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Female Sample with a Potential Mosaic Gain of Chromosome 5
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Are all whole chromosome
intermediate copy number PGT

: proflles redl mosaic emlbryos?
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Detection of aneuploidy in a single
cell using the lon ReproSeq PGS Kit



PGT-A and Sampling Error
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PGT-A aneuploid
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Origin of Aneuploidy Prediction
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Cell Division Origin of Aneuploidy

paternal maternal
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Origin of Aneuploidy Prediction

« Meiotic vs Mitotic Aneuploidy
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Origin of Aneuploidy Prediction

* UNIFORM VS MOsAIC Aneuploidy
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Rebiopsies as Positive Controls

1. Predict parental and cell
division origins of
aneuploidy from clinical
trophectoderm biopsies
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Rebiopsy - Trisomy

Trisomy - Meiotic

Trisomy - Embryonic

Disomy

Category

Monosomy - Embryonic

Monosomy - Meiotic

Rebiopsy - Monosomy

Copy Number
Rana et al. AJHG 2023



Whole Chromosome Aneuploidies
of Mitotic Origin Are Rare

n=2,381 blastocysts
with parental DNA

Mean maternal age 34.4
4%
68% 2%

B maternal paternal embryonic euploid

Rana et al. AJHG 2023



Materials and Methods [ ]
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Blinded Interpretations

NGS PGT-A
Single clinical llumina VeriSeq
trophectoderm * Full Aneuploidy

biopsy « Mosaic High

— Whole Genome . Mosaic Low

Amplification \ - Euploid

418 blastocysts SNP Array PGT-A

Affymetrix Axiom UK Biobank
Aneuploid
Euploid
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Intermediate Copy Number (ICN) Mosaic
Aneuploidy is often actually Euploid

Euploidy Rate among ICN “mosaics”
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ICN NGS mosaic 50% °0%
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rebiopsies
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array Cascante et al. 2023
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Discussion-Example Case

NGS SNP Arra

normal chrX copy number by
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PGT-A mosaicism predictions are
meaningless

Live Birth Rate
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Capalbo et al AJHG 202]



Are all whole chromosome
intermediate copy number PGT
profiles real mosaic embryos?

Based on available DATA,
most of them probably not

A\ Segmental aneuploidies are a different story /A\



Thank you!

diego@genomicprediction.com
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