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NHGRI Strategic Vision for Genomics 



An emerging medical discipline that involves using 
genomic information about an individual as part of their 
clinical care (e.g., for diagnostic or therapeutic decision-

making) and the other implications of that clinical use   
 

NHGRI’s Genomic Medicine Definition 

 
• Purposefully narrow definition 

 

• By ‘genomic,’ NHGRI means direct information about 
 DNA or RNA; downstream products outside the 
 immediate view 
 

• Metaphorically viewed as a key ‘destination’ for 
 attaining NHGRI’s mission of improving health 
 through genomics research  
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Genomic Medicine 
Discovery 



Pharmacogenomics 

Cancer Genomics 

eMERGE Network  
& eMERGE-PGRN 

NHGRI Programs in Genomic Medicine 



Pharmacogenomics 

Genomic Medicine 
‘Test Drive’ Programs 

Cancer Genomics 

NHGRI Programs in Genomic Medicine 



cser-consortium.org 

Clinical Sequencing Exploratory Research (CSER) 



Implementing Genomics into  
Clinical Practice Network (IGNITE) 

genome.gov/27554264 



Pharmacogenomics 

Newborn Genomic  
Analysis 

Genomic Medicine 
‘Test Drive’ Programs 

Cancer Genomics 

NHGRI Programs in Genomic Medicine 



Genomic Sequencing in Newborn Healthcare 

Nature (2013) 

genome.gov 



Pharmacogenomics 

Newborn Genomic  
Analysis 

Clinical Genomics 
Information Systems 

Genomic Medicine 
‘Test Drive’ Programs 

Cancer Genomics 

NHGRI Programs in Genomic Medicine 





Clinical Genomics 
Information Systems 



Clinical Genome Resource (ClinGen) 

genome.gov 



Pharmacogenomics 

Newborn Genomic  
Analysis 

Clinical Genomics 
Information Systems 

Genomic Medicine 
‘Test Drive’ Programs 

Cancer Genomics 

Ultra-Rare Genetic  
Disease Diagnostics 

NHGRI Programs in Genomic Medicine 



Ann Neurol (2012) 

Ultra-Rare Genetic Disease Diagnostics  

J Med Genet (2012) NEJM (2013) 

NEJM (2013) 

Sci Transl Med (2013) 



Undiagnosed Diseases Network (UDN) 
 

 Build upon the successful experience with the 
 NIH Undiagnosed Diseases Program to 
 improve the diagnosis and care of patients 
 with undiagnosed diseases  

 Facilitate research into the etiology of 
 undiagnosed diseases 

 Create a highly collaborative research community 
 to identify best practices for the diagnosis and 
 management of undiagnosed diseases 



Green et al. 2011 



To subscribe, follow link from: 
genome.gov/Director 



 

Advancing human health  
through genomics research 
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