
START	  

Call	  “non-‐
pathogenic”	  

Evidence	  of	  segrega;on	  with	  disease	  
in	  melanoma	  pedigrees	  

Call	  
“pathogenic”	  

Trunca;on	   No	  effect	  

Yes	   No	  

Not	  tested	  

Other	  

Not	  tested	  

Yes	   No	  

Score	  =	  0	  Score	  =	  2-‐3	  

Score	  =	  1	  

SIFT,	  Polyphen	  and	  pMut	  indicate	  
deleterious	  amino	  acid	  change	  (0-‐3)?	  

Predicted	  effect	  on	  protein	  
(no	  effect	  /	  trunca;on	  /	  other)	  

Func;onal	  evidence	  for	  pathogenicity?	  

Unclassified	  


