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Analysis	of	CHEK2	case-control	
mutation	screening	data

• Latina	population	GWAS	
• Based	on	a	dataset	of:

– 2385	control	
– 7342	case

• Total	exonic mutations:	43
– Exonic non	synonymous	SNV:	34
– Exonic synonymous	SNV:	4	
– Exonic stop-gain:	1	
– Exonic non-frameshift	deletions:	2	
– Exonic frameshit deletions:	2	

• Total	UTR	=10	
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Submission	Overview

• 18	total	Submissions

Method Submissions

1 1

2 2

3 3.1 3.2 3.3 3.4 3.5

4 4

5 5.1 5.2

6 6

7 7

8 8.1 8.2 8.3 8.4 8.5 8.6



P(case)	Distributions
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Accuracy	Measures
1 2 3.1 3.2 3.3 3.4 3.5 4 5.1	

5.2
6 7 8.1,8.2,8.5 8.3,8.4,8.6

Sensitivity 90.9 27.2 63.6 59.0 45.4 72.7 72.7 Most	P
values	are	in	
neutral	
range

100 15 72.7 90.4 Most	P
values	are	
in	
neutral	
range

Specificity 41.6 83.3 91.7 91.7 91.7 91.7 50 16.7 92.3 66.7 30
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Conclusions

• Only	1	case	present	for	most	positions
• Group	5	submission	1	seems	to	do	best	but	
has	many	false	positives	

• Standard	deviations	were	missing	for	many	
groups	and	not	really	taken	into	account	in	
this	analysis

• Most	variants	were	in	cancerous	cases	thus	
methods	that	favored	this	did	better
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