
Opis choroby *

Denicja

A rare metabolic myopathy characterized by exercise-induced cramp, myoglobinuria, and
presence of tubular aggregates in the muscle biopsy. Serum creatine kinase (CK) levels are
increased between episodes of myoglobinuria.

Dane

Klasykacja
Choroba

Synonimy
GSD due to phosphoglycerate mutase deciency
Glikogenoza z powodu niedoboru mutazy
fosfoglicerynianu
GSD typu 10
GSD z powodu niedoboru mutazy
fosfoglicerynianu
Miopatia z powodu niedoboru mutazy
fosfoglicerynianu
Niedobór mięśniowej mutazy fosfoglicerynianu
GSD type 10
Glycogenosis due to phosphoglycerate mutase
deciency
Muscle phosphoglycerate mutase deciency
Myopathy due to phosphoglycerate mutase
deciency

Kod ORPHA
97234

Kod OMIM
261670

Kod ICD10
E74.0

Kod ICD11
5C51.3

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=97234

