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JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI

BBEOEHWUE

Pe3ncTeHTHOCTb K TUpeonaHbiMm ropmoHam (TI) — peokoe HacneacrBeHHoe 3aboneBaHne, KOTopoe o0yCnoBIIeHO CHUXKeHHbIM OTBETOM KreToK-MUuLleHeu Ha nepepavy curdana TI. Camou yactoun
NPUYUHOU HapYLUEHUA YYBCTBUTESNIbHOCTU TKaHeu K TI apndaoTca myTaumm B reHe peuentopa TI-6eta (pTl-B). OObIYHbIE KNMMHNYECKME CUMNTOMbI 3TOFO COCTOSAHUSA BKMKOYaKOT 300, CUHYCOBYIO
Taxukapauvio, aedpmumT BHUMaAHUA/TMNEepPakTUBHOCTL/TPYAHOCTN OOYy4YeHUA, HUSKOPOCIIOCTbL U HapyLeHue criyxa. YpoBeHb TupeoTponHoro ropmoHa (TT1I) octaeTca HopmMmanbHbIM U YMEPEHHO
NOBbIWEHHbIM NPU pa3fIMYHOU CTEMNEHU NOBbLIWEHNUA YPOBHEU CBOOOAHOro TupokcuHa (ce.T4) n tpunoaTupoHnHa (ce.T3). B dbonbLMHCTBE criyyaeB y NauMeHTOB yAaeTcs OOHapPYXUTb MyTauuio B reHe

pTl-B.
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ONMNCAHUE KITMHNWYECKUX CITYHAEB

[MTauneHT 1

[eBoyka 8 net obcnegoBaHa B CBA3M C Criy4YanHO BbIABIEHHOW Taxmkapanew.

ObbekTnBHO: 300 Il cteneHn, YCC 110-112 ynapoB B muHyTy, Al 100/60 MM pT CT, AEPULNT BHUMAHUA, SMOLIMOHaNbHaa nabunbHocCTb, oxXupenune (SDS NMT = 2.17 o); BblcokopocnocTb (SDS pocta = 2.47 g, SDS
TH=1.08, SDS TH cor.=1.39); TaHHep 1 CT.

[Ton obcnegoBaHun: TTI = 6.13 MME/n (0,35 - 4,94); cB.T4= 27.55 nmone/n (9 — 19); cB.T3=4.28 nr/mn (1,88 - 3,18); atk pTTI=0,2 ME/n (0-1); at TPO=2.31 ME/n (0-5.61). HeogHokpaTHbIE NOBTOPHLIE

nccnenoBaHnsa B pasHbix nabopatopuax obinnm AEHTUYHLIMU - HEM3MEHHO BbICOKUE YpOoBHU CB.T4 1 cB.T3 npn HoOpManbHOM UMM YMeEPEHHO NoBbILLeHHOM ypoBHe TTI ¢ OTCYTCTBMEM MOBLILLEHUS YPOBHA aHTUTEN K

TMNO n antuten Kk pTTI. Oxorpadpumnyeckn noaTeepKaeHoO yBennyeHme oobbema LWMToBUOHOM Xenesbl A0 12.4 cm3, 9XOCTPYKTYypa ANddPy3HO-HeEOOAHOPOAHAA, 9XOreHHOCTb CHMXeEHa. KOCTHbIM BO3pacCcT COOTBETCTBOBAI

11.5 rogam. o gaHHbIM MPT ronoBHoro mo3sra, runodusa ¢ KOHTpacTupoBaHMEM — AaHHbIX 3a o4YaroBble U CTPYKTYPHbIE N3MEHEHUSA TMMOMPM3a HE NONYYEHO. YUNTbIBAA OTCYTCTBUE AaHHbLIX B NOSfb3Yy ageHOMbI

rmnodusa n cMHapoma dyTupeonaHou naTtofiorMn y nauneHTkn dbina 3anogo3peHa pe3ncTteHTHOCTb K TT-0eTa. B reHe THRB 0Obin BbigBneH BapuaHT ¢. 1378G>A (p. Glu450Lys) B reTepo3mroTHOM COCTOSIHUM,
natoreHHbln, onucaH (PMID: 35850606), 4yTO NO3BONMMNO OKOHYaTENBLHO NOATBEPAUTL AaHHLIN AnarHoa. [launeHTKa npoaosKaeT Tepanuto 3-onokatopamum ¢ addPeKTOM nod HabngeHnem Kkapauonora. [eTckum
9HOOKPUHOMOromMm NPoBOANTCH MOHUTOPUHI OObEMA LLIMTOBUOHOMN Xerne3bl U CTENEHN TUPEOTOKCUKO3A.

[MauneHT 2 n naumeHT 3 (MOHO3UroTHbIE ONN3Heubl)

B Bo3pacTe 7 net cecTtpbl ObIn 006CcnegoBaHbl B CBA3M CO CllydanHO BbiABIEHHBIM 3000M |l CT. B coveTaHun ¢ HU3KOM YCNEBAEMOCTbLIO, TMNEPAKTUBHOCTLIO U AedUUNTOM BHUMaAHUA. SDS pocTta y 006enx nauymeHToK =

- 1.2, Taxnkapgma otcytcTteoBana.

[Tpon nepBnyHOM obcnenoBaHum (NnauneHTka 2/naymedTtka 3): TT11=20,8/17,5 mME/n (0.2-3.2), cB.T4=32.2/30,5 nmons/n (10-27), at TPO-1,986/1,948 ME/n (0-30); cymmapHbIn TupeonaHbi obvem 6,2 cm3/7,5 cm3. B

CBS13M C KNMMHUYECKUM 3YyTUPEO30M, HOpMalbHbLIMU MoKasaTensamMmm u3nyeckoro passntnga N3AMeHeHUs ObINn pacueHeHbl Kak BO3MOXKHas nabopaTtopHasa ownbka n pekomeHaoBaHO gnHamMmuyeckoe HabnogeHve. [lanee
NauMeHTKN K Bpayy He obpallannucb B CBA3U C XOPOLLMM caMOYyBCTBUEM U MOBTOPHO 0bcnegoBaHue ObINO NpoBeaeHo B Bo3pacTte 12,7 neT B CBA3W C yBeENMMYeHUEM 300a 1 TPyOHOCTAMU B OOYyHEHUN; KNMNHUYECKN
coxpaHancsa aytupeoas. [lo gaHHbIM obcregoBaHUsA ObIN NPeanonoXeH CMHAPOM pe3ncTteHTHocTu K TI-B (nauneHTka 2/nauneHtka 3): T11=11,4/7,55 mME/n (0.2-3.2), cB.T4=31,3/29,31 nmons/n (10-27), cB.13=6,8/6,5 £
nmonb/n (2.3-6.9); at TP0O=2,3/5,0 ME/n (0-30); cymmapHbIin TupeonaHsin oobem 21,6 cm3/16,5 cm3; SDS pocTta = -1.2/-1.56 ; KocTHbIU Bo3pacT 12.5 net/12.5 net; TaHHep 2 cT./TaHHep 2 cT. Y 0b6enx nauneHTOK B g2
reHe THRB Obin BbigBreH BapuaHT c. 946 G>A (p. A317T) B reTepo3urotHoOM COCTOAHUK, NaToreHHbIN, onucaH (PMID: 27537566). C anarHo3omMm pe3ncTeHTHOCTb K TI-0eTa naymMeHTKn HaxoaaTca nod HabniogeHvem | £
,EI,eTCKOFO OHOOKpUHOora, Tepanumio He Nony4atoT. f
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