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DISEASE:
Microcephaly-complex motor and sensory axonal neuropathy syndrome

NAME: Microcephaly-complex motor and sensory axonal neuropathy syndrome

Microcephaly-complex motor and sensory axonal neuropathy syndrome is an extremely rare subtype of
hereditary motor and sensory neuropathy characterized by severe, rapidly-progressing, distal, symmetric
DESCRIPTION: polyneuropathy and microcephaly (which can be evident in utero) with intact cognition. Clinically it presents
with delayed motor development, hypotonia, absent or reduced deep tendon reflexes, progressive muscle
wasting and weakness and scoliosis.
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RELATED CONTENT

Related Genetic Tests

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

Related Laboratories

e Centrum Medische Genetica - UZ Brussel VUB

Related Analytes

¢ VRK serine/threonine kinase 1

Related Gene Panels

e Neuromuscular disorders (166 genes) - VUB
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