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Abstract (300 word limit)
Introduction: Genetic testing has become one of the important components of investigation of intellectual disability and developmental disability. Studies have shown genetic etiology to be one of the reasons for ASDs and developmental and intellectual disabilities. Conventional G-banded karyotyping has been used for many years. With advanced genetic testing methods like CGH and chromosomal microarray, the diagnostic yield is shown to be higher than that of traditional karyotyping. International Standard Cytogenomic Array (ISCA) has recommended Chromosomal Microarray (CMA) as the 1st Tier test in Intellectual disabilities and congenital dysmorphism. However, with the Next generation sequencing gaining importance in Genomic diagnosis, whole exome sequencing and clinical exome sequencing have also been used widely. Here, we have retrospectively studied the utility of combined CMA and clinical exome testing in the diagnosis of Intellectual and Developmental Disability. 

Patients and Methods: We studied all the cases which were received at our diagnostic facility for CMA and clinical exome testing with a clinical diagnosis of developmental and/or intellectual disability. There were totally 110 cases that fit our criteria of which 47 were females and 63 were males. Among these only 3 were of more than 20 years of age. Chromosomal microarray was conducted using the Affymetrix platform and Cytoscan 750K chip. Clinical exome sequencing was done using a custom panel of >8000 genes based on the Roche Nimblegen SeqCap protocol.

Results and Conclusion: Nineteen percent of the cases showed significant mutation in clinical exome testing, 51% showed variants of unknown significance and rest 30% showed no variants. Sixteen percent of the cases showed significant mutations in CMA testing. None of these cases showed significant SNVs. The overall yield combining these two tests was 35.5%. This goes well with the published reports. We suggest combinatorial testing of Intellectual and Developmental disability cases by CMA and clinical exome.
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