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KoHdepeHUUA No opdaHHbIM U AETCKUM
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JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI

m .

KHMHMHECKI/IM I'IOJ'II/IMOPCDVIBM NCEBOOIMNMNOINAPATUPEOS3A la TUINA.
OMUCAHUE KNIUHUYECKOI'O CNNYYAA
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BBEOEHUE. E"'
[lceBoormnonapaTtmpeo3 la Tuna (HacneacrtBeHHad octeoguctpodpusa Onbpanta) — opdaHHoOe 3aborneBaHue, npo;lsnﬂromeec;l
HapyLleHneM doocPOopHO-KanbLUMeEBOro obmeHa, OOYCNOBMEHHOE PE3UCTEHTHOCTbIO OpraHoB-MmulleHeW K napatupeoungHomy ([1T1) |/|
OPYyrMM ropmMoHam, YTo onpegendeT nonmMopduamMm KnmHUYeckmnx nposasneHun. PesncteHTHocTb K [1TT n gpyrmm ropmoHam cBsi3aHa C
HapyLleHneM akTUBHOCTM a-cyobeamHuubl G-b6enka Bcreacreme necbeKTa reHa GNAS |/| SI'II/IFeHeTI/I‘-IeCKI/IX C,EI,BI/IFOB
ﬂé;, .

LR ERDPRAN

MATEPWUAIIbl W METObI.

Manb4yuk 12 neT c nceesgornnonapaTnpeo3om la tmna.

[lnarHo3 noaTBepXaeH pesynbtTataMn MOJMEKYNAPHO-TreHETUYECKOro nccrneaoBaHus.
[lepnon HabnogeHna 3a naymeHTom 12 ner.

PE3YJIbTATbI (ONMUCAHUE KITMHUYECKOI'O CJTYHASA)
Manbunk oT 1 6epemeHHOCTW, poanncsa B CPOK, NyTem Kecapesa ceveHus. Macca npu poxaeHun 3800 r, AnnHa 54 CM, OueHKa Mo WKane  KanbuuMHaThl MAMKUX TKaHen Rg ny4ye3anACTHbIX CYyCTaBOBOB
Anrap 8/9 6. (nechopMmupoBaHHbIe CyCTaBbl)

[To OOBLEKTMBHOM OCMOTPE HOBOPOXOEHHOIO BbISBMIEHO AOUCNPOMNOPLMOHANbHOE TENOCMOXEeHNE, BHYTPUKOXHbIE KanbUMdUKaTbl B
MOSACHMYHOM 06NacTM ¢ ULMAaHOTUYHbIM OTTEHKOM KOXXM Had HUMW, NIIOTHbIE OTEKN KOHEYHOCTEN U NNLA.

[To pesynbTatamM HeOHAaTanbHOro CKPUHUHIa OUarHOCTUPOBAH BPOXAEHHbLIA TMNOTUPEO3, Ha3Ha4YeHa 3aMecTuTenbHasi ropMoHarbHad
Tepanusa NeEBOTUPOKCUHOM HaTPUS.

B Bo3pacTte 2,5 ner oTMe4dyeHO NOSABMIEHME HOBbLIX MOAKOXHbIX KanbuudukatoB. [lo pesynbtatam nabopaTopHoro obcregoBaHum
3adoukcupoBaH Bbicokun ypoBeHb [T 201,4 nr/mn (N 12,0 — 95,0), conpaXXeHHbIM ¢ HOpManbHbIM YPOBHEM Kanbuusa 2,55 mmonbs/n (N 2,10
— 2,75) n pocapopa 1,68 mmornbe/n (N 0,74 — 1,75). HasHayeHa Tepanus npenapatamMmu Kanbumsi U akTUBHbIMW MeTabonntamu ButammHa D.

Y pebeHKa C BPOXAEHHbIM TMNOTUPEO3OM, 3HAYUTESNbHbIM NOBbILLEHUEM YpPOBHS 1T M nogKoXXHbIMM KanbuudmnkaTamMm 3anoao3peHa
HacriegcTtBeHHaa octeoaucTpoduna OnbpauTta. NpoBeaeHO MOSEKYNAPHO-TEHETUYECKOE UCCNEOOBaAHME MO pe3yribTaTaM KOTOPOro B reHe
GNAS obHapyxeHa retepo3nrotHas HoHceHc-myTauuna de novo ¢.1024C>T (p.Arg342X).

B Bo3pacTe 5 neTt AnarHoctupoBaH caxapHbii anabet 1 tuna. AYyTOUMMYHHbIM reHe3 noATBepXaeH pes3ynbTataMyu UMMYHOJIOTMYECKOro
nccrnegoBaHuns. HasHadyeHa nHcynuHoTepanusa B 6a3nc-00Mt0CHOM pexume, B nocneayowemM nepesedeH Ha MHCYNMHOTepanuio MeToaoMm KanbuuHaTtbl KocTeun cesoaa vYepena no MPT
nomnbl. KOHTPONb CYyTOYHOWU FMMKEMUN OCYLLIECTBIIAETCA C UCNONb30BaHMEM HenpepbiBHOro flash-moHuTOpmnpoBaHus.

- B HacTosiLee BpeMs MNMony4yaeT 3aMeCTUTENbHYIO FTOpPpMOHalrbHYKO Tepanuio NeBoTUpPOoKCUHOM HaTtpua 75 mkr/cytkn (TTI 1,03 MKME/mn;
+  T4cB. 15,2 nmorib/n) U NpenapaTtbl akTUBHbBIX hopMm BuTamuMHa D — anbdakansungon 0,25 mkr 3 pasa/cytku (Ca 2,38 mmonbs/n; P 1,62
mmornb/n). CaxapHbi anadbeT komneHcuposaH (HbA1c - 7,6 %), BBMAOY BbICOKOWU KOMMSTAEHTHOCTU NMauueHTa N ero poauTtenen.

3AKJ1IOLIEHI/IE
i PaHHFIFI OANarHOCTnkKa KOMIMNOHEeHTOB 3860ﬂeBaHI/IFI, NMNMOJ1IHA4A BepI/ICbI/IKaLI,I/IFI aAnarHo3a C NCnoJib3oBaHNeEM MOJ‘IeKyJ'IFIpHO-FeHeTI/I‘—IeCKOFO

NCCIrieaoBaHA, a TAKXKe BblCOKaAA KOMIJ1a€HTHOCTb MauneHTa Nno3BOJ1IAET CHU3NTb PUCK PA3BUTUA TAXETIbIX OCNO>XHEHUWU U MOBbLICUTb
Ka4vdeCTBO XN3HU NMaulNEHTa.

KOHTAKT: [OutkoBckasa Jlnunna BukTtopoBHaA, K.M.H., OOUEHT Kadeapbl OeTCKkux b6onesHenm um. npodeccopa N.M. BopoHuosa DI1 n Al10O.
PI'BOY BO «CaHkT-lleTepbyprckmn rocyaapCTBEHHbIN negmnaTtpuyeckum meanumHckmun yHmeepcutet» MuHsgpasa Poccun, CaHkT-lleTepbypr,
. Poccus.

J e E-mail: liliya-ditkovskaya@yandex.ru




