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Comprehensive analysis of causative gene in familial congenital heart disease by
whole exome analysis

YAMAMOTO, Hidenori
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The causative genes were searched for in 3 families with hereditary
congenital heart disease, which were revealed in all families.

One of them was a novel mutation in ABL1. The onset mechanism of congenital heart disease due to
abnormal ABL1 has not been elucidated at all, and experiments using cultured cells revealed
increased phosphorylation of UFD1. We reported this as the first study to examine the onset
mechanism of congenital heart disease associated with ABL1 abnormalities.

In the other two families, new gene abnormalities of TBX20 (submitting) and gene Y (preparing for
functional analysis experiment) were found, respectively.
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Measured in all 6 samples
(n=1,146)

Measured in only 3 samples in one group
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Fold change between groups > 1.5 or < two-thirds
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Proteins with MeSH term for
VSD (n=6), finger contracture (n=13), skin abnormalities (n=1),
failure to thrive (n=2), developmental delay (n=11), male genital abnormalities(n=4)
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Statistically significant change for phenotypes of
VSD (HSPA1A, MED1, UFD1), finger contracture (TRIP6, EWSRL, AXIN1),
skin abnormalities (ZMYM3), failure to thrive (ATRX), developmental delay (HINT1, ATRX),
male genital abnormalities(ATRX, FKBP4, DBNL, AXIN1)
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