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Brain white matter demyelinating lesions and amyotrophic lateral sclerosis in a 

patient with C9orf72 hexanucleotide repeat expansion. 
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Abstract 

A hexanucleotide repeat expansion in the C9orf72 gene is associated with 

amyotrophic lateral sclerosis (ALS) and frontotemporal lobar degeneration. It has 

been described before four patients with multiple sclerosis (MS) and C9orf72-ALS. 

However, C9orf72 positivity is not associated with increased risk of MS. 

Inflammatory pathways related to NF-κB have been linked to ALS and MS, and 

appear to be important in C9orf72-ALS patients. A 42-year-old woman presented 

with progressive bulbar symptoms for 9 months. Neurological examination disclosed 

spastic dysarthria, atrophic tongue with fasciculations, brisk jaw and limb tendon 

reflexes, and bilateral Hoffman sign. Electrophysiological assessment confirmed 

ALS. Brain MRI revealed multiple and bilateral juxtacortical and periventricular 
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