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We have been identified the causative gene, aprataxin (APTX), for early-onset ataxia
with ocular motor apraxia and hypoalbuminemia, also known as ataxia-oculomotor
apraxia type 1. DNA single-strand breaks (SSBs) are discontinuities in strands of a
DNA duplex. SSBs are usually accompanied by modified or damaged 5’- and 3'-ends at
the break site. Because these modified or damaged ends are not suitable for DNA
ligation, they need to be restored to conventional ends prior to subsequent repair
processes. APTX restores these modifying ends. The loss of function of APTX results in
the accumulation of SSBs, consequently leading to neuronal cell dysfunction and
death.
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