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Elucidation of crosstalk between pediatric cancers and neural development and
its application for novel therapeutic strategies
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To elucidate candidate common pathways in tumorigenesis and neural
development, we performed exome sequencing of 2 mental retardation cases with neuroblastoma and
Ewing sarcoma, respectively. In addition, we also analyzed open database (TARGET), in order to
screen candidate genes in pediatric solid tumors. In neuroblastoma cases, a novel germline variant
of CSMD2, a responsible gene for familial myoclonus epilepsy was identified. OF note, this gene was
deleted in several tumor samples, suggesting that this gene would be involved not only in neural
development but also tumor development. Furthermore, a novel germline mutation of CNTN6 was found in

the Ewing sarcoma case, which is thought to be involved in the neural development and tumorigenesis
of ovarian cancer. Thus, our results suggest that CSMD2 and CNTN6 are promising candidates which
involved in the common pathways in development delay and tumorigenesis.
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