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include in a future newsletter,
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genetics@modernreproduction.org. 
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EXOME SEQUENCING 
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Conservative Management of
Gynecologic Cancers and Fertility  
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Syndrome
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How do you counselpatients about the
risk of the

trophectoderm
biopsy?

Impact of trophectoderm biopsy for preimplantation genetic testing on
obstetric and neonatal outcomes: a meta-analysis
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Di Mao, PhD; Jian Xu, MD; Ling Sun, MD

“Infertility status was another

crucial confounder in these

comparisons. It has been

postulated that the underlying

infertility disorders leading

patients to assisted

reproductive technology (ART)

are more likely to ac- count for

adverse pregnancy outcomes

than the ART procedure”

https://www.ajog.org/article/S0002-9378(23)00544-6/fulltext
https://www.ajog.org/article/S0002-9378(23)00544-6/fulltext
https://pubmed.ncbi.nlm.nih.gov/?term=Rice+SM&cauthor_id=37392371
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The little lit review
Noninvasive single-cell-based prenatal genetic testing: A proof of concept clinical study
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Michelle Bellair|Elisabete Amaral|Mason Ouren|Cameron Roark|Jaeweon Kim|April O'Connor|Adrianna
Soriano|Margaret L. Schindler|Ronald J. Wapner|Joanne L. Stone|Nicola Tavella|Audrey Merriam|Lauren

Perley|Amy M. Breman|Arthur L. Beaudet

The article explores the development and assessment of the Luna Prenatal Test, a non-invasive genetic test
aimed at detecting fetal abnormalities using circulating trophoblasts from maternal blood. Unlike invasive
methods like amniocentesis and CVS, the Luna test poses no risk of pregnancy loss. While cell-free non-
invasive prenatal testing (cfNIPT) exists, it has limitations in detecting certain chromosomal anomalies.

The Luna test isolates fetal trophoblasts from maternal blood by sequencing maternal blood and comparing
informative SNPs. It then analyzes the cells genetic content using next-generation sequencing (NGS). Clinical
studies show promising results, with high success rates in recovering trophoblast cells and concordance with
invasive methods for detecting chromosomal abnormalities. Challenges such as placental mosaicism and
technical limitations remain, warranting further research to enhance the test's clinical utility.

Every cell subjected to NGS analysis was given one
of three scores for deletion/duplication (del/dup)

and/or aneuploidy as below by a genomics
specialist:

1. Scorable for aneuploidy and 1.5Mb
del/2.0Mb dup resolution: had very high-quality
NGS data and very few putative gains or losses
called by the NxCsoftware
2. Scorable for aneuploidy only: cells in the S
phase of the cell cycle where numerous small
genomic segments not yet replicated cannot be
distinguished from small deletions
3. Unscorable, not used for further analysis:
Unscorable cells were either apoptotic, lost in
processing, had very low mappable reads, or had
data unsuitable for analysis for unknown reasons.

https://pubmed.ncbi.nlm.nih.gov/38411249/
https://pubmed.ncbi.nlm.nih.gov/?term=Girardi+L&cauthor_id=36928183
https://pubmed.ncbi.nlm.nih.gov/?term=Girardi+L&cauthor_id=36928183
https://pubmed.ncbi.nlm.nih.gov/?term=Girardi+L&cauthor_id=36928183
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Handouts and brochures
are available on the site
such as this prenatal
whole exome handout :D  

https://static1.squarespace.com/static/6191955701d1c02b2a72e981/t/649c9c4a4d1101533598820c/1687985227608/Prenatal+Whole+Exome+Sequencing.pdf
http://www.modernreproduction.org/

