HanvmeHoBaHMe
yenyrum

GM1-raHrnmosnpos: onpeageneHne aktTMuBHOCTU Kucnon B-I'al'laKT03VI,D,33bI

Koa ycnyru

A 09.05.401

KpaTKas
nHpopmayma o
3abonesaHumn

Ha 0CHOBaHWM KNMHUYECKMX NPOABAEHUIN, BUOXMMUNYECKMX U MONEKYNSAPHO-
reHeTUYeCcKMX AaHHbIX 3ab60/1eBaHMe NoAPA3AENAIOT HA TPU KAMHUYECKUX GopMbI.
PazninyatoT ocTpyto MHPaHTUAbHYIO (TN 1), No3aHtot0
NHQAHTUNBHYIO/I0BEHMABHYIO (TUN 2) M B3pOCAYIO/XpOHUYECKyto popmbl (Tun 3).

NHpaHTMAbHas dopma. B 6onblUMHCTBE C/lyYaeB, Noc/ie KOPOTKOro,
OTHOCWUTE/IbHO HOPMAJIbHOTO Neproaa pa3BnUTKA, 0bbluHO B 3 - 6 MmecALEeB,
BO3HMKAIOT NepBble CUMNTOMbI 3a60s1eBaHMA. MaHUPECTHBIMU CUMMTOMAMM B
HeOoHaTa/IbHbIV Nepnos ABAAOTCA HapyLeHWe BCKapM/IMBaHuMA (OTKas OT eapl,
cnabocTb cocaHMA, OTpULATENbHAA BECOBAA KPUBaAs, CPbIrMBAHUSA),
reHepann3oBaHHbIN UKW NOKaNbHbIA OTEK KOHEYHOCTEN, TMNepTPUX03,
anddysHaa mblleyHan runoToHms. B ganbHelwem NponcxoanT perpecc
NCUXOMOTOPHOTO Pa3BUTUSA, Auddy3HaA MbileyHan rMNnoToHUA
TPaHCPOPMUPYETCA B MbILLEYHYO PUTMAHOCTb, TaKKe BbIABAAKOTCA CYXOXKU/IbHasA
runeppednekcma, natonormyeckne pedaekcol, bynbbapHo-ncesgobynbbapHbIi
CUHAPOM, KOPKOBAA ryXoTa M cenoTa. Bo BTOPOM Noayroamm *KmMsHu, Kak
npasuno, HabatoaaeTcs renaTocn/ieHOMeraaus, MHoraa - acumt. B 50% cnydaes -
MaKynoamcTpodus no Tuny "BULIHEBOM KOCTOUKMK".

Mo3aHAR MHPaHTUNbHaA /loBeHMAbHaA dopma. BospacT Havana 3abonesaHus -
Ha NepPBOM rofly *M3HM UM B Bo3pacTe oT 2 A0 6 neT. TeyeHne 3abosieBaHUsA
MegJ/IeHHO NporpeccupytoLlee, Yyalle AebroTUpyeT 3a4ePHKKON NCUXOMOTOPHOTO
pa3BuTMA. Ha BTOpOM roay *K13HM NOABAAIOTCA MUOKNOHUYECKNE U
reHepann3oBaHHbIE TOHMKO-KNOHNYECKUE CYA0POrM, HapacTaeT MbILLIEYHbIN
TOHYC BMOTb A0 AeuUepebpalMoHHON/AeKOPTUKALMOHHOM PUTUAHOCTH,
BO3HMKaeT aTpodma 3pUTENbHbIX HEPBOB.

TeyeHue 3aboneBaHunn 4na Bcex Gopm HEYKNOHHO NporpeccupytoLLee.

OMIM

230500 GM1-raHramo3ngos tmn 1
230600 GM1-raHrnano3ngo3s tmn 2
230650 GM1-raHrnnosngos tmn 3

MepeyeHb
nccneayembix
reHoB, MyTauui

l'eH NMM30COMHOM ranaktosnaassl (GLB1; MIM *611458).

Tun Hacnea0BaHWA: ayTOCOMHO-PELLECCUBHbIN.

NHdopmaumsa o
meToze.
TpeboBaHue K
MaTepuany

[ns BbINOJIHEHWA aHa/IM3a UCMO/Ib3YETCA MATHO CYXOM KPOBU Ha BiaHKe
¢dunbTpoBanbHOM Bymaru (cTaHaapTHble duabTpbl Ne 903). BnaHK nponuTbiBaeTcA
Kansei BEHO3HOM AW KanuANapHOM KpoeK (NpumepHo 50 MKn), npu aTom
06/1aCcTb HAHECEeHWA A0MKHA O6bITb PABHOMEPHO NPONUTAaHa KPOBbIO HACKBO3b
(*kenaTenbHO B3ATb HECKO/IbKO Kanesb). He Kacascb 061acTM HaHECeHUA CyLWnTb
NATHA B TeYEHME KaK MUHUMYM 3 4acoB NPM KOMHaTHOM TemnepaType (6epeys OT
NPSMbIX CONHEYHbIX iyyen). ObpaseL, A0KeH ObITb YNaKoBaH B
WMHAMBUAYANIbHbINA KOHBEPT U XpPaHMTbCA npu +4 2C (bepeyb OT BNaru).

CpOK BbIMO/THEHUA

30 pabouux aHen




