
Story #2
Hide and Seek: finding the rare 

within the ultra-rare!
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Zhou et al. NEJM 370 911-920 (2014)

Deficiency of adenosine deaminase 2 (DADA2)

Elkan et al. NEJM 370 921-931 (2014)

Figures from Zhou et al. NEJM  2014



DADA2 in the Pediatric Vasculitis Initiative

Gibson et al. Arthr Rheumat 2019  71:1747-55 
Bowers et al. Ped Rheumatol. 2020 18:54 

9 patients with 
DADA2!

DADA2 is best
treated with a

specific biologic
(anti-TNF) or

HSCT



Beyond vasculitis

Gram et al Rheum Dis Clin 
2023 49:773-787

• ~600 patients 

• 165+ mutations in the ADA2 gene

• ~25% of cases diagnosed in first 
year of life and 77% before 10 
years of age

• explains ~25% of cases of ‘atypical’ 
vasculitis in medium vessels 

• autoinflammatory disease



Ongoing research 



Advocacy



Vasculitisfoundation.org

Cassieandfriends.org



Thank you for 
listening!




