Leila Khalili

The Role of the Oxytocin Receptor Gene (OXTR) in Autism Spectrum Disorders (ASD)

Current autism spectrum disorder (ASD) research has determined that the oxytocin receptor
gene (OXTR) is influential in ASD. Low oxytocin plasma levels have been observed in children
with ASD suggesting a possible molecular change as a result of a genetic variation. Scientists
have targeted base pair variations known as single nucleotide polymorphisms (SNPs) in
different autistic subjects on the oxytocin receptor gene. In this study there were 527 total
participants. Seven SNPs of the Oxytocin Receptor Gene (OXTR) were chosen to cover the OXTR
haplotype blocks. For genotyping, samples were sent to the Keck, a core facility of Yale
University School of Medicine. The Illumina microarray bead assay technology was used to
identify the presence of SNPs in subjects. Genoplots and polarplots were produced from the
microarray results. FBAT (Family Based Association Test) was used to statistically ascertain a
genetic association between the SNPs and clinical diagnosis. Of the seven investigated SNPs,
the FBAT testing revealed significant transmission disequilibrium for rs237893 (p < .01, after
corrections for multiple comparisons), which showed a consistent statistical association with
the categorical phenotype of ASD (Clinical Diagnoses). The remaining six alleles failed to show a
statistically significant intensity.
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