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DISEASE:
Argininosuccinic aciduria

NAME: Argininosuccinic aciduria

DESCRIPTION:

A rare, genetic disorder of urea cycle metabolism typically characterized by either a severe, neonatal-onset 
form that manifests with hyperammonemia accompanied with vomiting, hypothermia, lethargy and poor 
feeding in the first few days of life, or late-onset forms that manifest with stress- or infection-induced episodic 
hyperammonemia or, in some, behavioral abnormalities and/or learning disabilities, or chronic liver disease. 
Patients often manifest liver dysfunction.

ORPHACODE: 23

SYNONYMS:

ASA deficiency
ASL deficiency
Argininosuccinase deficiency
Argininosuccinatelyase deficiency
Argininosuccinic acid lyase deficiency

XREF(S):

Orphanet
MeSH
ICD-10
OMIM
MedDRA

ANALYTE(S): ASL

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=23
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=23
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https://www.ncbi.nlm.nih.gov/mesh/?term=D056807
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https://icd.who.int/browse10/2016/en#/E72.2
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RELATED CONTENT

Related Genetic Tests 

Metabolic disorders including disorders of glycosylation, peroxisomal disorders, organic acidurias, glycogenosis disorders, neurotransmitter disorders 
(213 genes)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

argininosuccinate lyase

Related Gene Panels 

Metabolic disorders (213 genes) - VUB
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