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IDENTIFICATION OF GENES THAT CAUSE MENDELIAN DISORDERS USING
NEXT-GENERATION SEQUENCER AND PATHOLOGICAL CLARIFICATION

Yoshinori TSURUSAKI

Clinical Research Institute, Kanagawa Children's Medical Center

Genes responsible for Mendelian disorders (single gene disorders) were identified when next-generation

sequencers (NGS) appeared on the market after 2005. The elucidation of various Mendelian disorders has been

combined with the development of neighboring techniques by whole-exome sequencing (WES) using NGS.

This summary introduces patients with Coffin-Siris syndrome, spinal muscular atrophy, and recurrent abortion in

whom genes causing unidentified Mendelian disorders were determined using WES and then pathologically clarified.
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