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Noboru HIROI
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San Antonio

Abstract
Copy number variations (CNVs) are associated with high rates of 
neurodevelopmental disorders, including autism spectrum disorder, 
intellectual disability, and schizophrenia. Because CNVs include many 
genes, it is not possible to determine whether the entire set of genes 
within a CNV are responsible for these disorders in humans. My 
laboratory has used mouse and cell models to circumvent this limitation 
of human studies and to more fully understand the genetic, cellular and 
molecular mechanisms of CNV-linked disorders. In two seminars, we 
will discuss 1) the current research on CNV-linked neurodevelopmental 
disorders and their limitations and pitfalls and 2) molecular, cellular and 
developmental origins of neurodevelopmental disorders associated 
with 22q11.2 CNV. 
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