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JHAOKPUHHAA OpdaHeTHKa: - CMH.quM MHcynMHope3MCTeHTHocm Tuna A: onncaHue KIIMHU4YecKoro crny4as
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BBEOEHMUE.
HacneancrtBeHHbIe CNMHAPOMbI UHCYJTTMHOPE3UCTEHTHOCTU ABJIAIOTCAH TAXENbIMA MeTabonuyecKkumm 3a60ﬂeBaHVIFIMM, OGyCﬂOBﬂeHHbIe MyTaluundaMmn B reHe MHCYJIMHOBOIO peLlenTopa

(INSR). FOMO3UroTHble N KOMNAyHA-reTepo3nroTHble BapmaHTbl MyTaumm INSR nexaTt B ocHoBe cuHapomoB [loHaxbio n PabcoHa-MeHaeHXxonna, xapakTepnu3yroLWmuXca TSXKenbIiM
Te4YeHMeM C NOJSIMOPraHHHbIM NOpPaXXeHMeM U BbICOKOM JfieTanbHOCTbLI0. B criyyae reTtepo3uroTtHoro nopaxeHusi Bo3HMKaeT oTHOCUTesIbHO Msarkas dopma 3aboneBaHmMsi — CUHOPOM
MHCYNNHOPE3NCTEHTHOCTU TUNa A, NPOoSsIBNSAIOLWMNNCA TMNEepPUHCYJIMHEMUeN, rmnepaHaporeHeMmMen, akaHTo3oOM C pa3BUTUEM B AanbHeMnlleM caxapHoro gmabera.
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OMNCAHMUE KITMHUYECKOI'O CIJTYYAA.
[MaumeHTka, 16 neT, obpaTtnnacsk ¢ xxanobamm Ha OTCYTCTBUE MEHCTPyaLUnn, n3bbiITO4HOE OBONOCEHME, OrpybeHmne ronoca.

/ \ ﬁCMOTp: \ 66cne.qosauue:\ @Gcnenosaﬂueﬁ ﬁMHaMMKa Yyepes3 h

C 9 net — B 16 net - 146.5 cm TECTOCTEPOH - 6,7 MHCYNnH 120 MecsiL|eB:
agpeHapxe, (SDS -2,5), Bec 39 kr, HMonb/n (0,7-2,7). MKE/mn. CHWXXEeHNEe YPOBHA
HU3KMEe TeMnbl (SDS UMT -1,15). Y3U M/T— SUYHUKM OF'TT — nHeynuH TecTocTepoHa (2,17
s nansreiuen Ganmon (10 o200 kel i weT(opun 1000 MricyT, RIS

. LMNPOTEPOH aLeTaT 2 Mr +
BblpaXXeHHOoEe [onnBselo), OnyxoneBbin CTUMYNALNMN, aTuHMnacTpaauon 0.035 mr. MKE/mn,
OBOJ1OCEHME Mo rmnepTpodpuns reHes, HapyLleHuns HapyLlEeHNE HOPpMaJin3auun4
MY>XCKOMY TUMy. KNUTOPA, cTeponaoreHesa — TONEPaHTHOCTU K MEHCTpPYyarbHOro
Mensis abs. BblpaXKEHHbI NCKNIOYEHBbIL. rnroko3e, HbhAlc LMKna, rmpcyTusm

\ / @anthosis nigricans/ \ / Ql% / 15 6a1,1noa /

[1lo pe3aynbTaTamMm MOJEKYNAPHO-reHeTU4YeCckKkoe nccrieaoBaHus BbisiBNIeH paHee ONMUCaHHbIN reTepo3uUroTHbIN natoreHHbIU BapnaHT €.3436G>A B 19 3k30He reHa INSR.
y‘-WITbIBaFI Bblpa>|<eHHyro rmneprocbmo KIUTOpa, NraH1pyeTcs nposeaeHme deMUHU3NPYIOLLLEN NIACTUKMA.

KOHTAKTbI.

3AKJ1IO‘-IEHI/IE HoBOKpeLleHHbIX

'L KnnHnyeckmne nposaBneHns cuHgpomMma UMHCYNMHOPE3UCTEHTHOCTM TUna A MaHUMECTMPYIOT NPENMYLLLIECTBEHHO B NOAPOCTKOBOM BO3paCTE U TSKENee NpoTekatoT Yy NauneHToB EBreHmns 3nyvathOBHa,f;-.-_:
q- XEHCKOro nona. BPaY-4eTCKui
¥ lccnepoBaHue ypoBHSI ba3anbHOro MHCYNMHa aBnsaeTcst 06sa3aTenbHbIM MPU BbISIBIIEHUU TUNEpaHaporeHeMun, HapyLeHNn MEHCTPYaribHOro LUKna y naymeHTokK C IHAOKPUHONOT.

5| oTCyTCTBMEM U30bITOMHOrO Beca. [pn BbiABNEHUN rMNEePUHCYNIMHEMUM NMPOBEAeHNEe MONEKYNAPHO-reHETUYECKOro UccrneaoBaHns No3BONAET YTOYHUTb NMPUYNHY rg;ggge;rnecne?:n'reu

1 3abonesaHug.

OCHOBHOM LIENbIO BeAEHUA NMauneHToB C AaHHbIM CUHOPOMOM ABJTAETCAH CBOeBpeMeHHbIVI KOHTPOIJ1b MeTabonnyecknx HapyLIJeHI/II7I N dKTUBHAA CUMITTOMaATUNHECKAA TEPAling.
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