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Statement of the Problem: There is a well-established contribution of genetic variation to drug response that has resulted in 
the expectation of personalized optimization of drug efficacy and the minimization of drug toxicity. While the majority 

of drugs currently used in clinical practice lack companion genetic tests for therapeutic effects and/or adverse drug response 
avoidance, a variety of known genetic determinants of drug response (pharmacogenetics) have been documented and clinically 
validated. One of the challenges facing the comprehensive identification of pharmacogenetic (PGx) variants is the documented 
ascertainment bias in genomic research participation. Given that the uptake of PGx data in clinical care has been relatively 
slow, there is an opportunity to reduce this bias and increase the generalizability of results to clinical communities across the 
United States. The purpose of this study is to explore the impact of ascertainment bias on the translation of PGx research 
into clinical care. Findings: PGx panels such as the Affymetrix DMET array are missing important PGx variants that are rare 
in populations of European descent.  Conclusion & Significance: There is an opportunity to expand the communities that 
participate in genomic and pharmacogenomic research, reduce sampling ascertainment bias, and increase the generalizability 
of genomic research findings to peoples living in the United States.
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