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LEARNING OBJECTIVES: 

 Define the paradigm shift in the approach to rare diseases since the introduction 

of  genome-wide sequencing analysis;  
 

 Summarize the impact, benefits and challenges of integrating bioinformatics, new 

technologies, global data sharing strategies and functional studies on the discovery of 

new causes of rare diseases;  
 

 Propose a clinical and research workflow for how to investigate patients with 

undiagnosed rare genetic disease   
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