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Supplementary Table 1. Pathogenicity scores of the SERPINCI ¢c.1157T>C; p.11e386Thr

variant obtained from Varsome using the dbNSFP version 4.2.
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Supplementary Figure 1. Plasma antithrombin in heterozygous carriers of the p.1le386Thr variant (+/-). A) Western blot under native and denaturing (SDS)
conditions. Native antithrombin is marked by a black arrow, while a red arrow points the aberrant antithrombin detected under native conditions in carriers of
the mutation. B) Crossed immunoelectrophoresis (CIE). Results of three carriers of the mutation, one control and one carrier of a type Il heparin-binding site

deficiency-causing variant (p.Arg79Cys) are shown. Arrows point the forms with high and low heparin affinity.
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Supplementary Figure 2. Localization of the 1le386 (blue sphere) in the structure of native (green) and latent (red) antithrombin.




