
Enactment 2 

A patient comes to you (the physician) with 
a report from a DTC testing company 

showing that she is at increased risk of 
diabetes and wants you to help her interpret 

the report. Before you talk to the patient, 
you consult with a medical geneticist about 

these results.   
 



T2DM genetic risk report  

• Caucasian 
• Female 
• 40-50 yrs 



Factors  that  impact  r i sk  est imates  f rom 

mult iSNP panels  

Kalf RR, et al. Genet Med. 2014 Jan;16(1):85-91.  

o Assumptions about average population risk of disease 

o # of SNPs used to predict disease 

o How SNP effects are combined 



Comparison across  DTC genet ic  test ing 

resul ts  f rom di f ferent  companies  

Perfect concordance across all 3 companies: 33-89%  

Kalf RR. Genet Med. 2014 Jan;16(1):85-91. 



Where to  f ind object ive  infor mat ion about  

tests  

http://currents.plos.org/genomictests/ 
 

http://www.egappreviews.org/ 

EGAPP: Evaluation of genomic 
applications in practice and 

prevention Also… 

• Professional guidelines 

• Technology assessments 

http://currents.plos.org/genomictests/
http://www.egappreviews.org/


T2DM multigene review from EGAPP 

http://www.egappreviews.org/ 

EGAPP Recommendation Statement: The EGAPP Working Group (EWG) found insufficient 
evidence to recommend testing for predictive variants in 28 variants (listed in Table 1 of the 
recommendation) to assess risk for Type 2 Diabetes in the general population, based on 
studies in populations of northern European descent.  The EWG found that the magnitude of 
net health benefit from use of any of these tests alone or in combination is close to zero. The 
EWG discourages clinical use unless further evidence supports improved clinical outcomes. 

http://www.egappreviews.org/


Key concepts from Enactment 2  

o Multi-marker genetic risk panels should be interpreted 
with caution 

o Genes identified to date poorly explain genetic 
underpinnings of complex diseases 

o Several resources exist to find objective 
information/guidance on tests 

o Genetic testing should not distract from modifiable risk 
factors (diet, lifestyle, medication) 

o There are two sides to the controversy over direct-to-
consumer testing  


