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Whole genome analysis of congenital malformations
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Genetic research of congenital malformations of unknown etiology provides
clues to clarify underlying mechanisms of pathophysiology and the universal function of genes
involved in human development. We studied the patients with multiple congenital malformations using
the whole exome sequencing and comprehensive genome analysis. During the study period, we identified

several disease causing variants in the patients, including the new syndrome associated Desbuquois
dysplasia caused by biallelic novel variants in FAM20B. Although the results were not directly
related to treatment strategy, they will provide insight into the consideration of the pathological
mechanisms and genetic counseling.
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