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KIMIMHWYECKUN CNYYAU TPAH3UTOPHOIO HEOHATAJIbHOIMO CAXAPHOIO ANABETA.

BBeneHue.

HeoHaTanbHbIN caxapHbin aunabet (HCL) — HemmmyHHasa dopma caxapHoro awmabeta (CL), maHudecTupylowlaa B rnepBble 6 MECSLUEB XU3HU. XapaKTepusyeTtcs HU3KMM ypoBHEM WHcynuHa v C-nentuvaa, OTCYTCTBUEM
ayTOMMMYHHbIX MapkepoB CLl 1 tuna, pegkum pasBuUTUEM KeToaumaosa. [1o xapaktepy TedeHusa BblAensatT nepmMmaHeHTHbIn U TpaH3uTopHbin (THCO) HCO. THC BcTtpeyvaeTtcsa B 50-60% Bcex cnydyaeB HCL, pa3BuBaeTca nocrne
POXOEHUS B pe3yrbTaTe HapyLweHUa NpoayKLUU UHCYNMHA C nocrneaylowmm HacTynneHnem ctagum «MHCYNMHOHEe3aBMCUMOCTM» U peunanBom B Boree B3pocriom Bo3pacTte. B bonblumnHcTBe cnydaeB aetn ¢ THCI poxaatoTesa C
HU3KUMW POCTO-BECOBLIMW MNOKa3aTeNAMM Mo OTHOLLEHWUO K rectaumMoHHOMY Bo3pacTy. Hambonee vacton npudmHon passutmsa THCI (70%) aBnaeTca natosiormss 6 XpomMocoMbl, NpuBoadLlas K cynepakcnpeccun reHoB ZAC u
HYMA1, a Ttakke mytaumm B reHax KCNJ11, ABCCS8, INS, NHF1B v ap. Hamn npeacrasneHo onncaHue KnmHudeckoro cnydasa passutuna THCLO Bcneacteue mytaumm B reHe GATAG, KOTOPbIN UrpaeT BaXHYHO poSfib B pas3BUTUN
noa)xenygodHou xenesbl, a Takke gpyrmx Npon3BOAHbIX 3KTO- U Me304epMaribHOro POCTKOB (OpraHbl XXenyaovyHo-KULWLEeYHOro Tpakra, cepaue n ap.). ,

KnnHunyeckum cny4an.

[leBoyka oT 1 bepeMeHHOCTU, NpoTeKaoLeN Ha poHe xNnamuanosa, OP3 B NnepBOM TPUMECTPE, aHEMUMN JIETKOU CTEMNEHN BO BTOPOM U TPETbEM TpUMecTpax. Poabl onepaTtnBHble Ha 35 Heaerne ¢ HU3KUMU
POCTO-BECOBbLIMM MOKa3aTeNnAMM OTHOCUTENbHO recTtauuoHHoro Bo3pacTta (SDS pgnuHbl Tena -2,65, SDS maccel Tena -2,29), ¢ npusHakamn 3BYP. Haxoounacb Ha 30HOOBOM NMUTAHUWM Ha 2 3Tane
BbiXxaXkmBaHusa. B nepmnoae HOBOPOXAEHHOCTU 3addUKCUpOBaHA rMuUkemuns 29,6 MmMonb/n, uHMuuMnpoBaHa Tepanua UMHcynuHom. C 1-ro mecdua XU3HW Tepanums UMHCYJIMHOM OTMEHEHa, C COXPaHEeHUEM
HOPMOIMKEMNUN, NOCTNpaHanansbHaga rmukemMmmns He nuccnegosanacbk. HacneacrteeHHbIM aHamMHe3 no CL] He oTdrouleHa.

C 2 net Xn3Hu pukcmpoBanach rinokosypuda. B Bospacte 3 neTt nocrie nepeHeceHHoN BUPYCHOU UHMEKLMN NMOSABUINUCE Xanobbl Ha Nonuyputo, nonnanncuto, oTcyTcTeme npmbaskm B Bece. [ NMKMPOBaHHLIN
remornobuH (HbAlc) 11,5%, rnmkemus Yepes 2 4aca nocrne egbl 18,6 mmonbk/n, cneundunyeckne octpoBkoBbie aHTutena (GAD, ICA, IAA) He BbigBreHbl. Bo3obHoBMNeHa Tepanua nHcynnmHom (Acnapr).
Brnepsble B ®I'BY «HMWL, aHpgokpuHonornmn» obcnenosaHa B Bo3pacte 3,5 net. HbAlc 5,8 %. YpoBeHb C-nentng Hatowak 0,69 Hr/mn, ctumynupoBaHHbin C-nentua (npoba ¢ 3aBTpakom) - 2,32 Hr/mn.
Haxogutca Ha Tepanun npaHanansHbiM nHcynuHom (Acnapt, 0,43-0,57 Ea/kr/cyT). [Npn npoBeaeHnn MONeEKynspHO-reHETUYECKOro uccregoBaHua naHenu reHos «CaxapHbi AnabeT-rmnepuHCYnmMHn3m» (27
reHOB) — MyTaL NN HE BbIABIIEHO.

B Bo3pacTte 8 net noBtopHO obcnepoBaHa B ®blY «HMWLU, angokpuHonorun». HbAlc 5,2%. C-nentmna Hatowak 0,71 Hr/mn, ctumynupoBaHHbIn C-nentua (npoba ¢ Xuakum 3aBTpakom) — 0,9 Hr/mn.
Cneundundeckne octpoBkoBble aHTUTENA K GAD, ICA, IAA, ZnT8 oTpuuarensHble. [1porpeccupoBaHnUsa HapyLLIeEHUA yrneBoaHOro oomMeHa He oTMeYarnocb — NPOAOSKaeT Tepanmio NHCYNIMHOM YNbTPaKoOPOTKOro
oencteua Acnapt, NnoTpebHocTb B nHCynuHe 0,9 EL/Kr/cyTkn.

[IpoBeaeHO NONMHO9K30MHOE CEKBEHUPOBaAHME — BblsIBIeHa paHee He onnucaHHagd, naTtoreHHas, retepo3nrotHaa mytaums B reHe GATAG ¢.1302+4 1302+ 7del.

3 aKkCcTpanaHKkpeaTudecknx rnposiBneHnn y pebeHka nmeetcs ymepeHHoe oTctaBaHne B pocte (SDS pocTta -1,91), areHe3ns »Ken4yHoro ny3bipd, nposianc MUTparbHOro KnanaHa, MmTpanbHas HEAOCTAaTOYHOCTb
2 CTeneHun, nynovHas rpbika, XpPOHUYECKUN ayTOMMMYHHbIN TUpeomguT. [lp MHOrokpaTtHOM MNpoBedeHUN YNbTPa3BYKOBOIO MUcCcnegoBaHUA Mnoa)XenyaodHas Xenes3a He Bu3yanm3upoBanacb, YTO MOXET
CBMOETENLCTBOBATL O rMnonfasnm nnm annasnm NoaXxXenygo4Houn Xxeneaksl.

3aKrnr4yeHue.

MyTtauumn B reHe GATAG apnatoTca oaHon us peakux npuimH HCLA. Passutue CL B cneacreue mytaumn B reHe GATAG, BeposATHO, 0OycnoBrieHbl anna3sneun unu

runonnasven noaxenyaodHou xenesbol. Ana HCL, accounnpoBaHHoro ¢ myrtaumamm GATAG, TOMMMO HapyLeHUN yrneBoaHOro oomMeHa, xapakTepHbl

BpOXAEeHHble KapauanbHble NOPOKKU pa3BuUTUA (OedekT mexnpencepaHon neperopoaku), aHoMmarnmm CTpoeHUs XenyaovyHo-KULWeyYyHoro Tpakra (atpe3us

Xesn4Horo ny3bips, runonnasusa unu annasma noaXxenynodyHou xenesbl), nyno4vyHas rpbixa. lNpeacraBreHHbIU KMTMHUYECKUM criyYyan eMOHCTpUpyeT

Leniecoobpa3HOCTbL NpoBeaeHUs NOSTHO3K3OMHOro cekBeHnposaHusa npu HCLl B coyetaHuu ¢ nopoKkamu pa3BuUTUA (B criyyae Hawen NauneHTKU — KOHTAKTbI.

KapaunanbHbIMU U TaCTPOUHTECTUHANbHbLIMU). Ceuko EneHa AnekcaHgpoBHa,
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