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The Genetics of 22 g 11.2 Deletion Syndrome
—A Progress of Cytogenetics, Molecular Genetics and Developmental Biology—

Hiroyuki Yamagishi*®", Rumiko Matsuoka®and Yoshifumi Kojima'”
Department of Pediatrics, Keio University School of Medicine, Tokyo'”
Department of Pediatrics and Molecular Biology, University of Texas Southwestern Medical Center, USA*”
Department of Pediatric Cardiology, Tokyo Women’ s Medical University, Tokyo®

The recent progress in cytogenetics has revealed that DiGeorge, conotruncal anomaly face and
velo-cardio-facial syndrome share microdeletions of chromosome 22 q 11.2. 22 q 11.2 deletion syn-
drome, also known as CATCH 22, is associated with congenital heart disease[] CHD[] particularly
conotruncal and arch anomalies, in approximately 750 of the patients suggesting that genes respon-
sible for such types of CHD could be located within the 22 q 11.2 critical region. Advances in molecu-
lar genetics have led to identification of more than 20 genes in the critical region, and their contribu-
tions to phenotypes associated with the syndrome are being examined using developmental biology
techniques. The understanding of 22 g 11.2 deletion syndrome has progressed through the efforts of
many related research fields. This multifaceted approach is a good model for elucidating the causes

and mechanisms of CHD.




