
Opis choroby *

Denicja

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 brain xanthomata with adult-onset neurologic dysfunction.

Dane

Klasykacja
Choroba

Synonimy
CTX
CTX
Niedobór 27-hydroksylazy sterolowej
Sterol 27-hydroxylase deciency

Kod ORPHA
909

Kod OMIM
213700

Kod ICD10
E75.5

Kod ICD11
5C52.11

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=909

