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DISEASE:
Autosomal dominant distal axonal motor neuropathy-myofibrillar myopathy syndrome
NAME: Autosomal dominant distal axonal motor neuropathy-myofibrillar myopathy syndrome
A rare genetic neuromuscular disease characterized by length-dependent axonal motor neuropathy
predominantly affecting the lower limbs, in combination with a myopathy with morphological features of
_ myofibrillar myopathy with aggregates and rimmed vacuoles. Age of onset is typically in the second to third
DESCRIPTION: . : : : o :
decade of life. Patients present with slowly progressive muscle weakness and atrophy initially affecting the
distal lower limbs and later progressing to involve proximal limbs and also truncal muscles. There is no
involvement of respiratory and cardiac muscles.
ORPHACODE: 476093
XREF(S): Orphanet
ANALYTE(S): HSPBS
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RELATED CONTENT

Related Genetic Tests

e Neuropathy (gene panel)

Related Laboratories

e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes

¢ heat shock protein family B (small) member 8

Related Gene Panels

e Neuropathy (148 genes) - IPG
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