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SHAOKPUHHbLIM 3aboneBaHUAM 2I'BY3 HO «HOOKB», r.HmwkH1un HoBropoa, Poccus
JHAOKPUHHAA OpPaHeTHKa: KnuHnyeckmnu cnyvyam cmHaApomMa pe3amCTeHTHOCTU K TUPeOTPOMHOMY FrOPMOHY
JOCTHUXEHUA U NEPCNEKTUBLI
BBEOEHUE. Pe3ncteHTHOCTb K TUpeoTponuny (pTTI) onpegenseTtcsa Kak CHUXKEHUE MATEPUANbI U METOAbI. [TaumeHT M., 16 neT, HabntogaeTcs No noBoay BpPOXAEHHOro rmnotupeosa (Bl),
YYBCTBUTENbHOCTU KNETOK TUPOUAHbLIX POSINIUKYNOB K CTUMYNSALUM DMonormdeckn aktuBHbiM | YactuyHou pTTT. NonyyaeT neBoTnpokcuH 200 MKr/cyTKn, oaHaKo 60nbLUY YacTb BPEMEHN
TTI BcneacTtBue reHeTnyecknx gedpektoB. B pe3ynbrtaTte HapyLlatoTcs oba acnekra OTMEYaeTCcqa rmnepTnpeoTponmHemMmus. I3 anamHesa >XM3HM U3BECTHO, YTO Marnb4yunk oT 1 bepeMeHHOCTH
nencteua T T1: cMHTE3 TMpEeonaHbIX FOPMOHOB M POCT U pa3BUTUE CaMOU LLIUTOBUOHOW C Yrpo3ou Bblkuaeblilla B 1 nonoBmHe, aHEMUKU NETKOU cTeneHun, poabl B cpoK. Macca npu poxageHumn 3460
xenesbl. Y naymeHToB ¢ pI Tl HabnogaeTcs NOBbILLEHHBIV YPOBEHb TUPEOTPOMNMHA B r, AnnHa tena 50 cm, oueHka no wkane Anrap //8. [lanee no noBoay 3aTs)XHOW XeNTyxXu
CbIBOPOTKE KPOBW NPU OTCYTCTBUM 300a. KnnHndeckn tskectb pT TT BapbUpyeT OT HOBOPOXAEHHbIX Marnb4yukK Obin rocnutannanposaH B « HOOKB».

M30TMPOBAHHOW TMNEPTUPEOTPONMHEMUN OO0 TAXKENOro BPOXOAEHHOIo rmnoTnpeosa c
rmnonnasven WUToBMOHOU XKernesbil.

PE3YNbTATbI. AHaMHe3 3aboneBanus. lnarHo3 Bl yctaHoBrneH B Bo3pacte 14 gHew. [1o pesynbTaTtamMm HeoHaTanbHOro CKpUHMHra otmedanoch nosbiweHne TTI go 76,1 mEa/n. B Tepanuun Obin
Ha3Ha4yeH NeBOoTUPOKCUH HaTpua (LT4) 36 MKkr/cyTkn. PerynapHo Habntoganca aHAOKPMHOMIOroM € Koppekumnen Ao3bl 3aMeCTUTENbHOU ropMoHarnbHon tepanun. I'o gaHHbiM Y3W (B Bo3pacTte 10 nerT) -
NPpU3HaKK rmnonnasmm LWWMTOBUOHOW Xenesbl. [1pn KoHTpone TupeonaHoro crtatyca BbiaBrieHo nosbilleHne TTI npn HopmanbHOM ypoBHe cBT4.

B Bo3pacTte 11 net nayneHT KoHcynbTtupoBaH B ®I'bY «HMWL SHaokpnHonornmy» . BeinoNHEHO ceKBEHUPOBaHME NaHenn reHoB «BpoxaeHHbIN rmnotupeos» - 1) B reHe TSHR (MIM# 188545; NM
003301) BbiABNEH retepo3nrotHein BapuaHT ¢.326G>A:p.R109Q (rs 121908865; MAF=0,00002), onncaHHbIn npu pe3ncteHTHocTn K TTI; natoreHHbin. 2) B reHe DUOX2 (MIM#606759;NM 014080)
BbiABNEH retepo3nroTtHbi BapmaHT ¢.3830C>G:p.A1277G (rs143471358; MAF=0,002), onnucaH npu runoTupeose, BapmaHT c HeonpeaeneHHoU KNMHNYECKON 3HAYMMOCTLI0. B TeyeHne 5 neT manb4vmk
Habntoaancs perynspHo AETCKUM 3HAOKPpUHOoorom. dnsmnyeckoe pasBuTue — Bbllle cpeaHero, nponopuuoHanbHoe. Manbymk yunTtca B cpeaHen obLieobpasoBaTernibHOM LLKOME, OLUEHKN — 4 n 5,
3aHMMaeTca cnopToM. KnnHmnyeckn aytupeos. HecMoTps Ha KOppeKkTUpoBKY 003kl LT4, coxpaHanack rmneptupeoTtponnHemuna ao 9,8 — 17,2 — 37 mekME/mMmn, B cBA3KU ¢ YeM NaUUEHT
rocnutanmanpoBaH noBTopHo B O BY «HMWNL SHaokpuHonorumn». Npun obcnepgosaHun: TTI 15,352 mMME/n, npn HopmanbHOM ypoBHe cBT4 1 ¢cBT3 (13,55 4,84 nmonb/n cooTBETCTBEHHO). [0
OaHHbIM Y3W BbissBNEHa 3KTOMUA LWMTOBUAHOWM XKeNe3bl B KOPEHb A3blKka. [lo3npoBka LT4 6bina yBenndeHa ao 250 mkr/cyT (3,4 MKr/kr), npu koHTpone TTI - 11,9 mME/n.

3AKNIOYEHUE. CTpyKTypa BIT reHeTu4yecku reteporeHHa. MonekynspHo-reHeTu4eckoe nccnegoBaHne pekoMeHaoBaHo naumeHtam ¢ BT onga onpegenennsa TakTMKu BeaeHus ;C)HTA":TH- Keacosa

o o o apua AnekcaHapoBHa,
nauneHTa B CNOXHbIX KNMUHUYECKUX crny4vasX, B JaHHOW CUTyaLMn — CoOXpaHsaoLencs rmneptTMpeoTponnHemMmnm Ha gooHe ageksaTtHou ao3bl LT4. Jlny NOLIEHT Kacbeapb!
HekomMneHcupoBaHHbLIM YpoBHeEM TTI pekomeHayetca neuntb LT 4, kak n ntoboro gpyroro nauneHTa ¢ nepBuYHbIM rMNOTUPEO30M. [1oCKONbKY Takme nauneHTbl UMEIoT hakynbTeTCKOM 1
HOpManbHY YyBCTBUTENBbHOCTb K TOPMOHaM LLIMTOBUAHOW Xenesbl, Lerb COCTOUT B TOM, YTOObI HOpManu3oBaTtb KOHUeHTpauuo TTI B nx cbiBOPOTKeE. nonuKnHrAecKon

negnatpumn PIrooy BO
«MAMY» MuH3gpaBa
Poccuun, Hnxxuun HoBropogn,
Poccus.
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