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Abreviatures

ABREVIATURES

BMT
CBE

ERT
GBA
GBAP
GCS
GD
GalCer
GlcCer
GlcCerasa
GSL
LacCer
LSD
MéP
Mé6PR
NB-DNJ
NMD

PSAP
PSAP
PTC
Rec
RNAi
SAP

shRNA
siRNA
SRT

Ugcg

transplantament de medul 1a dssia (Bone Marrow Transplantation)
epoxid-pconduritol (Conduritol-B-Epoxide)

terapia de substitucid enzimatica (Enzyme Replacement Therapy)
gen que codifica la glucocerebosidasa

pseudogen de GBA

gen gue codifica la glucosilceramida sintasa en humans

malaltia de Gaucher (Gaucher Disease)

galactosilceramida

glucosilceramida

glucosilceramidasa o glucocerebrosidasa

glicoesfingolipid

lactosilceramida

malaltia d'actmul lisosomic (Lysosomal Storage Disease)
manosa-6-fosfat

receptor de la manosa-é-fosfat

N-butyldeoxynojirimycin

degradacid del mRNA degut a la presencia d'un codd sense sentit
(Nonsense Mediated mRNA-Decay)

prosaposing, precursor de la proteina activadora d'esfingolipids
gen gue codifica la prosaposina

codd de parada prematura (Premature Termination Codon)
recombinant

interferencia d’'RNA

saposing, proteina activadora d'esfingolipids (Sphingolipid Activator
Protein)

short hairpin RNA

small interfering RNA

terapia de reduccid de substrat (Substrate Reduction Therapy)

gen que codifica la glucosilceramida sintasa en ratoli




