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Clearing the pathology of the SCA36 multiple system disturbance

Matsuzono, Kosuke
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We studied with the induced pluripotent stem cell (iPSC) derived from
spinocerebellar ataxia type 36 (SCA36). We differentiated SCA36-iPSCs to motor neuron cells, cortex
neuron cells, and dopaminergic cells, which revealed NOP56 expression decrease. From these
SCA36-iPSCs study, we cleared that the NOP56 gene expression decrease universally concerns with the
SCA36 multiple system disturbance.

Next we produced the novel gene transgenic mice, NOP56 knockout mice. Surprisingly, NOP56 completely
knockout mice died within 7 days from born. Thus, we studied the NOP56 hetero-knockdown mice
behavior test. In results, NOP56 hetero-knockdown mice showed the cerebellar disturbance, which

suggests that SCA36 patient cerebellar ataxia concerns with the NOP56 50% expression decrease.
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