
RARE AUTOINFLAMMATORY DISEASES RESEARCH:
SAVING LIVES, GIVING HOPE 
TO FAMILIES
Autoin�ammatory diseases are a relatively new category 
of conditions that differ from autoimmune diseases. 
Although both kinds of illnesses happen when the 
immune system attacks the body’s own tissues, they 
occur by different processes.

The NIH’s National Institute of Arthritis and Musculoskeletal 
and Skin Diseases (NIAMS), along with researchers from 
other parts of NIH and from around the globe, played a vital 
role in differentiating between the two groups of diseases, 
discovering the molecular causes for autoin�ammatory 
diseases, and identifying and testing treatments. For more 
information about studies at the NIH for patients who have 
periodic fever syndromes or other autoin�ammatory 
diseases, visit http://niams.nih.gov/Research/Ongoing_
Research/Branch_Lab/Clinical_Director/default.asp#fever

THE INNATE AND ACQUIRED IMMUNE SYSTEM
Your immune system defends you against infection. It 
has two parts: the acquired and the innate immune 
systems. The acquired (or adaptive) component 
develops over time. It produces antibodies that 
“remember” invaders and can �ght them if they return. 
In autoimmune disease, antibodies and adaptive 
immune cells target the body’s own healthy tissues by 
mistake. The more primitive innate (or inborn) immune 
system causes the heat, redness, and swelling that we 
associate with acute in�ammation. In autoin�ammatory 
diseases, the innate immune system reacts 
uncontrollably and for unknown reasons.

AUTOINFLAMMATORY DISEASES: THEN AND NOW

THEN (pre-1980s)
• 	








The rarity of periodic fever diseases meant that even 
the most expert researchers would study only a  
few patients.

• Patients received medical care from their local doctors.
• Diseases were differentiated by symptoms or  

affected populations.
• Patients were treated with non-speci�c therapies such 

as steroids. 
• Conditions affecting children often were fatal. Those 

who survived were left with severe disabilities.

 

NOW
• 	









The global nature of research allows investigators to 
study many patients and make reliable conclusions 
about diseases. 

• The NIH Clinical Center offers specialized care that 
patients from around the world can access.

• Genetic testing has revealed that many share 
common mechanisms.

• Treatments address the underlying molecular 
pathways that cause the symptoms.

• Early diagnosis and consistent treatment can prevent 
the devastating consequences of repeated episodes 
of in�ammation. 



RESEARCH-TO-PRACTICE 
MILESTONES IN  
AUTOINFLAMMATORY DISEASES 



IMPACTS OF STUDYING RARE 
AUTOINFLAMMATORY DISEASES
KNOWLEDGE
• 	





Genetic studies of FMF 
and TRAPS de�ned a 
new class of diseases.  
By 2016, approximately 
3 dozen autoin�ammatory 
diseases had been 
identi�ed. 14 

• Studying 
autoin�ammatory 
diseases revealed the  
inner workings of the innate immune system. 15

• Rare autoin�ammatory diseases are teaching us 




