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Diagnosis: Variant CAPS (Cryopyrin-Associated Autoinflammatory 
Syndrome).  CAPS are very rare, found in about one in 360,000 to 1,000,000 
people.


Cryopyrin-associated autoinflammatory syndromes (CAPS) consist of three 
diseases related to a defect in the same gene. The three diseases differ in the 
organs involved and in the severity of the disease. They include:


• Neonatal Onset Multisystem Inflammatory Disease (NOMID), called in 
Europe Chronic Inflammatory Neurological Cutaneous Articular Syndrome 
(CINCA)


• Muckle-Wells syndrome

• Familial cold autoinflammatory syndrome


Neonatal Onset Multisystem Inflammatory Disease is the most severe and least 
common of the CAPS and causes fever with inflammation in multiple organs. 
Newborn babies can have signs that appear like an infection (e.g., fever, rash) 
but no infection is found. The rash resembles hives, but is not itchy. Patients 
can have chronic meningitis (inflammation of the membranes surrounding the 
brain) resulting in headache, blindness, hearing loss, or other neurologic 
problems. The eyes often appear as bulging, and children often have episodes 
of vomiting. After 1 year of age, 50% of patients develop joint pain and swelling 
of the bones surrounding the large joints, especially the knees. There can be 
growth delay; children with NOMID are often very short. Not all children have all 
of these symptoms.


In Muckle-Wells syndrome, patients develop episodic fever, chills, rash, red 
eyes, joint pain, and severe headaches with vomiting. Episodes last from one - 
three days. Deafness or partial hearing loss often develops by teenage years.


In familial cold autoinflammatory syndrome, exposure to cold (including air-
conditioning) and - perhaps - other environmental triggers causes a hive-like 
rash. Patients also can develop fever, chills, nausea, severe thirst, red eyes, 
headaches and joint pain. Episodes usually last up to one day.
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Treatment: IL1 Inhibitor to alleviate symptoms.  There are three drugs that can 
be used to treat CAPS.


• Anakinra (brand name Kineret) is a biopharmaceutical drug used to treat 
rheumatoid arthritis.  Pharma Company: Sobi.


• Rilonacept, also known as IL-1 Trap, is an interleukin 1 
inhibitor.  Pharma Company: Regeneron.


• Canakinumab is a human monoclonal antibody targeted at interleukin-1 
beta. It has no cross-reactivity with other members of the interleukin-1 
family, including interleukin-1 alpha.  Pharma Company:  Novartis.


*Disclaimer/Limitations: Results interpretation is based on available clinical and 
family history information on the patient, collected published information, and 
relevant data mined from data sharing partners.  These results should not be 
used as the sole basis for patient management or treatment.  Interpretation of 
clinical significance is limited by information that is available at the time of 
reporting.  As the understanding of human genetic diversity improves, the 
interpretation may change.
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https://www.sobi.com/en
https://www.regeneron.com/
https://www.novartis.com/


RESOURCES 

Autoinflammatory Alliance is a 501 (c)(3) non-profit public charity dedicated to 
promoting awareness, proper diagnosis and treatment, and improved care for 
people with autoinflammatory diseases.


National Organization for Rare Disorders NORD, a 501(c)(3) organization, is a 
patient advocacy organization dedicated to individuals with rare diseases and the 
organizations that serve them.  NORD, along with its more than 280 patient 
organization members,  is committed to the identification, treatment, and cure of 
rare disorders through programs of education, advocacy, research, and patient 
services.


Patient Support
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Affiliations: Rady Children’s Hospital of San Diego and UC San Diego Medical Center


Hal Hoffman is a physician scientist. He is Chief of the Division of Allergy, Immunology and Rheumatology in the 
Dept. of Pediatrics at UCSD/Rady Children’s Hospital and professor of Pediatrics and Medicine at UCSD. Dr. 
Hoffman has authored over 70 publications and serves as keynote lecturer around the world speaking about his 
approach to better understanding the genetic basis to disease in his patients. His lab was first to identify the 
genes that cause four different human autoimmune diseases for patients that were previously undiagnosed. 
These discoveries were instrumental for finding the only treatment now available for his patients with these rare 
immune disorders. He continues this important work that reveals the genetic basis underlying rare disease which 
leads to new medicines for rare disease patients with unmet needs


    Harold Hoffman, MD

Affiliations: Rady Children’s Hospital of San Diego and UC San Diego Medical Center


Dr. Lori Broderick is a board-certified allergist/immunologist at Rady Children's Hospital-San Diego and an 
assistant professor of pediatrics at UC San Diego, with specific interests in disorders of pediatric immunity.


Dr. Broderick earned her undergraduate degree from Syracuse University in New York, graduating summa cum 
laude. She then received her doctorate in tumor immunology and her medical degree at the University of Buffalo 
in New York. She completed her pediatric residency at UC San Diego, where she developed an interest in 
patients with primary immunodeficiencies and autoinflammatory syndromes, also known as periodic fever 
disorders. She then completed a fellowship in allergy and immunology at UC San Diego, receiving extensive 
training to diagnose and manage primary immunodeficiency, allergic disorders and autoinflammation.


At UC San Diego, Dr. Broderick performs translational research to study the genetics and inflammatory etiology 
of autoinflammatory disorders, specifically periodic fever, aphthosus stomatitis, pharyngitis and adenitis (PFAPA) 
syndrome, as well as the identification of novel immunodeficiencies.


Dr. Broderick is the recipient of a number of distinctions and research awards from organizations including the 
American Academy of Pediatrics, the Thrasher Research Fund, The Hartwell Foundation, the A.P. Giannini 
Foundation and the Arthritis National Research Foundation. She is an active member of the American Academy 
of Allergy, Asthma, and Immunology; the International Society of Systemic Auto-Inflammatory Diseases; the 
Clinical Immunology Society and the San Diego Allergy Society.
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Click here to see Active Trials


Click here to see Recruiting Trials


Click here to see completed Clinical Trials


Clinical Trials
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http://www.clinicaltrials.gov/


Patient Advocacy

Caring Bridge mission is to amplify the love, hope and compassion in the world, 
making each health journey easier.
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Rare Connect is a safe, easy to use platform where rare disease patients, families 
and patient organizations can develop online communities and conversations 
across continents and languages. RareConnect partners with the world's leading 
rare disease patient groups to offer global online communities allowing people to 
connect around issues which affect them while living with a rare disease.
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https://www.caringbridge.org/
https://www.rareconnect.org/en


Information about the potential side effects from drug treatment.


Click here to learn more about Anakinra


Click here to learn more about Rilonacept


Click here to learn more about Canakinumab


Side Effects
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