
Opis choroby *

Denicja

A rare, genetic disorder of urea cycle metabolism and ammonia detoxication characterized by
either a severe, neonatal-onset disease found mainly in males, or later-onset (partial) forms of the
disease. Both present with episodes of hyperammonemia that can be fatal and which can lead to
neurological sequelae.

Dane

Klasykacja
Choroba

Synonimy
OCT deciency
Niedobór karbamylotransferazy ornityny
Niedobór OCT
Niedobór OTC
OTC deciency
Ornithine carbamoyltransferase deciency

Kod ORPHA
664

Kod OMIM
311250

Kod ICD10
E72.4

Kod ICD11
5C50.AY

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=664

