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ISSUE 9

The little lit review

Blinded rebiopsy and analysis of non-euploid embryos with two distinct
preimplantation genetic testing platforms for aneuploidy
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Sarah Druckenmiller Cascante, M.D.,Andria Besser, M.S., C.G.C. , Hsiao-Ling Lee, M.S. 11 ,
Fang Wang, Ph.D. , Caroline McCaffrey, Ph.D., James A. Grifo, M.D., Ph.D.

intermediate copy number = mosaic
as some of you know, there is discussion on whether it is

appropriate to use the term "mosaic" to describe the intermediate
copy number on NGS profiles. While biological mosaicism could
be an explanation for the profile, there are other explanations as

well such as "technical artifacts produced by whole genome
amplification, excessive use of laser or  mechanical trauma

during biopsy, sampling of apoptotic TE cells or cell debris". Dr.
Treff writes at length about this issue. 

100 embryos had clinical TE biopsies sent to a lab performing next generation sequencing (NGS) from
2012-2021. Next, each embryo was biopsied 4 times: 3 biopsies were TE and 1 was the rest of the

embryo, presumably encompassing the ICM. The rebiopsied samples were analyzed with a SNP (single
nucleotide polymorphism) array. One goal was to compare the NGS result to the SNP array rebiopsied

results to assess for concordance. Additionally, this approach allowed for identified of presumed
biological mosaicism. SNP array did not report mosaicism, so if the rebiopsied samples revealed at least
one euploid among 3 aneuploid results, then mosaicism was indicated. Read the paper for all the details,

but these are the important takeaways:

= initial TE biopsy sent for NGS analysis
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4

rebiopsied TE

rest of
embryo

The idea of complementary chromosome or
reciprocal aneuploidy in other parts of the embryo
is a reasonable discussion point in counseling as
this was identified for both initially mosaic or full

aneuploid NGS results and for all alterations
(trisomy/monosomy/del/dups). This also supports

mitotic errors underlying initial TE results. 
This study supports the emerging data that

segmental aneuploidies may be reflective of mitotic
errors with other parts of the embryo being

euploid. 30% of segmental aneuploidies (segA) had
euploid results on all rebiopsies compared to whole
chromosome mosaics which had a similar percent
at 35%. Importantly, 45% of segA had aneuploidy

results on all rebiopsies. 

1.

2.

= SNP based
analysis 

https://www.fertstert.org/article/S0015-0282(23)00767-7/pdf
https://www.sciencedirect.com/science/article/pii/S0015028221005276#:~:text=The%20misconception%20that%20mosaicism%20can,most%20importantly%2C%20harm%20to%20patients.
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Defining Embryo Donation: An Ethics Committee Opinion (2023)

One of my first sessions reviewing PGT-A results, we ended with the moral status of the
embryos as the male partner was not comfortable with the available disposition options. He
felt as if his embryos were on the same moral status as a baby and was at odds with this
feeling now that they had multiple embryos they were not planning to transfer. He isn't the
first or last to feel this inner conflict. Patients have referred to their embryos as "embabies".
ASRM's ethics committee came together to discuss embryo donation and to highlight the
misleading nature of the term "embryo adoption". One major reason to avoid the use of
adoption is because adoption laws may be applied to embryo donation. For example, there
is a cooling off period for adoption of a child to allow for a change in mind, yet for embryo
donation, the decision is final. This opinion makes salient points regarding the potential
burden faced by individuals pursing egg donation if embryo donation was treated in the
same way as adoption. In reading this opinion, I was reminded of the article in a previous
newsletter that discussed individuals' egg disposition choices. I think there can be two sides
of embryo donation that both recognizes someone's view of the embryos' status to them
but also legally how to proceed with these decisions. 
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https://www.asrm.org/practice-guidance/ethics-opinions/defining-embryo-donation-an-ethics-committee-opinion-2023/
https://www.fertstert.org/article/S0015-0282(23)00151-6/fulltext
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Every week, a blog entry is posted directed
to the general population. This past week,
a post on carrier screening and a family hx
of CF was discussed. The intention of the

post is to highlight the importance of
obtaining the genetic test report of

relatives to compare to the patient's
carrier screen to ensure the familial

variants were assessed at the lab. The
easiest thing to do is to share the relative's

report with the lab. 

Think dirty is an app that helps with identifying what ingredients are in certain products.
The goal is to lessen the amount of harmful chemicals we expose ourselves to and allow
for the ability to make swaps. 

https://www.thinkdirtyapp.com/
https://www.modernreproduction.org/blog/navigating-family-history-understanding-cystic-fibrosis-carrier-screening
http://www.modernreproduction.org/

