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Inherited missense variants that affect GFI1B function do not
necessarily cause bleeding diatheses.

Rinske van Oorschot, Anna E. Marneth, Saskia M. Bergevoet, Maaike
G.J.M. van Bergen, Kathelijne Peerlinck, Claire E. Lentaigne, Carolyn
M. Millar, Sarah K. Westbury, Remi Favier, Wendy N. Erber, Ernest
Turro, Joop H. Jansen, Willem H. Ouwehand, Harriet L. McKinney,
NIHR BioResource, Kate Downes, Kathleen Freson, and Bert A. van
der Reijden

Disclosures: none

Contributions: Contribution: RO, AEM, SMB, and MGJMB performed in vitro experiments;
KF, WNE, HM and KD performed EM, blood smears and CD34 expression measurements;
Patients were followed by KP, CL, CMM, SKW, RF, and WHO; ET and WHO analyzed and
coordinated the genetic studies; RO, AEM, and KF analyzed results and made the figures;
RO, AEM, BAR, JHJ, and KF designed the research and wrote the paper; All authors have
read and agreed to the contents of the paper.



