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And finally we invited them to NIH for clinical assessment. This is the picture of clinical center of NIH where we performed the studies that I am going to discuss.   



THE POWER OF AWARENESS
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Let me start with the background story of the study first. It all started when we first met the family with an incredible story. Here the mother is talking about her two kids with h/o strokes, cutaneous and GI vasculitis recently diagnosed with Polyarteritis Nodosa. In addition to this, their great grandmother had a history of idiopathic PAN. The mother is a nurse and she was questioning and curious about the diagnosis since she knew that PAN is not a genetically inherited disease. When we heard about the story, we knew what the kids have be



Genetic Searches for New Diseases
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Deficiency of adenosine deaminase 2 (DADA2)
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When we heard about the story, we knew what the kids might have because of this paper describing about a newly discovered disease just came out in the past year published by Dan Kastner group from NIH. The patients in their cohort presented with typical features of livedoid rash, lacunar strokes and histologic findings of vasculitis in disease tissues.  They named the disease, “Deficiency of Adenosine Deaminase 2” or DADA2.
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Let me start with the background story of the study first. It all started when we first met the family with an incredible story. Here the mother is talking about her two kids with h/o strokes, cutaneous and GI vasculitis recently diagnosed with Polyarteritis Nodosa. In addition to this, their great grandmother had a history of idiopathic PAN. The mother is a nurse and she was questioning and curious about the diagnosis since she knew that PAN is not a genetically inherited disease. When we heard about the story, we knew what the kids have because …..



VASCULITIS FOUNDATION PATIENT 
SYMPOSIUM 2017



Taking the Study 
Package to the Blood Lab1 Lavender vials are ready 2 Janet is all smiles as 

her blood is drawn3
Julie is excited that 

the Family Study has 
begun

4

Myrna who has no love 
for needles, smiles5 Clive is an old pro at this 

& chats with the nurse6 Blood vials full and ready 
to be shipped7 Off to FedEx for next 

morning delivery8



Prince Edward Island
49++ patients

Montreal, QC (5)

Ottawa, ON (7)

Toronto, ON (2)

Moncton, NB (1)

Edmonton, AB (1+)

Calgary, AB (5)

Lethbridge, AB (2)

Most family located on Price Edward Island



Prince Edward Island
Population:  142,907

According to the 2011 National Household Survey the largest ethnic 
group consists of people of Scottish descent (39.2%), followed 
by English (31.1%), Irish (30.4%), French (21.1%), German (5.2%), 
and Dutch (3.1%) descent. Prince Edward Island's population is largely 
white; there are few visible minorities.

1 hour 40 minute drive from Charlottetown to O’Leary

O’Leary







Full Smiles after a Successful Day!
Set-up, registrations, presentation, Q&A, consent forms, blood draws, interviews and all packed up and 
ready to take samples to FEDEX!



WHAT WE ARE DOING AT THE NIH



Observational Study

• Age 5 or older
• Travel to Bethesda, MD
• Consent to research 

study
• 2-3 day visit

– Accommodation 
provided

– All testing at no charge
• Work with your local 

doctors

• Large Vessel Vasculitis
– Takayasu’s arteritis
– Giant cell arteritis
– Aortitis

• Relapsing Polychondritis

• Families with multiple 
members affected by 
same type of vasculitis





Presenter
Presentation Notes
Figure 5 Patterns
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Tocilizumab in asymptomatic woman with GCA 








How to Participate

• Elaine Novakovich
– Research Nurse for Vasculitis Program
– 301-451-1450
– Email: elaine.novakovich@nih.gov

• Wendy Goodspeed
– Research Nurse for Relapsing Polychondritis Program
– 301-451-6761
– Email: goodspew@nih.gov

mailto:goodspew@nih.bo


Thank you!
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