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DISEASE:
Autosomal dominant intermediate Charcot-Marie-Tooth disease with neuropathic pain

NAME: Autosomal dominant intermediate Charcot-Marie-Tooth disease with neuropathic pain

DESCRIPTION:

A rare subtype of autosomal dominant intermediate Charcot-Marie-Tooth disease characterized by 
debilitating neuropathic pain associated with mild, distal, symmetrical lower limb sensory loss and mild or 
absent motor dysfunction. Patients typically manifest with burning, aching, shooting, or throbbing pain and 
intermittent paraesthesia in toes, heels and ankles.

ORPHACODE: 324585

SYNONYMS: Autosomal dominant intermediate CMT disease with neuropathic pain

XREF(S):
Orphanet
ICD-10

ANALYTE(S): MPZ
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RELATED CONTENT

Related Genetic Tests 

Neuropathy (gene panel)

Related Laboratories 

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

Related Analytes 

myelin protein zero

Related Gene Panels 

Neuropathy (148 genes) - IPG
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