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• Autoinflammatory diseases (AIDs), also called 
periodic fever syndrome, refer to a group of 
rare hereditary recurrent unprovoked 
inflammation without high titres of 
autoantibodies or antigen-specific T 
lymphocyte in the absence of infection 
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Q703K – Benign polymorphism or a 
disease causing mutation? 

PROS

• Located outside of the 
NACHT domain

• Same prevalence in cases 
and controls according to 
some studies

CONS

• FCAS like clinical phenotype 
in small case series of 
Q703K carriers

• Associated with increased 
IL-1β secretion

• Somewhat increased 
prevalence in 
cases>controls (7% vs. 3%-5%)



Q703K in NLRP3

80 patients with various autoinflammatory
symptoms were checked

10 were found positive (12.5%)

Frequency in the databases between 2-9% 
(average 3-5%)
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Hypothesis

• Q703K is over represented in patients with
periodic fever and rash suspected of suffering
from an autoinflammatory syndrome



Methods (1)

Isolate from the 80 patients checked for Q703K 
those with recurrent fever and rash

create a control group which will fit the  ethnic 
origin of the positive patients and check the 
frequency of the Q703K missense change



Methods (2)

• Collect 10 control DNA’s for each positive patient 
in concordance with his/her ethnic origin

• All together 70 samples

• Check them for the Q703K change

• Perform statistical analysis



Q703K Restriction Assay






