
Human genes associated with disease by missense mutations: 
 
Parkinson’s disease: Alpha-syn nuclein  - G209A 
 
Rett syndrome: MECP2 
R133C  
F155S  
T158M  
R106W 
 
Tangier disease: ABC Transporter1  
W530S 
N875S 
A877V 
 
Early onset Parkinson’s disease: PINK1 
G309D 
 
Desmin-related myopathy: alpha-B-crystallin chaperone  
R120G 
 
Hemophilia C: Factor VIII 
C1 domain 
22 Q2087E 
22 R2090C 
23 R2150C 
23 R2163C  
23 M2164R 
C2 domain 
24 S2173I 
24 A2201P 
25 V2232A 
26 P2300L  
26 R2304C 
26 R2304G 
26 R2307Q  
26 R2320T 
 
 
 



 
 
 
 
 
Mutation of the Stargardt Disease Gene (ABCR) 
in Age-Related Macular Degeneration 
 

 
 
Mutations of the BRAF gene in human cancer 
 



 
 
MISSENSE MUTATIONS IN THE ROD DOMAIN OF THE LAMIN A/C GENE AS 
CAUSES OF DILATED CARDIOMYOPATHY AND CONDUCTION-SYSTEM 
DISEASE 
 

 
 
 
 
 



 
 

 
 

 
 
 
 


