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Preimplantation genetic screening (PGS) testing platform has evolved through the years from
FISH to aCGH and recently to Next-Generation Sequencing (NGS). With the increased sensitivity of NGS
technology, chromosomal mosaicism in the biopsy samples of embryos is easier to be detected and the
true chromosomal make-ups of the biopsy samples can be better reflected. However, this also presents
new clinical challenges in counseling and management of these PGS results and embryos.

Preimplantation Genetic Diagnosis International Society previously released a position
statement tackling chromosome mosaicism in PGS testing. Sachdev et al. recently published a paper
regarding diagnosis and clinical management of embryonic mosaicism. Both provide resources for
clinicians in handling these challenges.

Euploid embryos remain the top priority in selecting embryos for transfer. |f another IVF cycle
to increase the chance of euploid embryos is not possible or wanted, transfer of embryos of
chromosomal mosaicism may be considered after thorough counseling. Studies have suggest embryos
with chromosomal mosaicism may be associated with decreased implantation and pregnancy potentials
and increased risk for fetal genetic abnormalities and adverse obstetric outcomes; however, studies have
also shown these embryos also have potential to result in healthy babies. Mosaicism involving trisomic
or monosomic of any chromosome is associated with fetal and obstetric risks. These authors suggest
transfer of embryos with mosaic trisomies 2, 7, 13, 14, 15, 16, 18 and 21 may pose the most risk of
adverse outcome. Prenatal genetic diagnosis through invasive procedures remain the criterion
standard for prenatal diagnosis of chromosomal abnormality.
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‘o Recommendations for the CIinicianl
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‘o Suggested Guidelines to Prioritize Mosaic Embryos for Transfer{
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Article reference:  Preimplantation Genetic Diagnosis International Society. PGDIS position statement  on
chromosome mosaicism and preimplantation aneuploidy testing at the blastocyst stage. PGDIS Newsletter, July 19,
2016. Available at: http://www.pgdis.org/docs/newsletter_071816.html. Accessed March 27, 2017.
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Diagnosis and clinical management

£ <8 7 Fertility and Sterility Of embryon ic mosa ic ism
w4 R 2017/1

Nidhee M. Sachdev, M.D,, Susan M. Maxwell, M.D., Andria G. Besser, M5, and James A. Grifo, M.D., Ph.D

New York University Fertility Center, New York University Langone Medical Center, New York, New York

‘o Mechanisms Causing and Correcting Chromosomal Mosaicisml
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‘o Detection of Mosaicism and Interpretation of Mosaic Results‘
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‘o Which Patient Population is at Risk for Mosaicism?‘
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‘o Results Interpretation and Patient Counselingl
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‘o Embryo Selection‘
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‘o Prenatal Testing after Transfer of Mosaic Embryos‘
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Article reference: Sachdev NM, Maxwell SM, Besser AG, and Grifo JA. Diagnosis and clinical management of embryonic
mosaicism. Fertil Steril. 2017 Jan;107(1):6-11. PubMed PMID: 27842993.
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