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Genetic and Rare Diseases (GARD) 
Information Center

• The GARD Information Center was established in 2002 in 

response to language in the Senate Report, 1996; the Senate 

Report 1999/2000 and P.L. 107-280, (Rare Diseases Act of 

2002)

• Funded by the National Center for Advancing Translational 

Sciences/Office of Rare Diseases Research (NCATS/ORDR) 

and the National Human Genome Research Institute 

(NHGRI)/Education and Community Involvement Branch
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GARD Services

• Provides free access to accurate, reliable 

information about genetic and rare diseases to 

patients and families, healthcare providers, 

biomedical researchers, and the general public.

• Provides:

– Generalized curated information on the Web in 

response to public inquiries.

– Individualized assistance via phone, e-mail, and 

online email form.  
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GARD Staff and Advisors

Specialized information specialist staff

(~7.75 FTE)

• 11 genetic counselors (7 board certified counselors 
including program managers)

• 1 MD (clinical geneticist) for Spanish or English 
inquiries

Medical advisors

• Cytogeneticist/molecular geneticist consultant

• Medical consultant for referrals (retired NIH expert)

• Medical geneticist, NIH consultant from NIGMS
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Inquiry Statistics

• Answered more than 52,000 questions

• Receive approximately 500 - 600 inquiries/month

• 77% from the United States; 13% International

• 41% of international inquiries come from the UK, 
India, and Canada

• 3% of inquiries are in Spanish
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Who Contacts GARD?
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Frequently Asked Questions

• Where can I find information on symptoms, cause, diagnostic 
testing,  treatment, etc.?

• Are there support groups available?

• How can I get financial assistance?

• Are there research or clinical trials available?

• How can I find an expert?

• How many people have this disease?
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A Sample of Unedited Feedback

:
“Thank you so very much for your thorough reply to my email. I am so appreciative 

of your reply. I was astounded that you replied and nearly brought to tears. It felt like 

we were not quite as alone as it has felt for too long….” (Relative)

Many thanks for your incredibly valuable help! I am going to discuss this with my 

primary care doctor …I know he will be relieved that I am now able to at least 

attempt to pursue anything that may relieve him of 15 years of scrambling to find 

referrals…I may not find any answers, but at least I'll have been able to try thanks to 

you…Again, many many thanks for taking the time to put together this really great 

"map of hope", if you will! (Patient)
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GARD Workflow
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GARD Website Content

• List of 6,603 rare disease terms (as of 8/31/2015)
– Most have a Web page for information resources

• More than 2,100 de-identified questions & answers have been posted for 1,400 + 
diseases

• List of diseases with FDA-approved medical products

• General factsheets (also available in Spanish)
– Tips for the Undiagnosed
– FAQs about Chromosome Disorders
– How to Find a Disease Specialist

• >100 Spanish disease pages with disease-specific information and  resources
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GARD Information Navigator
• GARD Information Navigator:

– launched for 20 diseases on 
September 2015. 

• Audio and interactive 
navigation to: 
– Aggregate content across the 

Website

– Educate users about resources
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GARD Information Navigator(cont.)
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GARD Website

Statistics
• Approximately 200,000 visits each month

• 42% of visits from mobile devices

• Top 5 pages visited (in July 2015)
− MTHFR gene mutation
− Undiagnosed Diseases Program
− Superior Mesenteric Artery Syndrome
− Hemophagocytic Lymphohistiocytosis
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Collaborations

• Rare disease nomenclature – collaboration efforts to:

– map terms to other ontologies to facilitate database interoperability; 

– standardize disease names 

– Active efforts with:

• National Library of Medicine (NLM)

• National Cancer Institute/Enterprise Vocabulary Services

• Online Mendelian Inheritance in Man (OMIM)

• Orphanet

• Human Phenotype Ontology/Monarch Initiative

• International Rare Diseases Research Consortium (IRDiRC), Ontology 
Working Group

• Support for Research Efforts

– Undiagnosed Diseases Network

– Centers for Mendelian Genomics (CMG)
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Future Directions

• Redesigned GARD Web site

– Improved search capabilities

• More Web content and images

– “Glossarized” content

– Crowdsourcing

• Expanded outreach via social media

– Facebook

– Twitter
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GARD Contact Information

Toll-free: 888-205-2311

International:       301-251-4925

TTY: 888-205-3223

Fax: 301-251-4911

E-mail: GARDinfo@nih.gov

Web site: http://rarediseases.info.nih.gov/GARD/

Mail: P.O. Box 8126

Gaithersburg, MD 20898-8126
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We welcome your feedback!

Thank you for your attention!
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