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Study for chromosomal instability leading to human disorders
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13,100,000

This study aimed to clarify novel mechanisms and phenotypic effects of de
novo chromosomal abnormalities in the germline. To this end, we performed genome analyses for DNA
samples obtained from patients with various types of developmental defects. Our results include (i)
characterization of multifocal genomic crisis during spermatogenesis, (ii) determination of the
timing of aneuploid rescue in early-stage embryos, (iii) clarification of life-long effects of Y
chromosomal abnormalities, (iv) clarification of the effects of sex chromosomal rearrangements on
epigenetic status, and (v) identification of a case with autosomal tetrasomy possibly created
through incomplete trisomy rescue in micronuclei.
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