
Updated Clinical Practice Recommendations For Managing Adults 

with 22q11.2 Deletion Syndrome 
Erik Boot, Sólveig Óskarsdóttir, Joanne C.Y. Loo, T. Blaine Crowley, Ani Orchanian-Cheff, Danielle M. Andrade, Jill M. 

Arganbright, René M. Castelein, Christine Cserti-Gazdewich, Steven de Reuver, Ania M. Fiksinski, Gunilla Klingberg, Anthony 

E. Lang, Maria R. Mascarenhas, Edward M. Moss, Beata Anna Nowakowska, Erwin Oechslin, Lisa Palmer, Gabriela M. Repetto, 

Nikolai Gil D. Reyes, Maude Schneider, Candice Silversides, Kathleen E. Sullivan, Ann Swillen, Therese A.M.J. van Amelsvoort, 

Jason P. Van Batavia, Claudia Vingerhoets, Donna M. McDonald-McGinn, and Anne S. Bassett. 
Genet Med. 25(3): 100344, 2023. DOI: 10.1016/j.gim.2022.11.012. 

 

This set of clinical practice guidelines are developed for the care of individuals 18 years and older, 

covering life from the transition into adulthood all the way to the elderly age range. The emphasis 

is on periodic assessments to uncover and manage conditions that are later-onset or previously 

undetected.   

Early diagnosis and treatment are important, and standard treatment strategies apply for each 

condition.. Healthcare providers from different specialties need to provide coordinated care and 

tailor the management to suit the individual, taking into account coexisting issues, intellectual 

disabilities, learning disabilities, mental health problems, and the changing nature of 22q11.2DS 

over time.  In many cases, family members and caregivers continue to be an essential part of the 

care team. 
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