
	
Table 8: Genetic, Enzymatic Characteristics, Major Organ Involvement, and Availability of Enzyme Replacement Therapy in Lysosomal Storage Disorders.

	Disease
	Gene
	Deficient Enzyme / Protein
	Accumulated Substrate
	Inheritance
	Major Affected Organs
	Enzyme Replacement Therapy (ERT)

	Fabry disease
	GLA
	α-Galactosidase A
	Globotriaosylceramide (Gb3)
	X-linked
	Kidneys, heart, peripheral nerves, CNS
	Available

	Pompe disease (GSD II)
	GAA
	Acid α-glucosidase
	Glycogen
	Autosomal recessive
	Cardiac muscle, skeletal muscle, respiratory muscles
	Available

	Gaucher disease
	GBA
	β-Glucocerebrosidase
	Glucocerebroside
	Autosomal recessive
	Liver, spleen, bone marrow, skeleton
	Available (Type 1)

	Niemann–Pick disease type A/B
	SMPD1
	Acid sphingomyelinase
	Sphingomyelin
	Autosomal recessive
	Liver, spleen, lungs, CNS (type A)
	Available (Type B)

	Niemann–Pick disease type C
	NPC1 / NPC2
	Cholesterol trafficking proteins
	Unesterified cholesterol
	Autosomal recessive
	CNS, liver, spleen
	Not available

	MPS I (Hurler/Scheie)
	IDUA
	α-L-Iduronidase
	Dermatan & Heparan sulfate
	Autosomal recessive
	CNS, heart, skeleton, liver, cornea
	Available

	MPS II (Hunter)
	IDS
	Iduronate-2-sulfatase
	Dermatan & Heparan sulfate
	X-linked
	CNS, heart, skeleton, liver
	Available

	MPS IIIB (Sanfilippo)
	NAGLU
	N-acetyl-a-glucosaminidase
	Heparan sulfate
	Autosomal recessive
	CNS (predominant)
	Not available

	MPS IVA
(Morquio)
	GALNS
	acetylgalactosamin-6-sulfatase
	Chondroitin 6-sufate
	Autosomal recessive
	Skeleton, joints
	Available

	MPS IVB (Morquio)
	GLB1
	β-galactosidase
	Keratan sulfate
	Autosomal recessive
	Skeleton, joints, spine
	Not Available

	MPS VI (Maroteaux–Lamy)
	ARSB
	Arylsulfatase B
	Dermatan sulfate
	Autosomal recessive
	Skeleton, heart, cornea
	Available
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