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Elucidation of the mechanism for neurodevelopmental disorder derived from
chromosomal microstructural abnormalities
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Advanced technologies in genomic analysis have revealed that previously
unknown complex genomic structural abnormalities are responsible for patients with
neurodevelopmental disorders. The purpose of this study was to clarify the mechanism of complex
structural abnormalities revealed by microarray chromosomal examination. For this purpose, nanopore
sequence technology was used for a long sequencing. Consequently, some of the complex structural
abnormalities consisted with multiple deletions and duplications were caused by chromothripsis or
chromanasynthesis. Furthermore, we analyzed two cases showing complicated abnormalities associated
with triplications in both ends of the duplication, and clarified for the first time in the world

that it is composed of only two breakpoint-junctions.
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