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AKTyanbHOCTb. bone3Hb HumaHHa - lMuka C (BHMC) —
MYAbTUCUCTEMHOE OpdaHHoe 3aboreBaHWe, 0BYCAOBAEHHOE
MyTauusimu B reHax NPC1 u NPC2, BeAyLLMMU K HapyLLEHUIO
BHYTPUKAETOYHOIO TpaHCNopTa AMMMAOB, U XapaKrepuaytoLee-
€Sl KAMHUYECKUM MOAMMOPGMU3MOM. CAOXKHOCTU NMPeACTaBAEH-
HOrO CAy4yasi 3akAatodaancb B AMbdepeHUManbHO-AMarHOCTU-
YECKOM MOWCKE MPUYMH CMHAPOMA XOAECTasa WM WMHULMALMK
cybcTpat-peayLmpyroLLEel Tepanuu.

LleAb. AHaAM3 KAMHWYECKMX OCOOEHHOCTEW, AMArHOCTUKM
W TeyeHua nepuHatanbHon ¢opmbl BHMNC Ha doHe naToreHe-
TUYECKOM TEPaNUM.

KAnHnueckuit cayyai. Manbumk, 10 mMec, poXAeH B 6AU3-
KOPOACTBEHHOM Bpake. B 1-e cyT — UKTEPUUYHOCTb KOXM, FMnep-
6uAnMpybrHemusi. Ha 10-e cyT — noBbileHne ACT.

Mpu rocnutaansaumn Ha 18-e cyT — xanobbl Ha AedULMT
MaccCbl TeAa, TMMOTOHWIO, XEATYLLHOCTb KOXW, CKAEp, Cbifb,
B3AyTME XMBOTa. NabopaTopHO: CUHAPOM LMTOAM3A, XOAECTa-
3a, nosblweHne CPB. B Bo3pacte 1 mec npuCOEAMHUAUCH
MblLIEeYHan AUCTOHUSA, rTMnopedAeKcHs, renatocnAeHOMEeraAms.
CUHAPOMbBI LUMTOAM3A M XOAECTa3a CoXpaHAANCh. Ha ocHoBaHMK
nonoxutenbHort MUP Ha UMBW BbictTaBAeH avarHo3 LIMB-
renatuta. Ha ¢oHe 3TMOTPONHOW TEPanUU COCTOSTHUE HE YAYY-
LLMAOCb, HE UCKAKOUAACA TOKCUYECKUI renaTur.

MapanreAbHO C AEYEHWEM NPOAOAKAACA AUArHOCTUYECKUM
noucK. BbiNOAHEHO reHeTUueckoe uccaepoBaHne 52 reHos —
naHeAb «XOAecTa3bl». BblABAEHbI M3MEHEHWA HYKAEOTUAHOM
NocAeAOBaTeAbHOCTU B 3k30He 10 reHa NPC1. O6HapyxeHo
yBeAnueHue Am3ocouHrommennHa-509 metopom TMC, uto noa-
TBepanAao BHIC.

CumntoMaTMyeckoe AeYeHWe NPOAOAKEHO, Ha GOHe OTCYT-
CTBMS NPOrpeccMpoBaHUsA LMTOAM3A, XOAECTa3a, KyN1MpoBaHWA

acupmTa 6biAa PaccMOTPeHa BO3MOXHOCTb NPOBEAEHUST pebeH-
Ky cybcTpaT-peayLmMpyoLLEn Tepanin. Ha ocCHOBaHUK peLleHus
BpayebHOM KOMWUCCUM MALUMEHTY Ha3HauYeH MWIAYCTaT B AO3€
50 Mr/cyT, HauMHasa ¢ Bo3pacTta 9 mec.

B 10 mec coctoaHue pebeHka cpepHein CTemneHun TAXeCTU
3a cyeT BOH cpeaHen cTteneHn TAXecTH, HEBPOAOTMUYECKON CUM-
NTOMaTWKK, renatocnAeHOMeraaMn B pamkax 3aboneBanus. Ha
OCMOTP pear1pyeT NOAOXMTEALHO, YAbIOAETCS, B3rAAA GUKCUPYET,
3a NPEeAMETAMU CAEAMUT, AEMEYET, TONOBY YAEPXKMBAET, UIrPYLLKK
3axBaTbiBaeT, yaepxuBaeT. CaMOCTOATEABHO HE CWAMT, onopa
Ha cTtonbl cAabasi. NabopaTopHO: M3OAMPOBAHHOE MOBbILLEHUE
ACT po 64 Ep/A. Mo Y3U: renatocnaeHomeraauns. MPT roAOBHOMO
Mo3ra: Npu3Haku HapyLIeHUs MUEAVHU3aLWK BEAOTO BELLECTBA,
KOpKOBas aTpodua NOAyLLAPUIA FOAOBHOTO MO3ra, C 3aMeCTUTEAb-
HOM HapyXHOM ruapouedarven, anrasusi BaaAMka MO30AUCTOrO
Tena. J3I: anuaenTMdopMHan akKTUBHOCTb HE 3aperMcTpupoBaHa.

06cyxpeHue. [peACTaBAEHHbIM CAyda AEMOHCTPUPYET
CAOXHOCTb NOCTAHOBKW AMarHo3a pebeHKy npu MaHudecTauum
3aboneBaHMsA B MAAAEHUYECKOM Bo3spacTte. [0 XM3HEHHbIM
NoKasaHUsIM naumeHTy 6blna HasHaueHa cybcTpaT-peayumpy-
owas Tepanus npenapatoMm MUrayctat. Hecmotpsa Ha 1o, uTo,
no AUTEPATYPHbIM A@HHbIM, BUAMMBIA KAMHUYECKUI IbbEKT
HabAtopaeTcs uepe3 6-12 MecC OT HayaAa Tepanuu, y naum-
€HTa yXe yepe3 Mecsil, MOCAe Hauyana AeuYeHusi HabAoAaAOCh
KynupoBaHWe CMHAPOMA XOAEeCTala, YTo MO3BOASIET U BMNPEAb
HaAesATbCA Ha 3GPEKTUBHOCTb NOAOOPAHHON Tepanuu.

3aknoueHue. KAMHWYECKUI CAyYai NMOATBEPXAAET Heob-
XOAMMOCTb BKAOUYeHUA BHIMC B AddepeHumManbHo-AnarHocTm-
YEeCKWIM MOMUCK MPUUMH XOAECTa3a y AeTer IpyAHOro Bo3pacTta
N BO3MOXHOCTb paHHEro Ha3HayeHus natoreHeTMyeckom off-
label-tepanuu.



