
Making the diagnosis in SAID     

J. Kümmerle-Deschner  

Patients are often underdiagnosed, undertreated or over-diagnosed and over-treated.  

She presented her paper on the diagnostic criteria for cryopyrin-associated periodic syndrome (CAPS) 
from 2017. 

She also mentioned a study by Gattorno M. et al (Ann Rheum Dis. 2019 in revision) on the Clinical 
classification criteria for hereditary recurrent fever. 

A figure was shown on the role of clinics and genetics for making a SAID diagnosis, such as family history, 
fever/symptoms, physical examination, lab analysis, symptom-oriented examinations (i.e. MRI, 
audiogram, eye exam). 

The main parameters in inflammation are SAA (serum amyloid A) and CRP, which should be checked 
during a flare and in remission periods. She also mentioned that SAA is the most dynamic marker of 
inflammation and the precursor of amyloid A. S100 proteins are also a valuable tool in diagnosing and 
monitoring autoinflammatory diseases. 

Prof. Kümmerle-Deschner made reference to her paper “Early detection of sensorineural hearing loss 
in Muckle-Wells-syndrome”, where early detection of hearing loss and therapy may prevent deafness. 
(Pediatr Rheumatol Online J. 2015;13(1):43).  

About the pathogenicity (disease-causing) score for mutations, she also mentioned the new ACMG 
(American College of Medical Genetics and Genomics) Classification: 1) Benign, 2) Likely benign, 3) 
Unknown, 4) Likely pathogenic, and 5) Clearly pathogenic. This new classification can be seen in the 
infevers online database for autoinflammatory mutations. https://infevers.umai-
montpellier.fr/web/index.php 

There will also be a new classification criteria for AID (CAPS, FMF, TRAPS and MKD). This paper is by 
Gattorno M. et al. Ann Rheum Dis. 2019, currently in revision. 

Undifferentiated autoinflammatory diseases are called SURF (syndrome of undifferentiated recurrent 
fever), and this is an umbrella term for disease presentations with: recurrent fever, autoinflammatory 
symptoms, no effectiveness of antibiotics, normal growth and development, no clear allocation to any 
of the known disease entities or PFAPA, positive effect of colchicine. Curr. Allergy Asthma Rep. 2016 
Jan;16(1):2 (https://www.ncbi.nlm.nih.gov/pubmed/26707379).  
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