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DISEASE:
Cerebrotendinous xanthomatosis

NAME: Cerebrotendinous xanthomatosis

Cerebrotendinous xanthomatosis (CTX) is an anomaly of bile acid synthesis (see this term) characterized by
neonatal cholestasis, childhood-onset cataract, adolescent to young adult-onset tendon xanthomata, and

DESCRIPTION: : . : .
brain xanthomata with adult-onset neurologic dysfunction.

ORPHACODE: 909
_ CTX
SYNONYMS: Sterol 27-hydroxylase deficiency
. Orphanet
XREF(S): OMIM
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RELATED CONTENT

Related Genetic Tests

¢ Bile Acid Synthesis Congenital Defect (gene panel)
e Cataract (gene panel)
e Metabolic diseases with hepatic disorders (20 genes)

Related Laboratories

e Centre de Génétique Médicale UCL
e Centrum Medische Genetica - UZ Gent

Related Gene Panels

e Cataract - UGent
e Metabolic diseases with hepatic disorders (20 genes) - UCL
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