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B Dendrogram of Hematopoietic Differentiation with Overlying Sanger
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Ubiquitin-like modifier activating enzyme | (UBAI)
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Table 1. Demographic and Clinical Characteristics of Participants with the VEXAS
Syndrome.*
ch . Partici
(N=25)

Demographic characteristics
Male sex — no. (%) 25 (100) Laboratory findings
Median age at onset (range) — yr 64 (45-30) Median C-reactive protein (IQR) — mg/liter 73 (18-128)
Died before the current study — no. (96) 10 (40) Median ESR (IQR) — mm /hr 97 (64-124)
Genetic characteristics Current or past treatment
Somatic UBAI (NM_003334.3) vanant (p.Met4l) — no. (%) 25 (100) Glucocorticoids — no. (%) 25 (100)

p-Met4lThr (c.122T-C) 15 (60) Median no. of synthetic DMARDs (IQR) 2 (1-3)

p-Met4lVal (c 121A-G) S (20) Median no. of biologic or target synthetic DMARDs (IQR) 2 (0.5-3)

p.Met4lleu (c.121A-+C) S (20) Diagnostic or classification criteria that were met — no. (%)
Key clinical features Relapsing polychondritis
Fever — no. (%) 23 92) Sweet’'s syndrome
Skin involvement — no. (%) 1 22 (38) Myelodysplastic syndrome
Pulmonary infiltrate — no. (%) 18 (72) Multiple myeloma or monocional gammopathy of

undetermined significance
Ear and nose chondritis — no. (%) 16 (64)
Polyarteritis nodosa
Venous thromboembolism — no. (%) 11 (44)
Giant-cell arteritis

Macrocytic anemia — no. (%) 24 (96)
Bone marrow vacuoles — no. /total no. (%) 13/18 (100)
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Table 1 Clinical features of the 14 patients with relapsing polychondritis and UBAT variants detected by Sanger sequencing

Patient ID RPO1 RPO2 RPO3 RPO4 RPOS RPO7 RPO8 RP10 RP11 RP12 RP13 RP14 RP15 RP16

Sex (M, male:E M’ ( F ’ M M M M M @ M M M M M M

female)

Age of onset 786 93.1 81.1 68.7 n3 842 28 432 785 703 66.3 599 135 66.6 8/ I ll. r-
(ypars) hd
UBA1 variants cI21AC - cI121A5G: CI121AG: 12210 - - - cI21AC NA c1221>C - c1221>C cI2IAC UBA I i;ﬁéﬁ
p-Met4l p.Metd1Leu p.Metd1Val p.Metd1Val p-Metd1Thr pMetdileu p-Metd1 Thr p-Metd1Thr pMetdileu

by Sanger E %?J\'r &) r:
sequenci , .

m (% TRPI0
s e S S £ 3T

Skin involvement + - - v ' - - . + . + - + + <
Chondritis At,NR N, Rt A Rt At, R At R At At Nt.R At AN AN ALR At At FEAXN D)
Polyarthritis - - - + - - + - + - - - +
Ocular - - - + - - + - - + + + - +
inflammation
Audio-vestibular - - E - - - - . # - -
damage
Macrocytic + - - + + - - - * . + - + +
anaemia - /
Bone marrow + NA NA " + - NA NA + + NA NA + + l%ﬂ E q I 3
vacuoles (6q%) ‘:
Others MDS - - MDS, IP, MDS, DVT, - - - MDS MDS Peritonitis, - - Arteritis, MDS,

endocarditis Sweet's pericarditis, ovT U BA I ’;ﬂé ,E

syndrome meningitis =7

Anti-type I ' NA . NA . . ’ ’ NA + + NA E 2 &) f <

collagen antibody
Diagnostic criteria

of RP

McAdamet al'* 316 2/6 26 3/6 116 1/6 26 26 26 36 a6 3/6 116 26

Damiani et al™  Yes Yes Yes Yes Yes Yes Yes Yes Yes Yes Yes Yes Yes Yes

Michet et af'* Yes Yes Yes No No No No Yes No Yes Yes Yes Yes No

Treatment PSL PSL, colchicine PSL, AZP, PSL MTX, CyA  PSL AZP, MTX, PSL PSL, IVig, PSL, MTXTAC, PSL AZP, CyA PSL PSL TCZ, PSL, POCY PSL TCZ PSL AZP TCZ,

colchicine MZB ETN MTX, IFX, TC2 colchicine colchicine
colchicine
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