©
2019 2023

22q11.2

Phenotypic tracing and genomic variant discovery in 22ql1.2 deletion syndrome
using a disease cohort

Ogawa, Shiori

3,300,000
22q11.2
22q11.2 22q11.2
2023 ASCAPAP)
1 ADI-R
22q11.2
1 NFL NF1
22q11.2

In this study, patients with 22gq11.2 deletion syndrome who underwent

comprehensive treatment for cleft lip and palate at department of dentistry, Aichi Gakuin University
were followed over time, including the evaluation and observation of intermediate phenotypes.
Screening and follow-up by clinical psychologists and psychiatrists for neurodevelopmental and
psychiatric disorders were employed for early intervention and prognostic improvement. The total
cohort was 18 patients, and the research results were presented at the 63rd Annual Meeting of the
Japanese Association of Child and Adolescent Psychiatry as "A Study of the Parent-Child Relationship
of Children with 22911.2 Deletion Syndrome: Towards Supporting Parents and Children Based on
Emotional Aspects of the Mother-Child Relationship. Research outcomes were also presented at an
international conference (ASCAPAP) in 2023. One of the co-investigators succeeded in obtaining an
ADI-R research license.
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Itaru Kushima, et al., Cross-disorder analysis of genic and regulatory
copy number variations in bipolar disorder, schizophrenia, and autism spectrum
disorder, Biol Psychiatry. 2022 Sep 1;92(5):362-374.
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