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Genetic evaluation of patients with neurodevelopmental disorders
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Genetic testing has been carried out on 301 patients with

neurodevelopmental disorders (NDDs), such as intellectual disability (ID), autism spectrum disorder,
and epilepsy, who visited our hospital between April 2014 and March 2024. Genetic testing has been
basically carried out in the following order unless patients are clinically diagnosed with specific
genetic disorders. 1) Chromosomal microarray analysis and G-banded chromosome analysis, 2) Targeted
next generation sequencing using custom panels for NDDs, 3) For some individuals, trio-based
whole-exome sequencing. Total diagnostic yield was 46% (139/301).

Systematic genetic testing for patients with NDDs could be useful in providing definitive
diagnosis, expected clinical course, and recurrence risk to patients and their family.

Pediatric genetics
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