-
caHa y naumeHTa ¢ NosHON hOpMOIi CUHAPOMa HevyBCTBUTEIbHO-
CTW K aHgporeHam [8].

JvarHocTnpoBaH CUHAPOM TUCTUKYNAPHOW heMuHM3aumK,
nosHas opma, peKoMeH[oBaHa rOHaJ3KTOMUSA Mocsie KOMIMeHca-
LM OCHOBHOIO 3a60sieBaHuA.

Mpu KOHTpoNbHOM 06cnefoBaHUM B 2005 r. OTMeYeHa Bblpa-
KEHHasA MOMOXUTeNbHass AMHaMWKa B BUAe CHWbKeHus All fo
130/80 MM pT. cT., No6negHeHUst CTPUIA, YNy4dlleHUs TPOUKN 1
Typropa Koxu, noxygaHus Ha 20 Kr.

KoHTposibHOe nabopatopHoe uccnefoBaHve: AKTI B 8 4 —
53,6 nr/mn, B 23 4 — 2,3 nr/mn (Hopma 10—60 nr/mn); KopTrM3on B 8 4
— 429 Hmonb/n (Hopma 123—626 HMOnb/N), B 23 4 — 225 HMONb/N
(Hopma 46—389 HMO/Ib/N); KOPTU30/ Ha (hOHE Masoii leKcaMeTa3oHo-
BOli Npo6bl (1 Mr gekcameTasoHa) — 343 HMOJIb/T; CBOBOAHbIN KOPTU-
30/1 CYTOYHOW Mounm — 696 HMmonb/n (Hopma 120—400 HMoNb/n);
TEeCTOCTEPOH — 24,7 HMonb/n (Hopma 0,2—2,7 HMOnb/N).

Y3W HagnoyeyHNKOB: NEBbIM HaANoOYeYHVK yaaneH, B ero rnpo-
eKUMM NaTosiorMyecknx 06bEMHbIX 06pa3oBaHU He BbISBIEHO;
npasblli — YMepeHHO yBe/nvyeH B pa3mepax (TO/LLMHA HOXEK [0
0,8 cMm), 06bEMHbIX 06pa3oBaHUli He BbisBNeHO. Y3 nouek: pac-
MONOXeHbI TUMWYHO, Npasas Nno4vka pasmepom 11 K 5,4 cm, nesas —
8,9 * 3,8 cM. CTpyKTypbl AnddepeHLnpoBaHbl. MapeHXxnma Heoa-

Puc. 3. Oxorpamma nosnoctn manoro tasa. MoHaga 3,3 x 1,8 cwm.



HOpOfHas, TO/LMHA ee COOTBETCTBYeT BO3PacTHOW Hopme. B npa-
BOW MOYKe (B NapeHxmme, Ha [OPCa/ibHOM NOBEPXHOCTN) onpeaens-
eTCs XUAKOCTHOE 0bpa3oBaHvie MaMeTpom 4,3 CM C POBHbIMU CTEH-
KaMu, OfHOPOAHbLIM COLEPXKMMbIM, B JIOXaHKe OrpefensieTcss KOH-
KpeMeHT pa3mepoMm 4,2 cM. JloxaHka paclumpeHa o 1,4 cMm. B neBoii
rnoyke B Yalleykax OMpeaenaoTcad KOHKPeMeHTbl pasMepoM [0
1,3 cM, B lOXaHKe — KOHKPEMEHT pasmepom 2,7 CM.

MPT ronosBHoro mosra: MOMIOXWUTENbHAsA AUHaMWKa B BuUie
YMEHbLLUEHUSI pa3MepoB afleHOMbl TMnom3a No CPaBHEHUIO C UC-
cneposaHveM oT 02.10.02 (nocne NpoToHOTEPanuu).

PeHTreHoBckas [BYX(hOTOHHasA fAeHCUTOMeTpus (Ha annapare
"Prodigy" KOCTHOI ;EHCUTOMETPUM): OCTEOMEHUS MOSICHUYHOIO OT-
[ena Nno3BOHOYHWKA, YMEPEeHHast OCTEOMNEHNSA NMPOKCUMa/IbHOro OT-
fena 6efpeHHON KocTw.

KnunHnyeckuin gmarHos: 6onesHb MueHko—KyluvHra, cragus
pemuiccun. COCTOSIHWE MOCNe IEBOCTOPOHHEN afpeHaaKTOMUN.
["pbbKa nocneonepaunoHHoro pyéua. CocTosiHMe mnocne NpoTOHO-
Tepanuu B cymMmapHoli nose 70 p. Mvnepniasuns npa.Boro Hagno-
YeyHuka. CTtepompaHas Kapguonatus. OCTeoneHust MOACHUYHOro
oTAena NO3BOHOYHMKA, MPOKCUMAa/ILHOIO OTAeNna 6efipeHHO KOCTU.
CUHAPOM TECTUKYNSIpHOU themMuHM3aummn, nonHas gopma. MKB.
Kucta npasoit noykn. CocTosiHWE Moce 0nepaTMBHOIO IeHeHNs Nno
nosogy MKB. OHuxomuko3s cton. llauveHTke npeactouT onepa-
TUBHOE BMeLLaTeNlbCTBO (FOHaA3KTOMUSA).
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0. A. Manuesckuidl, . C. HypmyxameToBa, B. A. MNMeTepkosa3, E. M. Opnosa3,

T. B. Cemunyesa3, A. XebHepd I

CNHAOPOM OJUITTPOBA (TPUTIJIET A) B NMPAKTUKE AETCKOIO

SQHAOKPVHOJIO0IAl

'Kacpegpa rocnutansHov neguatpum (3aB. — npod. 3. H. AxmageeBa) BallKMpcKOro rocyaapcTBeHHOro
MeAMLMHCKOro yHuBepcuTeTa (pektop — uneH-kopp. PAMH B. M. Tumep6ynatoB), PecrnybnnkaHckasn geTtckas
KIMHMYeckasa 6onbHMua (rn. Bpad — npod. P. L. XacaHoB), "VIHCTUTYT AETCKOI 3HAOKPUHOMOrMn (gup. — npod.
B. A. MNeTepkoBa) SHAOKPUHOIOMMYECKOr0 Hay4yHoro LeHTpa (aup. — akag. PAH u PAMH W. W. Oenos) PAMH,
4MeanUMHCKNIA thakynbTeT [pe3feHCKOro TEXHUYEeCKOro yHVBepcuTeTa

CuHgpom Onnrposa (Tpunnet A, AAA8) — Ha-
cnefcTBeHHOe 3aboneBaHMe C ayTOCOMHO-peLeccuB-
HbIM TUMOM Hac/efoBaHUA, XapaKTepusytoLleecs ce-
MENHOW  TNIIOKOKOPTUKOWAHOW  HegoCcTaTOYHOCTLIO
BC/IeICTBME PE3UCTEHTHOCTU peuenTopoB K AKTI,
anakpuei n axanasmein [2]. NMoMrUMO MepevnCcneHHbIX
CYMNTOMOB, C Pa3/IN4YHOM YacTOTOM BCTpeyaroTCs LieH-
TpasibHas U/ aBTOHOMHasi HelponaTus, 3afepXkKa
HEPBHO-NCUXNYECKOr0 pa3BUTUSA, TUNEPKepaTos, HU3-
KOpOC/oCTb. BcnegctBue rnHOKOKOPTUKOWAHOWM He-
[0CTaTOYHOCTU MOTYT pa3BMBaTbLCH TUMOTIMKEMUYe-
CKMe COCTOSIHUSA, ABNAIOLMECH UHOr[a (haTa/ibHbIMU
Onsa pebeHka. B psge cnydvaeB pa3BuBaeTCcs MUHEPas1o-
KOPTUKOUAHAA HefoCTaTouHOCTb. CMMMNTOMbI 3a60/1e-
BaHWs BapuabesibHbl, MOABASAKTCA U NPOrpeccupyroT ¢
Bo3pactom [2, 3].

'lonoxxeHo Ha Bcepoccuiicko KOHMepeHL MM No AeTCKOWN 3H-
OOKprHONOorun "[ocTvKeHNs HayKu B NPakTUKY AeTCKOW 3HAO0K-
puHonorun®.

B 1978 r. J. Allgrove n coaBT. onucanu fse napbl
CUOBMNHIOB B pa3HbIX CEMbAX, Y KOTOPbIX OTMeYasiochb
coyeTaHme U30MPOBAHHOM FNFOKOKOPTUKOUAHOW He-
[OCTaTOYHOCTY C axanasuei, HapyLleHneM NpoayKLUn
Cne3Hom »xwuagkoctn (y 3 nauneHToB) U aBTOHOMHOL
HeliponaTueli (y 1 nayveHTa). ABTOpbI BNepBble Npes-
NOMIOXW/IN, YTO OMMcaHHas HeobOblvHas accoumauuns
YKa3aHHbIX CUMMTOMOB MOXeT MpeAcTaBnsaTb COOOM
HacneACTBeHHOe 3aboseBaHMe HeW3BECTHOW 3TMONO-
rvn [1]. lnwb B 1996 r. A. Weber n coaBT. ycTaHOBWN
nokanmsauno reHa AAAS Ha KOPOTKOM TJie4ye XpPoMo-
combl 12 (12ql3) [5]. CTpyKTypa reHa 6blia onvcaHa B
2003 r. A. Tullio-Pelet n coasT. [4], KOTOpble yCTaHO-
BW/IX M €ro posib B CEKPeuunmn cneumntmnyeckoro 6enka,
MoslyyMBLLEro COKpalleHHoe HasBaHue ALADIN
(alacrima-achalasia-adrenal insufficiency neurologic
disorder). 13BecTHO, 4TO 3TO 610K C MO/1. Maccoi 60
K, cocTosIlniA U3 547 aMUHOKNCAOT M OTHOCSLLMIACS
K cemeictBy WD-repeat protein. NocnegHuin BXoanT B
coctaB nuclear pore complexes (NPCs), sBnatowiero
e[IMHCTBEHHbIM KaHa/IoOM AfepHO-LMTONIa3mMaTmnye-
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