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Axkmyanvnocms. D-2-TUAPOKCHTIYyTApOBast alUuaypus
(D-2-HGA) II Tuna siBisiercs 3a00JIeBaHUEM C YCTaHOBJICHHOM
STHOJIOTHEN U pa3BUBAETCS B pe3ysbraTe MyTaluu B rene IDH?2.
O0pa3zyromuiicst B U30bITOYHOM KonudecTBe D-2-ruapokcuntyTa-
par (D-2-HG) oGnagaeT nuto- 1 HEHPOTOKCHYECKUM JEHCTBHEM.

Onucanue kaunuyeckoeo ciydas. Mansauk I. ot 1-if 6epemen-
HOCTH, 1-X caMOCTOSITENbHBIX POJOB Ha 41-if Helerne recTaluy Ha
(oHe XxpoHnYeckoi runokcuu. Macca Tena npu poxaenun 2950 T,
JurHa Tena 50 oM, oreHka no mkane Anrap 8/8 6amios. Cocrosi-
HHe TsDKENoe, 00yCIIOBICHO acTMPallMOHHOW THEBMOHHHN, CHHIPO-
MOM yrHETEHUs IIeHTPaJIbHOW HepBHOI1 cucTeMbl. Ha oHe npoBo-
JIIMOTO JISYSHUsI CIYCTA 18 cyT BBINKCAH C TOJIOKUTEIBHON -
HaMuKoi. B Bo3pacte 6,5 Mec Ha GoHe TeUeHHsI pHHHUTA Pa3BUIICS
OunarepalbHbI TOHUKO-KJIOHUYECKUiT pucTyIl. Bei3BaHa Opura-
na ckopoit memuiHCcKoi nomonu (CMII), npuctyn KynupoBaH
BBe/IeHHEM auasenama. PeOEHOK ObLI TOCHUTANIN3UPOBAH C LEIbIO
oOcnejoBaHus 1 JiedeHus. [Ipy mocTyIieHnn cocTosHUE TSKENoe,
00yCIIOBJIEHO HEBPOJIOTHUECKOH cumnroMaTukoi. [1pu obmem oc-
MOTpPE MBIIICYHBIH TOHYC ObUT MU PY3HO CHIDKECH, 00paliaiyd Ha
ce0st BHUIMaHHE CTHTMBI IU3dMOPHOTeHe3a: HU3KOPACTION0KEHHBIE
JMCIIACTUYHBIC YIIHbIE PAKOBHHBI, IMPOKask CIMHKA HOCA, HaJIU-
ype 3MuKaHTa. PeOEHKy ObLIO MPOBEICHO KOMILIEKCHOE 00CIen0-
Banue. [Ipu sxokapaunorpadun onpeaensiach BoIpakeHHas TUIIa-
TalMs JIEBOTO xemynodka. [1o nanHbIM aekTposHuedanorpaduu
3aperuCTPUPOBAHO HECKOIBKO HKTABHBIX MATTEPHOB B BUAE I10-
SIBIIGHUSI PUTMUYHOMN CITAKOBOW aKTUBHOCTH.

Pe6énok B Bo3pacTe 7 Mec ObLII KOHCYJIBTUPOBAH T€HETHKOM.
le/l HCCJICAOBAHUU MOYHU BBISABJICHO PE3KOC IMMOBBIIICHUE KOHIICH-
tpauun D-2-HG. Ilo pe3ynbraraM HIUTOr€HETHUECKOTO M MOJIEKY-
JSIPHO-TEHETUYECKOTO o0OcienoBanus: kapuotui 46 XY, MyTanus
de novo B rene IDH2: ¢.419G > A B reTepO3UrOTHOM COCTOSIHUH.
Ha ocHoBaHWMM 3THX NaHHBIX yCTaHOBJIEHA D-2-THAPOKCHUIITyTa-
poBas arunypus 11 tTuna. Hasnauena xomrmiekcHasi Tepamnusi, Ha-
IpaBJICHHAsA Ha JICUCHUEC KapJAUOMHOIIATHHU U KYIIMPOBAHUC DI~
JIEITHYECKON aKTHMBHOCTH. Takxke ObUT Ha3Ha4YeH L-KapHUTHH U
pubOGIIaBHH B CBSI3H C OCHOBHBIM 3200JICBAaHUEM.

Ha nanHbBII MOMEHT peOEHKY 3 Toa, OTMEYaeTCsl BEIpayKeH-
HOE OTCTaBaHHE B HEPBHO-IICHXHUYECKOM PAa3BUTHH.

3axnouenue. B Poccuiickoit @enepanuy Ha JaHHBIA MOMEHT
OTCYTCTBYET ONHCcaHKue KiuHuueckux ciydaeB D-2-HGA 11 tuma.
B cBs3u ¢ OTCyTCTBHEM OCBEIOMIIEHHOCTH JICYCHHE MAIlUCHTOB
HAYMHACTCS Y)KE TP BBIBICHUU TSKEIBIX MPOSBICHUI TAHHOTO
3a00JIeBaHMs, YTO CONPSDKEHO C HEOIAarompusSTHBIM ITPOTHO30M.
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