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Clarification of molecular basis of congenital limb anomalies
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Congenital limb anomalies are clinically and genetically heterogeneous. e
reported two patients with PORCN variants identified by re-analyses of whole exome sequencing; 1) a
maternally inherited PORCN variant in a Japanese boy with ocular and limb manifestations, and
developmental delay and 2) a novel PORCN intronic variant in a mother and her daughter with focal
dermal hypoplasia. In addition, we carried out whole genome sequencing in 23 patients from 28
families with congenital limb anomalies in which underlying genetic causes including pathogenic

copy-number variants remained undetected in our previous studies. We identified a deep intronic
variant in TP63 which is known as a causative gene for split hand and foot malformation.
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