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Abstract: [ Objective] To investigate the application of optical genome mapping (OGM) technology in detecting com-
plex chromosomal rearrangement. [ Methods] We recruited five patients who were diagnosed as complex chromosomal rear-
rangement at the Reproductive Medicine Center of the Sixth Affiliated Hospital of Sun Yat-sen University from January
2022 to June 2023. They underwent OGM, nanopore sequencing and pre—implantation genetic testing (PGT). The results
were compared with the results of karyotype and chromosomal microarray analysis (CMA)/ copy number variation sequenc-

ing (CNV—Seq).[Results] OGM could detect translocation, invert inversion, and triplet translocation, which were consis-
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tent with the results of OGM and CMA/ CNV~-Seq. But OGM could not detect Robertsonian translocation. [ Conclusion] Be-

cause of its ultra—long reads, OGM realizes the detection across repetitive regions, and it has great advantages when applied

in patients with complex chromosome rearrangement or uncertain karyotype analysis. It can accurately locate breakpoints.

Key words: optical genome mapping; nanopore sequencing; complex chromosomal rearrangement; pre—implanta-

tion genetic testing; assisted reproduction
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