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A new mechanism of intestinal inflammation based on copy number polymorphism
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Copy number variations (CNVs) of defensin alpha (DEFA) 1-3 have been
implicated in the pathogenesis of autoimmune diseases, the association between DEFA1A3-CNVs and
ulcerative colitis (UC) is unknown. In this study, DEFA1A3 copy number and clinical activity were
correlated in patients with UC. In a multivariate analysis, DEFA1A3 high copy number was an
independent factor determining clinical severity. On the other hand, in neutrophil-specific
DEFA1A3-transgenic (Tg) mice, high copy number Tg mice also showed a significantly higher mortality
rate from DSS colitis and a higher clinical activity and histological scores of colitis compared to

wild-type mice.
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