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Genetic and genomic analysis on the patients with multiple congenital anomalies
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Uncovering the molecular mechanism for birth defects is critical to
understand the biological mechanism of human development. To elucidate the causative gene
responsible for multiple congenital anomalies of unknown origin, we performed whole exome sequence
on the patients with the disorders. This work was supported by MEXT KAKENHI (No0.221S0002). 31
patients were enrolled after first screening with standard karyotyping and cytogenetic microarray.
Of 31 patients, the causative genomic variants for the disorders could be identified in 9 families
(30%)i_Further analysis will be required to identify the molecular mechanism for these congenital
anomalies.

i copy number
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