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Determining the Genetic Basis of AMD By Using “Big Data”  
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Why is research into AMD important? 
The AMD Alliance International estimated in 2010 that 33 million people worldwide experience vision 
impairment from age-related macular degeneration (AMD) at a direct healthcare cost of $343 billion. AMD is 
the leading cause of blindness and low vision in the United States and the developed world. Since AMD affects 
central vision, specifically the macula in the light-sensitive back of the eye called the retina, it severely alters a 
person’s ability to read and drive, impacting productivity, independence, and quality of life and adding greatly 
to cost burden. The National Eye Institute (NEI) within the National Institutes of Health (NIH) estimates that 
200,000 Americans each year go on to develop advanced AMD, with this number expected to double by 2020.   
 
What are researchers discovering about the genetic basis of AMD?    
The global vision community is studying all aspects of AMD, from researching the genetic basis of the disease 
to the development of new therapies and treatments.  In March 2013, the NEI’s International AMD Gene 
Consortium reported in the journal Nature Genetics that it had discovered seven new regions of the human 
genome−called loci−that are associated with increased risk of AMD. The Consortium, a network of 
international investigators representing 18 research groups, also confirmed 12 loci identified in previous studies.  
“This compelling analysis by the AMD Gene Consortium demonstrates the enormous value of effective 
collaboration,” said NEI Director Paul Sieving, M.D. Ph.D., who added, “Combining data from multiple 
studies, this international effort provides insight into the molecular basis of AMD, which will help researchers 
search for causes of the disease and will inform future development of new diagnostic and treatment strategies.” 
This research complements one of the priority areas of research−The Intersection of Aging and Biological 
Mechanisms of Eye Disease−within the NEI’s Audacious Goals Initiative, which was launched in 2013.   
 
Featured speaker Goncalo Abecasis, D. Phil., a member of the Consortium, will discuss how it is using “Big 
Data” derived from multiple Genome-Wide Association Studies (GWAS) to elucidate the genetic basis of 
AMD. As a young researcher, he will also share his experiences with scientific training and research funding.       
 
About the Speaker….  
Goncalo Abecasis, D.Phil., is the Felix E. Moore Collegiate Professor of Biostatistics in the School of Public 
Health at the University of Michigan. He received his B.Sc. in Genetics from the University of Leeds in 1997 
and D.Phil. in Human Genetics from the University of Oxford in 2001, joining the Michigan faculty that same 
year. His research focuses on the development of statistical tools for the identification and study of genetic 
variants in human disease. In 2012, Thomson Reuters ScienceWatch recognized Dr. Abecasis for having 12 of 
the most-cited publications of the year, putting him in the company of “the thought leaders of today… 
individuals whose research is blazing new frontiers and shaping tomorrow’s world.”  
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