Genetic Factors & AMD
Identification of genetic factors associated with the pathogenesis of AMD is an important
area of ongoing research. Large genome-wide association studies have so far identified 34
genes associated with the risk of developing of AMD, however, only a small number of these
genes in fact appear to have a major impact on AMD. A large risk effect has been reported
for genetic variants that disrupt genes in the complement pathway, which is responsible for
regulation of inflammation.1, 2, 3
Genetic studies indicate that dysregulation of the complement cascade contributes
significantly to the risk of AMD.3 The complement cascade is part of the innate immune
system that regulates cell death and inflammatory processes.3 Polymorphisms in five key
genes associated with regulation of complement cascade account for 57% of the
contribution to disease risk; these include: complement factor H (CFH), complement
component 2 and factor B gene (C2/CFB); complement component 3 (C3) and complement
factor I (CFI).4
In addition, two other genes found on chromosome 10: age-related maculopathy
susceptibility protein 2 (ARMS2) and HtrA serine peptidase 1 (HTRA1) have a strong impact
on the susceptibility of AMD.5
Genetic testing does not yet generally play a role in the routine screening for AMD, or in the
risk stratification of people diagnosed with the condition. As introduction of genetic testing
is rolled out across the world, it is anticipated that a much deeper understanding of the
genetic factors associated with development of AMD will be elucidated.
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