Functional characterization of a SNP (F51S) found in human alpha 1-antitrypsin

SERPINA1 ATAT deficiency
mutations

+ SERPINA1 missense variant F51S leads to an
additional N-glycosylation site in A1AT.

* Expression of F515 variant in CHO-K1 cells
results in reduced A1AT secration, reduced
thermal stability, increased flexibility and
reduced polymerization.

+ These defects may lead to A1AT deficiency
and consequently lung and/or liver diseases.
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