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KoHdepeHLMa no opdaHHbIM U AeTCKUM p ‘THY P® ®©I'BY «HMWL| sHOokpuHonozauu» MuH3opasa Poccuu, Mockea = 1=
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3H.II.DH|]HHHEIH ﬂlldJi:'IHETHI{EI' [To3gHAA dpopma BpOXKAEHHONO rmnoTupeosa, AUCropmMmoHanbHoro 3o00a
AOCTU)XEHUS U NepCneKTUBbI (MyTauus reHa TPO).
BBEOEHMUE. L

BpoXOeHHbIN TMNOTUPEOD3 - 3TO OOHO M3 Haumbonee 4acTo BCTpevawlwmxca 3aboneBaHunn wmutoBuaHonm xenesbl Yy geten (1:3000-4000 HoBopoOXAeHHbIX). (OCHOBHOM MPUYMHOW HaACMeACTBEHHbIX OedEKTOB CUHTE3a TUPEOUAHbLIX
rOPMOHOB SABNSAETCA HapylleHne yHKUMM Tupeonepokcngasbl (Mytaumm B reHe TPO). Hanbonee 4acTbiM CMMNTOMOM SIBNiieTCA (POpMUpOBaHMe 300a, BHYTpUYyTPOOHO, NMbO nocne poxaeHus, YTo obycrnoBneHo 3000reHHbIM agpgpektom TTT.
PaHee cuuTanoch, Yto myTtauum B reHe TPO Bcerga npuBoAAT K NOSIHOMY AedeKTY opraHnukauunm noaa, BCreacTtBue Yero BO3HUKaAET rMnoTUpPeOns3, BNOCNEACTBUN OMMUCAaHbl Ccrilydan YacTUYHOro gedekra, o0ycnoBriEHHOIO MEHeEE TAXeNbIMU

MyTaunamMm C pa3BnTnem ,EI,I/ICbey3HOFO AyTUpeonaHoro 300a. MyTaLI,I/II/I B reHe TPO KnnHun4ecku NpoABIIAKOTCA B TOMO3UITOTHOM N KOMMNayHA-retTepo3nroTHOM BapumaHTe.
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KNMHWYECKUWU CNTYYAMN.

PebeHok C. 13 net, noctynun B ®I'bY HMULO B 2022 rogy ¢ anarHo3om «ndpdy3HbIN HETOKCUYECKNU 300, NEPBUYHBIN TMNOTUPEO3, MEAUKAMEHTO3HO KOMMNEHCMPOBAHHbLINY C Xanobamun Ha yBENUYEHME LLIMTOBUOHOMN Xene3bl, ANCKOMMOPT
B 00NacTu LWeN, CHMXEHME NaMATU U BHUMATENBbHOCTMN.

HacrneacTtBeHHOCTb Mo 3abofieBaHUsSM LLMTOBUAHOW Xefe3bl OTArowieHa ¢ obenx CTOPOH: MamMa U cTapllas cecTtpa naumeHTta HabnwogarTca Yy 9HOOKPUHOMOra no noBoay yBErnMYeHus WUTOBUOHOW Kenesbl, Tepanuio NEBOTUPOKCUHOM
He nony4aroT; 6abylluka No OTLOBCKOU NMNMHUM ONEpUPOBaHa No NoBoAY YBENMUYEHUSA LMTOBNAOHON Xeneabl B 35 neT (AnarHo3 HEN3BECTEH).

13 aHaMHe3a n3BEeCTHO, YTO B paHHEM BO3pacTe y ManbyMka oTMeyanach 3agepka NncuXoMoTOPHOro pa3BuUTud, BANOCTb cocaHud. [JaHHble 0 HeoHaTarnbHOM CKPUHMHIE OTCYTCTBYIOT.
C 2 neT y nauueHTa BbIABNEHO yBENMUYEHNE ODBbEMA LLIMTOBMAOHOMN Xenesbl (Mo gaHHbIM Y3U WwuToBMaOHOM Xenesbl - oowmmn obbem 7,3 cM3), CHUXKEHNE DYHKLUUN LLMTOBUAHON Xenesbl Ha dooHe oTcyTCcTBus aytoaHTuTten. T4ce — 11,0 nMonb/rn
(11,0-23,0), TTT >16,0 mkME/n (0,17 - 4,05), AT k TI'1O - 1,8 ME/mMmn. YctaHoBneH anarHo3 «[Andody3HbIn HETOKCUYECKN 300, NEPBUYHBIN TMMNOTUPEO3», HA3HAYeHa 3aMeCTUTElNbHAas Tepanua NEBOTUPOKCUHOM.

B nocneaytoulem, pedbeHok Habntogancs rno Mecty XxutenbctBa. [1oCTOAHHO nony4an Tepanuio NeEBOTUPOKCUHOM B Bo3pacTtatoulen aose ¢ 50,0 mkr/cyt go 137,5 MKr/cyT, Ha dooHEe KOTOPOW OTMeYarnacb KOMMeHcaunsa ropmMoHaribHoro npodounnsi.
OpHako obbemMm WMTOBMOHOW Xenes3bl nporpeccnBHo yeenuumsancs (oo 23,8 — 32,6 - 37,7 cm?®), nossBUNUCL kanobbl Ha nepunogunyeckoe 3aTpyaHeHue Abixanus. [pyn npoBegeHUM MNOBTOPHbIX UCCReAoBaHUM ayTOMMMYHHbIE U3MEHEHUS
(no gaHHbIM Y3W) v noBbliweHWe ypoBHA aHTuten k 1110 (1,8 - 15,8 - 1,27 ME/mn) otcytcTBOoBanu.

[To gaHHbLIM NPOBEAEHHOIO MOJIEKYNIAPHO-TEHETUYECKOrO nccneaoBaHus (naHenb «BpoXXOeHHbIM TMNOTUPEO3») BbISABIIEHA KOMMNAyHA-retepo3nrotHas mytaums. B reHe TPO B 2 3k30He oOHapy)XeH paHee OnucaHHbIW B nuTepaTtype BapuaHT
B reTepoO3nroTHOM COCTOSAHUW, NpUBOAALLMN K BCTaBke 20 HYKNeoTuaoB U cOABUrY paMku cyntbiBaHUA p.Glul7AspfsTer77 ¢ rmydbuHon nokpbitna 228x (rs774713681). B reHe TPO B 10 3k30He ODOHapy)XeH paHee He onucaHHbIK B niuTepartype
BapuaHT (HG38, chr2:1487919G>T, ¢.1696G>T) B reTepo3nroTHOM COCTOSIHUK, NMPUBOAALLUN K aMUHOKUCIOTHOU 3amMeHe p.Val566Leu ¢ rnyomHon nokpbitna 204x. YunTtblBasd OaHHble aHaMHeE3a, KIMHMKO-NabopaTopHble nokasaTtesnn pebeHKy
YCTaHOBJIEH AMarHo3. « BpoXXaeHHbIN rmMnoTupeons, No3gHAaa popma, MegmkaMmeHTo3Haa komneHcaumsa. JucropmoHanbHbiv 300 (MyTaumsa p.Glul/7AspfsTer77/p.Vals566Leu B reHe TPO).

[Tpn rocnutanusaumm B 2023 rogy (B Bo3pacTte 14 neT) Ha PoHe npuema NeBOTUPOKCUMHA HaTpua B Ao3e 137,5 MKr/cyT oTMevaeTcsa MegumKkaMeHTO3HbIM 3yTupeod; no AaHHbiM MCKT BbisSSBNEHO yBeENUYeHWE B pa3mMepax obeunx Aonewn
LIMTOBMAOHON C obwmnm obbemom 40,1 cm3; cykeHme Tpaxen go 1/3 npocBeTa; AMHaMUKa oTpuLaTenbHasa npu cpaBHEHUM ¢ Npeabiaywmm obecnegosaHnem B 2022 rogy. YuUnTbiBasa nporpeccupytollee yBennyeHme oobema WmMToBUOHON Xenesbl,
HM3KOHOPMarbHble YPOBHU CB.T4, peKoMeH40BaHO yBENMMYEHNE CYTOYHOW O03bl NEBOTUPOKCUHA A0 cynpeccuBHomn (150,0 mkr/cyT). OT pagnkanbHOro rie4eHnsa B HacTosiLLee BpeMS NMPUHSATO peLleHne BO3OepKaTbCS.

PebeHoK yrpoXkaem no pa3ButuUA y3noBoro 3oba, pekomeHgoBaHO AMHaMmyeckoe HabnogeHume.
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3AKINMIOYEHUE.
[TlpoBegeHNE MONEKYNAPHO-TEHETUYECKOINO MCCNeaoBaHUA OeTAM C YBENMYEHHbIM OOBbEMOM LLUMTOBUMOHOWM Xene3bl B paHHEM BO3pacTe U OTAroLEeHHOW HacneacTBEHHOCTbK MO3BONUT YCTAHOBUTH

SHUKMMHUYECKUIA AnarHo3, onpeaenyTe ONTUManbHyo TakTUKy HabnioaeHns 1 BeAeHNsa naLMeHToBs.

n'?:'k YyuTbiBasi BbIABIIEHHYIO KOMMAYHA-reTEPO3UTOTHYIO MyTaLMIO Yy Manb4ynka, Hanndne runepniasmm WMToBMOHONM xeneabl 6e3 HapyweHns yHKUUM N YBENNYEHNS YPOBHSA aHTUTEN Y POACTBEHHUKOB NEPBOW
S NMHUKM poacTBa, HEODXO4MMO NMPoBEeAEHNE MOSEKYNAPHO-TEHETUYECKOro obcnegoBaHnsa poacTBEHHUKOB pebeHka (cerperaumoHHbI aHanms).




