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The little lit review
Pregnant people's views and knowledge on prenatal screening for fetal

trisomy in the absence of a national screening program
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Kristin Kelly| Sara Leitao| Sarah Meaney| Keelin O'Donoghue

332 pregnant women in Ireland were surveyed in order to better understand their knowledge on
screening options available. 227 women had another child. About 63% of participants had not heard of

NIPT, though 92% would proceed with NIPT if offered.  The results of the study could be influential to the
desire for a screening program in Ireland. Another source of value are areas to improve for patient

education and awareness as well as understanding patient motivations for testing. I do wonder,
however, how much this concept of healthy is personal or societal, and what does healthy mean to a

person. 

https://onlinelibrary.wiley.com/doi/epdf/10.1002/jgc4.1769
https://onlinelibrary.wiley.com/doi/epdf/10.1002/jgc4.1769
https://pubmed.ncbi.nlm.nih.gov/?term=Girardi+L&cauthor_id=36928183


An overview of reproductive carrier screening panels for autosomal
recessive and/or X‐linked conditions: How much do we know?
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The authors explored the various carrier screening panels available to the public from the US, Australia, UK,  
Netherlands, Spain, Germany, and Italy. 22 panels were identified through google search, other literature
searches, and email. The size of the panel range from 44 to 2054 genes - most were >100 and <1000. 15 genes
were found within each panel. 

There is debate as to which genes to include on a panel. From the commercial perspective, more may be
perceived as a better value, yet more may not translate to higher clinical utility. ACMG attempts a framework,
focusing on severity and carrier frequency.  

Determining which genes based on severity is highly subjective and may even be clinically incorrect given
continually new updates to genotype-phenotype correlations and treatment options. Basing the decision on
carrier frequency may not be a great metric as well as noted by several other papers cited in the paper. 

The authors do not offer a solution of how to select which genes to include on a carrier screening panel, yet
they raise that by not having stringent criteria, market competition can continue. I’ve always thought
streamlining and consistency is the way to go with healthcare, but it’s a fair thought that we may never
accomplish this in the carrier screening world and instead should embrace the commercial approach.  

Tianjiao Wang|Paul Scuffham|Joshua Byrnes|Martin B. Delatycki|Martin Downes

https://obgyn.onlinelibrary.wiley.com/doi/epdf/10.1002/pd.6434
https://obgyn.onlinelibrary.wiley.com/doi/epdf/10.1002/pd.6434
https://pubmed.ncbi.nlm.nih.gov/?term=Rice+SM&cauthor_id=37392371
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This week’s community content spotlight is more on recent events than a resource
available. Why? Because while we discuss potential issues within genetics, we should be
aware of the times that those concerns come to fruition.  Patients may be particularly

sensitive to a lab obtaining their data. It’s helpful to know the lab’s policies on data
protection but also retainment. Some labs may retain DNA information for internal

developmental processes.  

These videos have been
nothing but fun :D 

https://www.youtube.com/watch?v=4U4dyGO_S5A
https://www.washingtonpost.com/technology/2023/10/12/23andme-hack-data-breach/
http://www.modernreproduction.org/

