Figure 1 Identification of PSMD12 variant and dysfunction of patients’ proteasome
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Figure 2 Elevated inflammation signals in patients PBMCs

A
poly(l:C)
P1 P2 C1 C2C3C4

-
- MDAS5
[

n-wBEEESS~RE '

65 — - HR BN 88 ]

-EF
100 - p-STAT2

80 - —-_——- -

100~ =F

0. BB == L STAT2

80 - - p-STAT1
80-
e STAT1

50- emEEe s |-
. I I 33 p-IRF3

50 - -
S— -

- ———— IRF3
- -
50 - -
20 - - ——— - IFIT3
30 -
50 -

40 - B-actin



Figure S1 Defect of preoteasome assembly and function in PSMD12 haploinsufficiency
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