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Charcot-Marie-Tooth disease (CMT) is the most common inherited neuropathy
characterized by clinical and genetic heterogeneity. Whole-genome sequencing study in the probands,
followed by mutation screening in the two families, revealed a disease-specific 5-bﬁ deletion in a
splicing element of intron 2 adjacent to the 3rd exon of COX6Al. Cox6al null mice showed
si?nificantly reduced COX activity and neurogenic muscular atrophy leading to a difficulty in
walking. On the other hand, by electron microscope, no special findings were observed in nerve
fibers. Therefore, we focused on the mitochondrial ferritin (FtMt) of metal binding protein present
in mitochondria. Under oxidative stress conditions induced by hydrogen peroxide, the expression of
FtMt were increased. This finding suggests that FtMt protects cells against oxidative stress by
hydrogen peroxide.
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