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A search for abnormal RNA metabolism in spinocerebellar ataxia type 31
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We studied on human brain samples affected with spinocerebellar ataxia type 31
(SCA31). By expression analysis using microarray and RNA-seq, we found groups of genes which have
meaningful alterations in their expression levels. Among those, we confirmed several genes that are
down-regulated in SCA31 samples. Some of them were known to be involved in intracellular calcium
homeostasis. We also found that SCA31 human Purkinje cells possess abnormal RNA structures called RNA
foci which contain (UGGAA)n repeat, the transcript of (TGGAA)n repeat exclusively found in the SCA31
patients’ mutation locus. Such RNA foci were also found in cultured cells expressing SCA31 mutation
constructs. These results suggest that the UGGAA repeat is involved in SCA31 pathogenesis.
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