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Table 1. Lysosomal diseases

Disease

Sphingolipidoses

GM| gangliosidosis: Landing’s disease
GM2 gangliosidosis:

variant B or Bl: Tay-Sachs’ disease
variant O: Sandhoff’s disease
Metachromatic leukodystrophy

Krabbe’s discase

Fabry’s disease

Gaucher’s disease

Niemann Pick A or B disease

Farber’s disease

Wolman's disease

Austin's disease

Mucopolysaccharidoses

Type I: Hurler’s disease (IH)

Scheie’s discase (IS)

Type tl: Hunter’s disease

Type 111: Sanfilippo’s disease:

type IIT A

type 111 B

type 1II C

type NI D

Type LIV: Morquio’s disease

type IV A

type TV B

Type VI: Maroteaux-Lamy’s disease
Type VIL Sly’s disease

Type IX

Pycnodysostosis

Glycoproteinases
Aspartylglucosaminuria

Fucosidosis

o mannosidosis

§ mannosidosis

Schindler’s and Kanzaki’s discase
Mucolipidoses

Type I: Sialidosis

Type IB: Galactosialidosis

Type II and 11I: mucolipidoses
Glycogenosis rype 11

Infantile (Pompe’s disease) and adult forms
Ceroid lipafuscinoses

Locus CLNI: infantile form (Santavuori-Haltia)
Locus CLN2: late infantile form (Jansky-Bielschowsky)
Locus CLN3: juvenile (Batten)

Locus CLN4: adult (Kufs)

Locus CLNS5: late infantile form (Finnish variant)
Locus CLNG6: late infantile form (variant)
Locus CLN7: latc infantile form (variant)
Locus CLN8: northern epilepsy

Others

Cystinosis

Sialic acid storage diseases (infantile form, Salla disease)
Methylmalonic aciduria

Niemann Pick type C: NPC1 and NPC2
Mucolipidosis type IV

Enzyme deficiency

$ galactosidase

Hexosaminidasc A
Hexosaminidase A and B
Arylsulfatase A
Galactosylceramidase

o galactosidase A

B glucosidase
Sphingomyelinase
Ceramidase

Acid lipase

Multiple sulfatases deficiency

a-L-iduronidase
a-L-iduronidase
Iduronate-2-sulfate sulfatase

Heparane sulfamidase

N-acetyl-a-glucosaminidase

Acetyl-CoA: u-glucosaminide-N-acetyl transferase
N-acetylglucosamine-6-sulfate sulfatase

N-acetylgalactosamine-6-sulfate sulfatase
f galactosidase

Arylsulfatase B

B glucuronidase

Hyaluronidase (HYAL1)

Cathepsin K

N-acetyl B-glucosaminidase

« fucosidase

o mannosidase

{3 mannosidase

a-N-acetylgalactosaminidase or o galactosidase B

« neuraminidase
Cathepsin A
N-acetylglucosamine-1-phosphotransferase

o-1,4 glucosidase or acid maltase

Palmitoyl protein thioesterase
Tripeptidyl peptidase |
CLN3 protein

?

CLNS35 protein

?

?

Transmembrane protein
Cystinosin (cystine carrier)
Sialic acid carrier

Vitamin B12 carrier (CblF)
NPC1 protein, NPC2 unknown
?
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2, Mutation
3 . Hepatosplenomegaly




