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Analysis of pathophysiology of skewed X-chromosome inactivation in female
patients with X-linked recessive hereditary disease using iPS cells
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This study was to identify the mechanism of skewed X chromosome inactivation

(XCI) which was observed in female XLA and WAS, and to search the drug to treat abnormal XIC. We
established a gene transduction method to induce 2 genes which emit 2 different types of
fluorescence into iPS cells. By using this system, we could identify the type of XCI by
flowcytometer and we found that this system was useful in drug screening. We established the HD.
AdAAV gene editing system in which we could induce fatal gene mutation at specific sites, which we
found useful in drug-screening. To analyze the mechanism of XCl skewing, we performed whole exon
sequencing and genetic analysis of XCI region. We are now working on whole-genome sequencing.
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