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DISEASE:
Progressive scapulohumeroperoneal distal myopathy

NAME: Progressive scapulohumeroperoneal distal myopathy

DESCRIPTION:

A rare genetic muscular dystrophy characterized by progressive muscle weakness in a scapulo-humero-
peroneal and distal distribution, featuring wrist extensor weakness, finger and foot drop, scapular winging, 
mild facial weakness, contractures of the Achilles tendon, elbow, and shoulder, and diminished or absent 
deep tendon reflexes. A predilection for the upper extremities has been reported in some patients. 
Respiratory muscles are spared until late in the disease course. Age of onset, progression, and severity of 
the disease vary significantly between individuals. Muscle biopsy shows groups of atrophic type I fibers and 
increased internal nuclei.

ORPHACODE: 447977

XREF(S):
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ANALYTE(S): ACTA1
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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 

actin alpha 1, skeletal muscle

Related Gene Panels 

Neuromuscular disorders (166 genes) - VUB
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