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> 6,000 rare diseases 

25 M affected in US 

Many undiagnosed 

< 500 have any treatment 

 



Many unanswered questions for people  

living with rare diseases  
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ñHow can we get a diagnosis?ó 

òHow do we transition from pediatric to adult 

care?ó 

òHow do we connect with other families?ó 

òWhat does it take to advance research?ó 

òWhen will we have a cure?ó 



How can we all make a difference for rare 

diseases? 
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collaborating 
Leveraging 
technology 

partnering 
Speaking 
with one 

voice 



How do we get to new treatments?  
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Discovery 

Pre-clinical 

Trial Readiness 

Trials 

Post-approval 

For rare diseases: 
 
Å Continuity along this path 
Å Make every patient count 
Å Make every visit count 



How can we get there faster?  

6 

Integrate care and research 

Integrate data from multiple sources 

Clinic 

Patient-reported 
outcome 

Research 

Å Harmonizing efforts 

Å Streamlining use of data 

Å COLLABORATION! 



How can we make sure our data count?  
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Registry 

Natural History Study 

Biomarkers 

Trials 

Post-approval 

For rare diseases: 
 

Å Continuity of data 

Å Data standards 

ÅYŜŜǇ άŜƴŘ-ǳǎŜǊέ ƛƴ ƳƛƴŘ 
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Partnering for Success  
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Patient Groups 
Academics 

Government 
(in US: NIH, FDA) Industry 



What do we do at the NIH/NCATS?  
National Center for Advancing Translational Sciences  
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Å Single IRB for multi-site study 

Å Pre-negotiated contracts 

Å Study participant recruitment 

Å Linking EMR and research data  

Å National network 

Å Accelerates translation 

Å Promotes excellence and innovation 

in research and training 

Smarter research for rare diseases 



ÅCollectively, the RDCRN is studying 200 rare diseases at 266 clinical 
sites located in 18 countries, including the U.S. 

ÅThere are more than 90 active protocols 

Å41,519 patients have enrolled in clinical studies 

Å208 trainees 

Å3,316 collaborative consortium members 

Å144 patient advocacy groups (PAGs) as research partners, which 
collectively formed a Coalition (RDCRN-CPAG) 
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RDCRN 
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