










Supplementary Table 1. Titin (NM_001267550.1) polymorphisms observed in RAF1 positive patients 

Exon 
Nucleotide 

Change AA Change Pathogenicity P1 P2A P2B P3 P4 P5 P6 P7 P8 
7 c.982C>T  p.Arg328Cys None known  CC CT CT CC CC CC CT CT CT 

309 c.64208C>T p.Thr21403Ile None known  CC TT CT CC TT CC CT CT CT 
 



Supplementary Table 2: Bioinformatic analysis of the effects of RAF1 mutations 

 

Exon Nucleotide Change Amino Acid  Change PolyPhen-2 pMUT SIFT 
5 c.709G>A p.Ala237Thr Benign Neutral  Tolerated 
9 c.928A>G p.Thr310Ala Benign Neutral  Tolerated 

10 c.994C>G p.Pro332Ala Benign Pathological Tolerated 
17 c.1808T>C p.Leu603Pro Probably damaging Pathological Affects protein 
17 c.1877A>G p.His626Arg Probably damaging Pathological Tolerated 
17 c.1922C>T p.Thr641Met Probably damaging Pathological Affects protein 
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