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DISEASE:
Adenylosuccinate lyase deficiency

NAME: Adenylosuccinate lyase deficiency

DESCRIPTION:
A disorder of purine metabolism characterized by intellectual disability, psychomotor delay and/or 
regression, seizures, and autistic features.

ORPHACODE: 46

SYNONYMS:
ADSL deficiency
Adenylosuccinase deficiency

XREF(S):

Orphanet
ICD-10
OMIM
MeSH

ANALYTE(S): ADSL
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RELATED CONTENT

Related Genetic Tests 

Epilepsy, seizures (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes 

adenylosuccinate lyase

Related Gene Panels 

Epilepsy, seizures (196 genes) - IPG
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