Dystalna miopatia zalezna od KLHL9 o poczatku w
dziecinstwie
Kod Orpha: 399081 Kod OMIM:

Opis choroby *

Definicja

KLHL9-related early-onset distal myopathy is a rare, genetic distal myopathy characterized by
slowly progressive distal limb muscle weakness and atrophy (beginning with anterior tibial
muscle involvement followed by the intrinsic hand muscles) in association with reduced
sensation in a stocking-glove distribution. Patients present with high stepping gait, ankle
areflexia and contractures in the first to second decade of life, associated with marked ankle
extensor muscle atrophy; later proximal muscle involvement is moderate and ambulation is
preserved throughout the life.

Dane

Klasyfikacja
Choroba

Kod ORPHA Kod OMIM Kod ICD10
399081 - G71.0

Kod ICD11

*7rddto

orphanet

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=399081
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