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VEXAS
����� �������� ��� initially described 
in December 2020 by Beck et al. using a 
genome-driven approach to screen 
peripheral blood exome data to identify 25 
patients with a mutation at codon 41 
(p.Met41) in UBA1, a gene located on the 
X chromosome encoding E1. These 
patients, all elderly males, showed 
overlapping clinical manifestations often 
with systemic inflammation and associated 
haematologic abnormalities.



Sample positive report


