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Line of evidence Desirability Cambridge

4.1 Mutational Databases essential Y

4.2 Matched controls acceptable N

4.3 Co-occurrence with known mutation acceptable Y

4.4 Co-segregation acceptable Y

4.5 de novo variant, sporadic disease acceptable Y

4.6 Species conservation acceptable Y

4.7+8 in silico predictors acceptable Y

4.9 RNA studies essential N

4.10 Functional studies essential/desirable N

4.11 Loss of heterozygosity acceptable N

4.12 Presence on dbSNP essential Y
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Breast Ca 40y
Breast Ca 

Prostate Ca CrCa + BrCa
~70yrs

Breast Ca 68y

Breast Ca 

Breast Ca 48, 50
Bilateral, ER+ 
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Breast Ca 55y
Grade 3, metastatic
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Breast Ca 65y

Breast Ca 43y
Triple neg

Fibrocystic
breasts
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Bladder Ca Ovarian Ca
Breast Ca @ 51

Breast Ca ~70

Breast Ca 40y

Endo Ca

Breast Ca 18y
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74
Ca Bowel @53, @62, @74
separate primaries (path)

MLH1 c.212A>T (VUS)
IHC - loss of MLH1

79
Ca Bowel @48

?multiple primaries

93

50 47
Ca Endometrium @44 (path)

TAH & BSO
MLH1 c.212A>T (VUS)

IHC - loss of MLH1 & PMS2

78
Facial Ca

42
Ca Bowel @42

Death certificate 

96 28old age 19
Ca Bowel @19

Death certificate 

20
Ca Bowel @20

Death certificate

171914

old age 6
TB

63 73

67 66
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