Prenatal Screening and Diagnostic Considerations for 22q11.2
Microdeletions

Natalie Blagowidow, Beata Nowakowska, Erica Schindewolf, Francesca Romana Grati, Carolina Putotto , Jeroen Breckpot, Ann
Swillen, Terrence Blaine Crowley, Joanne C. Y. Loo, Lauren A. Lairson, S6lveig Oskarsdéttir, Erik Boot, Sixto Garcia-Minaur,
Maria Cristina Digilio, Bruno Marino, Beverly Coleman, Julie S. Moldenhauer, Anne S. Bassett and Donna M. McDonald-McGinn
[ASB and DMM contributed equally to this work.]

Genes 14(1): 160, 2023. DOI: 10.3390/genes14010160

Many babies with conditions associated with 22q11.2DS require urgent medical attention at birth or
soon afterwards. Early diagnosis can help provide the best after-birth care, which is especially
important for newborns who have critical heart defects, but can also help those with more subtle health
issues avoid a lengthy search for a definitive answer.

This article provides prenatal guidance for: (1) families with no history of 22q11.2DS; (2) prospective
parents who have 22g11.2DS themselves; and (3) unaffected couples who already have a child with
22011.2DS. There is discussion about methods of obtaining samples for prenatal genetic screening
and testing, as well as physical features that may be seen on imaging. There is explanation about what
each testing method can and cannot detect, and the importance of genetic counselling.
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