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Surveys on Genetic Testing
� CRMGEN

5 most-wanted RMs
Web-based

� Coriell
RMs pick-list

� Coriell
Sales figures

� OECD
800 Labs
Pick-list of tests offered in 2003

� NGRL Manchester (UK Clinical Labs)
5 most-wanted RMs

� CMGS Audit (UK Clinical Labs)
2004-2005 data on tests performed

� CAP data
1120 Labs



Results from Surveys
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Method used to produce the grading

� From the survey data (total of 7 surveys) the results 
were sorted for each disease.

� The top 10 diseases in each survey were selected and 
given a score from 1-10 accordingly.

� The scores for each disease were added up.

� The top 12 diseases were plotted in a chart (scores 
shown).



Prioritization
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Prioritization
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Priority Score

� Simple, easy to develop and use
� Can be updated as new data are obtained
� Does not directly identify urgency of need

� Technical problems
� EQA results

� Qualtitative vs quantitative assays.



Possible additions

� SCAs – positive controls for rare mutations (eg for 
labs who don’t have controls with larger alleles)

� Rare variants
e.g. F508C (rare mutation that interferes with 
identification of the delta F508 mutation)
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