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Elucidation of the mechanism of miscarriage due to disruption of the pregnancy
maintenance mechanism in fetal morphological abnormalities and its application
to preimplantation diagnosis
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To elucidate the cause of miscarriage and stillbirth, fetal morﬁhology and
chromosomes were analyzed, and trio analysis of the couple and fetus was performed at the time of
miscarriage in cases of two or more repeated miscarriage or stillbirth. Genomic DNA was extracted
from peripheral blood and/or saliva, whole exome analysis was performed, DNA quantification was
confirmed, the libraries were prepared, the exon region capture was performed, and sequencing was
performed on NovaSeq6000 for normal karyotype in 16 of the 21 families with unexplained miscarriage
cases.

Data were mapped with a whole exome analysis program, analyzed for the homozygous mutations and
pathological variants, and searched in databases and PubMed. The elucidation of pathological
variants related to miscarriage and stillbirth is difficult at this time, but we are continuing to
carry out this study.
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