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Background: 22q11.2DS is identified in 1/992 pregnancies, 1/1497 miscarriages, and 1/2148 livebirths. Most deletions are de novo. Conversely, 22q11.2DupS, reported in 1/850 pregnancies, is often familial. Both have significant morbidity and some mortality, with wide inter and intrafamilial variability. With a 1/2000 prevalence, ~326,000 Americans should be affected. Therefore, we should consider how we will deliver comprehensive multidisciplinary coordinated care once detection is improved. Here we provide guidance based on our 22q and You Center experience. Methods: We evaluated 1,893 patients between 1992-2024, including 1,667 with 22q11.2DS, 226 with 22q11.2DupS, and 89 with distal deletions or duplications. Results: Examining our 22q11.2DS and 22q11.2 DupS cohorts, 50% and 54% were male respectively, currently aged 0-77 years with a mean of 19 years. Most patients had standard LCR22A-LCR22D CNV’s but 22 had CNVs not mediated by LCRs. 61% resided within 100 miles of CHOP and 2% traveled internationally. Centralized coordinated care occurred for local and out-of-town families alike, considering previous evaluations/imaging/laboratory studies, subspecialists availability across up to 35 disciplines, a single blood draw at the conclusion of visits, and sedated procedures arranged independent of neuro-cognitive/developmental/behavioral assessments. Unlike cleft/craniofacial clinic models, given the number of evaluations, assessments were coordinated over several days rather than on a single day. In total, our Center accounted for ~3,500 annual visits with 248,052 encounters completed since 2001, when EHR data was available for analysis, including 82,949 visits of which 67,250 were subspecialty appointments and 3,019 were surgical procedures. Visits were associated with 46,782 unique diagnoses including ~25/patient, with GERD being the most common indicator followed by language and developmental delay. Top visit box scores included Cardiology (14,997), Craniofacial (14,856), and Gastroenterology (5,706). Importantly, families valued the coordination. Conclusions: Recognizing the need for sufficient evaluation time and centralized organization, we will share our Center’s model for coordinated care.

