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Line of evidence

Desirability

4.1

Mutational Databases

essential

4.2

Matched controls

acceptable

4.3

Co-occurrence with known mutation

acceptable

4.4

Co-segregation

acceptable

4.5

de novo variant, sporadic disease

acceptable

4.6

Species conservation

acceptable

4.7+8

in silico predictors

acceptable

49— | RNA studies

essential

<10

Functional studies

bssential/desirable

411

Loss of heterozygosity

accepranie

4.12

Presence on dbSNP

essential
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Baralle D & Baralle M J Med Genet 2005;42:737-748
Wang G & Cooper T Nature Rev Genet 2007;8:749-761
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