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Published Genome-Wide Associations through 06/2011, 
1,449 published GWA at p≤5x10-8 for 237 traits 

NHGRI GWA Catalog 
www.genome.gov/GWAStudies 



GWAS examples 



Frontiers in Personalized 
Medicine 

• PW-GW-AS:  phenotype wide – genotype 
wide – association study 

• Reverse human genetics 

 

 



UCSF Kaiser-Permanente 
N. Risch and P. Y. Kwok 



UCSF Kaiser-Permanente 

• 100,000 patients 

• Genotype and telomere lengths 

• many health traits 

 





23andme 
 



Research Discoveries at 23andme 





Hair Curl 

Asparagus smell 

Photic sneeze 

freckling 





DRD sequencing: Results 

• Three genes found with rare compound 
heterozygous mutations. 

• ZNF544 encodes a computationally predicted zinc 
finger protein with no known function or targets 

• C2orf16. 

• SPR encoding sepiapterin reductase.  

 



Reverse Human Genetics 
Sequence 1,000,000 people 

Each person is compound heterozygous ~2 gene. 
DRD patients (2), Snyder (1), Kim (2) 

Entire population has ~2M knockouts 
For each gene, there are about 100 people lacking that gene (compound heterozygous) 

Find an interesting gene 
Mutant phenotype is known in model organisms 
Expression or biochemical activity is interesting 
Etc. 

Recruit ~100 people that are compound heterozygous for your gene. 
Guess phenotype based on known function in model organisms 
Have people come into clinic, take questionaire, etc. 
This could tell you function of gene in people 

Examples 
Neurotransmitter receptors/brain function 
foxP2/speech function 
Telomerase or insulin signaling receptor/longevity 

 


