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Autoimmune disease

Autoimmune disease Sialic acid 
acetylesterase 
(SIAE)

A genetic study suggests that defects in SIAE 
are associated with increased susceptibility to 
autoimmune diseases. In a cohort of patients and 
controls of European decent, genetic analysis 
identified loss-of-function SIAE mutations in about 
3% of patients with various autoimmune diseases 
compared with in less than 0.5% of healthy controls. 
The SIAE mutations resulted in an odds ratio of 
8.31, 7.89 and 8.62 for rheumatoid arthritis (RA) 
(p=0.0056), type 1 diabetes (p=0.0075) and any 
autoimmune disease (p=0.0002), respectively. Next 
steps include exploring how the defects contribute 
to autoimmune diseases.
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