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Research aiming at redefinition of diagnostic system and development of diagnostic method for pervasive
developmental disorder (autistic spectrum disorder: ASD) and schizophrenia based on pathogenesis
elucidated by genome analysis: Focusing on copy number variants (CNVs) with pleiotropic effects
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Several studies reported that large-scale copy number
variants (CNVs) in the genome are associated with
developmental disorders. The CNVs often affect large
numbers of genes and it is challenging to determine
which gene or combination of genes is connected to
which phenotypic effect and symptom.
the
disorder

Specifically, association with pervasive

developmental and schizophrenia is
consistently replicated at: 1g21.1 (deletion), 2p16.3
(deletion), 3q29 (deletion), 7q36.3 (duplication),
15q13.2 (deletion), 16p11.2 (duplication), 16p13.11
(duplication) and 22ql1 (deletion). Although these
genetic risk variants are clearly associated with
psychiatric conditions, the combinations and severity
of symptoms vary widely between patients with no
apparent genetic basis to such variability, and for most
symptoms there is no clear candidate gene.

Our hypothesis is that in each patient with
developmental disorder there are genetic modifiers to
the main large CNV that cause this variability and that
understanding them will allow to determine a genetic
Our

goal is to identify such genetic risk variants and, in

basis for the neurodevelopmental symptoms.

collaboration with basic neuroscience laboratories, to
characterize the effects of these risk variants in order
to reorganize the diagnostic system and develop the
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Fig. The flowchart of the research.

diagnostic method.
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