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DISEASE:
Adult-onset distal myopathy due to VCP mutation

NAME: Adult-onset distal myopathy due to VCP mutation

A rare, genetic distal myopathy disorder characterized by middle age-onset of distal leg muscle weakness,
atrophy in the anterior compartment resulting in foot drop, without proximal or scapular skeletal muscle
weakness. Rapidly progressive dementia, Paget disease of bone and hand weakness have been reported.
Muscle biopsy shows pronounced myopathic changes with immed vacuoles.

DESCRIPTION:

ORPHACODE: 329478
XREF(S): Orphanet
ANALYTE(S): VCP
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RELATED CONTENT

Related Genetic Tests

e Neurodegeneration (gene panel)

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

e Neuropathy (gene panel)

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
e Centrum Medische Genetica - UZ Brussel VUB

Related Analytes

¢ valosin containing protein

Related Gene Panels

e Neurodegeneration (99 genes) - IPG
e Neuromuscular disorders (166 genes) - VUB
e Neuropathy (148 genes) - IPG
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