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Abstract

Susceptibility gene in multiple system atrophy (MSA)

Shoji Tsuji, M.D., Ph.D."

"Department of Neurology, The University of Tokyo Hospital

To elucidate molecular bases of multiple system atrophy (MSA), we first focused on recently identified MSA
multiplex families. Though linkage analyses followed by whole genome resequencing, we have identified a causative
gene, COQ2, for MSA. We then conducted comprehensive nucleotide sequence analysis of COQ2 of sporadic MSA cases
and controls, and found that functionally deleterious COQZ2 variants confer a strong risk for developing MSA. COQ2
encodes an enzyme in the biosynthetic pathway of coenzyme Q10. Decreased synthesis of coenzyme Q10 is considered
to be involved in the pathogenesis of MSA through decreased electron transport in mitochondria and increased
vulnerability to oxidative stress.

(Clin Neurol 2014;54:969-971)




