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DISEASE:
Urocanic aciduria

NAME: Urocanic aciduria

DESCRIPTION:
A rare histidine metabolism disorder characterized by urocanic aciduria and other variable manifestations 
including intellectual deficit and intermittent ataxia.

ORPHACODE: 210128

SYNONYMS: Encephalopathy due to urocanase deficiency

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): UROC1
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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 

urocanate hydratase 1

Related Gene Panels 

Metabolic disorders (213 genes) - VUB
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