Zaburzenie biogenezy peroksysomow
Kod Orpha: 79189 Kod OMIM: 202370

Opis choroby *

Definicja

Peroxisome biogenesis disorders, Zellweger syndrome spectrum (PBD-ZSS) is a group of
autosomal recessive disorders affecting the formation of functional peroxisomes,
characterized by sensorineural hearing loss, pigmentary retinal degeneration, multiple organ
dysfunction and psychomotor impairment, and is comprised of the phenotypic variants
Zellweger syndrome (ZS), neonatal adrenoleukodystrophy (NALD) and infantile Refsum
disease (IRD) (see these terms).

Dane

Klasyfikacja Synonimy

Grupa fenomenéw PBD-ZSD
Spektrum zaburzenia biogenezy
peroksysomoéw
Peroxisome biogenesis disorder spectrum
Peroxisome biogenesis disorder-Zellweger
spectrum disorder

Kod ORPHA Kod OMIM Kod ICD10
79189 202370 Q87.8

Kod ICD11
5C57.0
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Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.



http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=79189
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