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Advances in molecular cytogenetics:
application of CytoScan HD for detection of CNVs, mosaic
conditions,uniparental disomy, and autozygosity mapping

i# #& Hutton Kearney, PhD., FACMG
Fullerton Genetics Center, Mission Health System

The field of molecular cytogenetics continues to evolve at a rapid pace towards greater sensitivity and resolu-
tion for detection of copy number variation, now often involving single genes. In addition to CNV detection,
chromosomal microarrays that incorporate SNP genotyping allow for characterization of low-level mosaicism
as well as homozygous intervals that may indicate a uniparental disomy event and/or a recessive single gene
disorder. Our laboratory has recently launched the Affymetrix CytoScan HD for constitutional cytogenetic
applications. This presentation will cover our experience with the platform and will highlight exceptional
cases illustrating the diagnostic utility of SNP-based microarray testing.
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