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The aim of this study was to investigate the validity of mexiletine
hydrochloride as a therapeutic target by focusing on the abnormal Na current associated with reduced
Cl channel expression in the skeletal muscle of SBMA. We simultaneously aimed to identify
biomarkers reflecting neuromuscular degeneration by integrating and analysing biological samples and
clinical information obtained from the patients of SBMA.
Mexiletine hydrochloride was administered orally or intraperitoneally to mice models of SBMA to
perform motor and survival analyses, which showed improved grip strength and prolonged survival in
the Mexiletine hydrochloride-treated group. Urinary levels of N-terminal titin fragment normalised
with urinary creatinine levels were hi?her in motor neurone disease, particularly in patients with
SBMA. Our results suggest that ROC analysis of the urinary titin/Cr to discriminate patients with
ALS from those with SBMA.
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