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PMP22 and its related diseases
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Abstract: Mutations in human genes may cause peripheral neuropathies, which are collectively called as Charcot—
Marie-Tooth disease (CMT). CMT affects one in 2 500 people, and is one of the most common inherited
neurological disorders. There are now over 53 chromosomal loci and 35 specific genes that are linked to different
types of CMT. Peripheral myelin protein-22 (PMP22) was discovered to be causal gene for the largest group of
patients with CMT. The biology of PMP22 and the pathophysiology of its related diseases, were reviewed here.
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