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DISEASE:
Desminopathy

NAME: Desminopathy

DESCRIPTION:

A rare genetic skeletal muscle disease characterized by abnormal chimeric aggregates of desmin and other 
cytoskeletal proteins and granulofilamentous material at the ultrastructural level in muscle biopsies and 
variable clinical myopathological features, age of disease onset and rate of disease progression. Patients 
present with bilateral skeletal muscle weakness that starts in distal leg muscles and spreads proximally, 
sometimes involving trunk, neck flexors and facial muscles and often cardiomyopathy manifested by 
conduction blocks, arrhythmias, chronic heart failure, and sometimes tachyarrhythmia. Weakness eventually 
leads to wheelchair dependence. Respiratory insufficiency can be a major cause of disability and death, 
beginning with nocturnal hypoventilation with oxygen desaturation and progressing to daytime respiratory 
failure.

ORPHACODE: 98909

SYNONYMS: Desmin-related myofibrillar myopathy

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): DES
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RELATED CONTENT

Related Genetic Tests 

Neuromuscular disorders : congenital & distal myopathy, congenital muscle dystrophy / Limb-girdle muscular dystrophy / Rhabdomyolysis / Myopathy 
(with prominent contractures) / distal artrogryposis (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

desmin

Related Gene Panels 

Neuromuscular disorders (166 genes) - VUB
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