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Whole genome epigenetic analysis in Kabuki syndrome and model cell line
construction
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I tried making KMT2D or KDMBA knockout fibroblast cell line in order to analyze
the pathophisiology and histon code in Kabuki syndrome. CRSPER/Cas9 genome editing system was adapted.
Genome editing in fibroblast are achieved After the drug selection and picking up colony, but low
transfection efficiency in fibroblast is a problem for establishing the stable gene knockout cell line. 1
have not been able to isolate the KMT2D or KDM6A knockout fibroblast cell line so far.

I also tried exome sequencing to identify the novel gene causing Kabuki syndrome in KMT2D/KDMEA mutation
negative 12 patients. However, | have not been able to identify the new gene.
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