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Disclaimer/Disclosure
• Disclaimer/Disclosure This presentation reflects the views of the 

presenter and does not represent NIH’s views or policies. 
• no conflicts to disclose.



Estimated Prevalence Disease 

~7,000 +230 per year



Science is advancing at breakneck speed…there are 
enormous opportunities 



With these 
opportunities come the 
need to deliver on the 
promise of science for 

patients





Rare Diseases Research Challenges
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Treatments?

• At current rate 3-5 
newly treatable 
diseases/yr…>1000 
yrs to all











What is being done to address 
these many challenges?



ORDR (Office of Rare Diseases Research)

“Accelerating rare diseases research 

to benefit patients”

ORDR facilitates coordination between multiple 
stakeholders in the rare diseases community, including 

scientists, clinicians, patients, and patient groups



ORDR – Programs

-Websites
-Database

Knowledge & Information

Genetics And Rare Diseases 
(GARD) Information Center

Toolkit for Patient-Focused 
Therapy Development
Rare Diseases Registry 

(RaDaR) Program

Research & Collaboration

Rare Diseases Clinical 
Research Network (RDCRN)

Clinical Trial Readiness and  
Bench-to-Bedside Grants
Scientific Conferences:
Rare Disease Day at NIH, 
FDA/NCATS Gene Therapy 
Workshop, etc.

-Grants
-Meetings



Genetic And Rare Diseases (GARD) Program
Established in 2002
GARD website: 
https://rarediseases.info.nih.gov

GARD’s Mission: Provide comprehensive, plain-language 
information on rare diseases that is freely accessible to the public. 
• Website & Database
• Contact Center

https://rarediseases.info.nih.gov/


GARD – Utilization in recent years



What is RaDaR?

• RaDaR (Rare Disease Registry):
• Mission: Provide an easy-to-use educational website that would enable new patient 

advocacy groups to adopt good quality practices earlier during registry development
• Who: New and early-stage PAGs that are in the process of starting a registry
• What: Promote standardization and data integration at the front-end (vs. cleaning up back-end data)
• How: Develop an web platform that is easy-to-use and enables collaborative sharing of resources 

• Vision: “Registry-in-a-Box”
• Provide stepwise instructions, best practices and examples, and templates/tools for registry building 
• Leverage existing knowledge, resources and assets from within the patient advocacy community
• Focus on usability/UX for a patient organization audience 











Rare Diseases Clinical Research 
Network

Beginning

Rare Diseases Act of 
2002

(Public Law 107-280)
Established 

“RDCRC’s of Excellence”

Early Years

• First RFA released
• 7 consortia funded

Development

• 2008 – 19
• 2013 – 22

• 31 Individual 
consortia

• 238 Disorders
• >40,000 Participants

Future

RFA-TR-18-020
RFA-TR-18-021



RDCRN
2019

The RDCRCs are intended to advance the diagnosis, management, 
and treatment of rare diseases with a focus on clinical trial 
readiness.  Each RDCRC will promote highly collaborative, multi-site, 
patient-centric, translational and clinical research with the intent of 
addressing unmet clinical trial readiness needs.



Rare Clinical Diseases Research Network

NIH Partners
NCATS, NINDS, NICHD, NCI,

NHLBI, NIMH, NIDDK, NIDCR,
NIAMS,NIAID, ODS



STTR/TRND/BrIDGs Project De-Risking
Minimum Time and Funding; Maximum Impact
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Therapeutics for
Rare and Neglected Diseases (TRND) Program

• Model: Comprehensive drug development collaboration between the Division of Pre-
Clinical Innovation (DPI)  and extramural labs with disease-area/target expertise

• Projects
• May enter at various stages of preclinical development
• Disease must meet FDA orphan or WHO neglected tropical disease criteria
• Taken to stage needed to attract external organization to adopt to complete clinical 

development/registration, max Phase 2a
• Milestone driven
• Therapeutic modalities: small molecules, proteins, peptides, oligonucleotides, gene therapy, 

antibodies, recombinant proteins
• Aims to de-risk technology and develop new generally applicable platform technologies and 

paradigms
• Eligible Applicants

• Academic, Nonprofit, Government Lab, Biotech/Pharma
• Ex-U.S. applicants accepted
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Bridging Interventional Development Gaps (BrIDGs) Program

• Model: Collaboration between DPI and extramural labs (Formerly NIH-RAID 
Program)

• Projects
• Enter with clinical candidate identified
• Any disease eligible
• Gap analysis followed by data generation using DPI resources and expertise to 

generate data necessary for IND filing
• Exit at or before IND
• Milestone driven
• Therapeutic modalities: small molecules, peptides, oligonucleotides, gene therapy, 

antibodies, recombinant proteins
• Eligible Applicants

• Academic (U.S. and Ex-U.S.), Non-Profit, SBIR eligible businesses 
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TRND 
Projects



Thank you!



Rare Disease Programs Points of Contact
Assay Development and Screening Technology (ADST)

ADST is designed to advance therapeutic drug development through research and 
development of innovative assay (test) designs and chemical library screening methods.
ADST webpage: ncats.nih.gov/adst

Contact: Nicole Spears, BS, Scientific Program Analyst
Email: Nichole.spears@nih.gov

CATS Chemical Genomics Center NCG 

NCGC researchers advance small molecule therapeutic development through assay (test) 
design, high-throughput screening and medicinal chemistry.
NCGC webpage: ncats.nih.gov/ncgc

Contact: Matthew Hall PhD, Group Leader 
Email: hallma@mail.nih.gov

Therapeutics for Rare and Neglected Diseases (TRND) 

The TRND pogrom supports pre-clinical development of therapeutic candidates intended to 
treat rare/neglected disorders with the goal of enabling an Investigational New Drug 
application.
TRND webpage: ncats.nih.gov/trnd

Contact: Donald ID PhD, Director, Therapeutic Development Branch 
Email: askTDB@nih.gov

Tissue Chips for Disease Modeling and Efficacy Testing 

The Tissue Chips for Disease Modeling initiative supports further development of tissue chip 
models of human disease that mimic the pathology in major human organs and tissues.
Tissue Chips for Disease Modeling and Efficacy Testing webpage: 
ncats.nih.gov/tissuechip/projects/modeling

Contact: Danklo Tagle, PhD, Director for Special Initiatives
Email: danilo.tangle@nih.gov

Bridging Interventional Development Gaps (BrIDGs) 

The BrIDGs program assists researchers in advancing promising therapeutic agents through 
late-stage pre-clinical development toward an Investigational New Drug application and 
clinical testing.
BrIDGs webpage: ncats.nih.gov/bridgs

Contact: Donald Lo PhD, Director, Therapeutic Development Branch
Email: askTDB@nih.gov

Discovering New Therapeutic Uses for Existing Molecules (New Therapeutic Uses) 

The New Therapeutic Uses program aims to improve the process of developing new 
treatments and cures for disease by finding new uses for assets that already have cleared 
several key steps along the development path. 
New Therapeutic Uses webpage: ncats.nih.gov/ntu

Contact: Bobbie Ann Mount, PhD, Program Officer
Email: bobbieann.mount@nih.gov

Srnall Business Innovation Research (SBIR) and Small Business Technology Transfer (STTR) 

These support NCATS' mission to transform the translational science process by helping small 
businesses develop and commercialize new technologies. 
STTR webpage: ncats.nih.gov/smallbusiness/about

Contact: Lili Portilla, MPA, Director for Strategc Alliances
Email: portilll@mail.nih.gov

RDCRN — Contact: Tiina Urv

Director Office of Rare Diseases Research 

Anne Pariser – Email: anne.pariser@nih.gov
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