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California Institute for Regenerative Medicine (CIRM)

Induced pluripotent stem cells from children with autism spectrum disorders

In this study our goal is to contribute blood and skin samples for hiPSC research from 200 children with
an ASD and 100 control subjects to the CIRM repository. These cells will be made available to the
wider research community for hiPSC research. All subjects will be assessed using a protocol that
provides a thorough clinical picture as well as measurement of the intellectual abilities of the
participants. This resource will enable research on hiPSC-derived neurons on a scale and depth that is
unmatched anywhere else in the world.
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Exploring the Neuronal Phenotype of Autism Spectrum Disorders Using Induced Pluripotent Stem Cells
The goal of this project is to develop the methods to convert skin cells from patients with autism into
neurons and to characterize these neurons using high content screens. These experiments will allow
researchers to study the neurons of individuals diagnosed with autism and will lead to a better
understanding of the development and differentiation of neurons.
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A Neuroimaging Study of Twin Pairs with Autism
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P50 HG00338908 (Cho) 07/01/04-02/28/15 0.6 CM

NIH $670,652

Center for Integrating Ethics in Genetics Research
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Longitudinal Outcomes and Neuroimaging of Fragile X Syndrome

Goal: 1) To use a longitudinal, prospective experimental design (with "Time 1" and "Time 2”
assessments) to elucidate the developmental trajectory of cognitive, behavioral and emotional
development in probands with fraX compared to their like-gender siblings; 2) to specify the longitudinal
trajectory of hypothalamic-pituitary-adrenal (HPA) function and measures of FMR1 gene expression in
probands with fraX; and 3) to utilize neuromaging techniques to specify the trajectory of brain structure
and function in children with fraX compared to specific age-, gender, handedness-, SES- and 1Q-
matched control groups.
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Center for Narcolepsy and Related Disorders

Project F: Genomic Analysis in Narcolepsy-Cataplexy

To conduct a genome scan in 50 well characterized multiplex narcolepsy families and to conduct cSNP
genome-wide association study in 250 well characterized trios.
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NIMH $256,302

Molecular Genetics of Kleine-Levin Syndrome

To conduct a genome wide association study in 200 trios to identify a major KLS genetic susceptibility
locus; a sub-analysis will be performed on 40 Jewish trios to take advantage of the potential founder
effect; will pursue regions of association through fine mapping and in silico analysis of gene content; to
identify and characterize candidate genes within the critical regions and identify variants in KL S
patients.
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Assessment and Treatment of Cognitive Deficits in Breast Cancer
This study will determine the neurobiologic and genetic correlates of cognitive deficits in women with
breast cancer as well as examine programs for rehabilitating these deficits.
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CRCNS: Ontology-Based Multi-Scale Integration of the Autism Phenome

Development of the Phenologue, a novel knowledge-based technology that can support collaborative
efforts to acquire, manage, and reason about a disease phenome given experimental data and published
findings. The research team will use the Phenologue to integrate data and knowledge from multiple
lines of research on autism spectrum disorders.
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Duke University Subcontract/NIH Prime $62,879

Biomarkers of the Response to CBT for Insomnia in Major Depression

The study goal is to develop non-REM EEG and genetic predictors of the CBT response in MDD, and
also improve the understanding of homeostatic and arousal-related mechanisms that play a role in sleep
disturbance in insomnia and are targeted by the components of CBT.

Simon’s Foundation (O’Hara) 10/1/10 - 9/30/12 0.36 CM

Private Foundation $126,645

Characterizing the Type, Severity and Impact of Sleep Disorders in ASD

To use a combination of standard and novel objective assessments of sleep including polysomnography
to examine and improve current approaches for characterization of sleep disorders in children with
autism spectrum disorders.
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Alberta Heritage Foundation for Medical Research $5,172
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