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DISEASE:
Metachromatic leukodystrophy, juvenile form

NAME: Metachromatic leukodystrophy, juvenile form

DESCRIPTION:

A subtype of Metachromatic leukodystrophy characterized by progressive psychomotor regression with an 
onset between 30 months and 16 years of age, often beginning with behavioral abnormalities or 
deterioration of school performance. Further manifestations are ataxia, gait disturbances, reduced deep 
tendon reflexes, spasticity, seizures, paralysis, dementia, and loss of speech, vision, and hearing, eventually 
resulting in complete loss of motor and cognitive skills, and decerebration. The rate of deterioration is 
variable with possible survival up to the third decade of life.

ORPHACODE: 309263

SYNONYMS:
Arylsulfatase A deficiency, juvenile form
MLD, juvenile form

XREF(S):
Orphanet
ICD-10

ANALYTE(S):
PSAP
ARSA
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RELATED CONTENT

Related Genetic Tests 

Epilepsy gene panel
Lysosomal Storage Disease (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

arylsulfatase A
prosaposin

Related Gene Panels 

Epilepsy gene panel - VUB
Lysomal Storage (64 genes) - VUB
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