
Prevalence of Genetic Variants in the United States: 
NHANES III (1991-1994) 

Materials and Methods

DNA samples
7,159 participants aged ≥12 years in the NHANES III DNA bank 
(1991-1994)

90 variants in 50 genes available
Statistical analysis

Conducted analysis with SAS-Callable SUDAAN 9.01 and SAS 9.1  
Used NHANES III genetic sample weights due to complex survey 
design
Reported allele frequency and genotype prevalence by 
race/ethnicity, age, and sex
Tested differences in allele and genotype frequency using χ2 test 
at p < 0.05

Background

Background
Allele and genotype frequencies are important for 
understanding the contribution of genetic variation to 
human disease susceptibility, progression, and outcomes. 
Population-based prevalence estimates provide the basis for 
epidemiologic studies of gene-disease associations, for 
estimating population attributable fractions, and for 
informing health policy and clinical and public health 
practice. 

Study aim
Determine prevalence of genotypes of public health 
importance by sex, age, and race/ethnicity in the U.S. 
population

First population-based estimates 
of allele and genotype 

frequencies for the U.S. 
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Conclusion

These nationally-representative allele and genotype frequency data provide a tremendous resource for future epidemiologic studies in public health in the United States
Further research

Evaluation of the genetic substructure of the U.S. population and subpopulations
Determination of associations of the reported genetic variants with health outcomes available in NHANES III (genotype-phenotype associations)
Genome-wide prevalence and association studies using the NHANES data (The Beyond Gene Discovery Initiative) 
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ABSTRACT 
Allele frequency and genotype prevalence in human genetic variants 

are important for understanding the contribution of genetic 
variation to human disease susceptibility, progression, and 
outcomes. Population-based prevalence estimates provide the 
basis for epidemiological studies of gene–disease  
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50 Genes in Major Cellular/Physiologic Pathways
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Over-sampling in certain populations

Results

We report the nationally representative estimates and the 95% confidence intervals 
(CI) of allele and genotype frequencies for 90 variants in 50 genes for each 
race/ethnicity, age, and sex subgroup in the U.S. population

Population-Based Estimates
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