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Population analysis of mutation frequencies and trends of DYT gene groups in
dystonia cases
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A total of 170 cases of hereditary dystonia were analyzed for 16
dystonia-related genes using next-generation sequencing. As a result, we detected variants that
appeared to be significant in 65 cases. As a trend, the top three most frequently detected genes
were TOR1A, KMT2B, and SGCE, accounting for 72% of the 65 cases. All three genes are characteristic
dystonia-causing genes, and we analyzed the effect of the variants on SGCE, which was characterized
by the localization of the variants. As a result, they found that none of the variants detected in
SGCE was damaging, which they published in a paper in Clinical Genetics.
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