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DISEASE:
Arthrogryposis-renal dysfunction-cholestasis syndrome

NAME: Arthrogryposis-renal dysfunction-cholestasis syndrome

DESCRIPTION:
A rare, multisystem disorder, characterized by neurogenic arthrogryposis multiplex congenita, renal tubular 
dysfunction and neonatal cholestasis with low serum gamma-glutamyl transferase activity.

ORPHACODE: 2697

SYNONYMS: ARC syndrome

XREF(S):

Orphanet
MeSH
ICD-10
OMIM
OMIM

ANALYTE(S):
VPS33B
VIPAS39
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RELATED CONTENT

Related Genetic Tests 

Cholestasis (gene panel)
Ichthyosis (gene panel)
Trombosis - Hemostasis (gene panel)

Related Laboratories 

Centre de Génétique Médicale UCL 
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

VPS33B interacting protein, apical-basolateral polarity regulator, spe-39 homolog
VPS33B late endosome and lysosome associated

Related Gene Panels 

Cholestasis (40 genes) - UCL
Ichthyosis and erythroderma (98 genes) - KUL
Trombosis - Hemostasis (107 genes) - KUL
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