Zespot delecji mitochondrialnego DNA z

postepujaca miopatia
Kod Orpha: 352470 Kod OMIM: 615156

Opis choroby *

Definicja

Arare, genetic, mitochondrial oxidative phosphorylation disorder characterized by either late-
onset myopathy with progressive external ophthalmoplegia and muscular weakness
(predominantly limb-girdle) or early-onset myopathy presenting with decreased fetal
movements, congenital ptosis, progressive external ophthalmoplegia, hypotonia and,
variably, joint contractures. Reduced content and multiple deletions of mitochondrial DNA is
observed in muscle biopsy.

Dane

Klasyfikacja Synonimy

Choroba Mitochondrial DNA deletion syndrome with
limb-girdle weakness
Zespot delecji mitochondrialnego DNA ze
staboscig obreczowo-koriczynowg
Zespot delecji mtDNA z postepujgcg miopatig
Zespot delecji mtDNA ze staboscig obreczowo-
koriczynowa
Mitochondrial DNA deletion syndrome with
progressive myopathy
MtDNA deletion syndrome with limb-girdle
weakness
mMtDNA deletion syndrome with progressive
myopathy

Kod ORPHA Kod OMIM
352470 615156

Kod ICD10
G71.3

Kod ICD11
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http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=352470
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Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.
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