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Research progress on Perrault syndrome caused by Twinkle mutations
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Abstract: Twinkle gene coding protein TWINKLE could enter the mitochondria to participate in the composition of
the replicators, which plays a role in the mitochondrial DNA (mtDNA) maintenance. Perrault syndrome (PRLTS), a
rare autosomal recessive genetic disease, could be caused by Twinkle mutations and there is no comprehensive
diagnosis and effective treatment for this disease currently. This article provides a brief overview of the progress of
the research on the PRLTS caused by Twinkle mutations.
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TWINKLE caused
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