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1. Fram

VEXAS fiefERE (Vacuoles, E1 enzyme, X-linked, autoinflammatory, somatic) (%, 2020 4F
10 H1Z Beck et al. (2020) HIC L WD THEI NS, 2y 2Hoav xF (L% EtE
S5 El#Ex a— N3 2 Xk o UBAI B TORME ) 7 v b 2SRAT, 4
S DR A I RAEAEIR, MRERI RS, BH% - JREFBRCR BRI o Ry 72 22 g (vacuoles)
mERRET L. HHERD OO 3 EMF TR D o8 < DiE 2 7 T, VEXAS fEERED
BRRR DS 2T S 2 ic T, BHICITIBRIEDRE 4 E3fTbh T 5. IBFEHERC P& T
WD 7=, BRI TZWiKD b5 53, BUK TIEERTMET O 77 %L RZ WL 1E I
DLTIRELEI Ty, AHTH, BRANIRY 2 0 ENY O UBALBE T EHTAER]

(Tsuchida et al., 2021) %Z#ie L CTLK, BEGAEHI DT ERIEA S A IS CFHE b b
X 5oz, VEXASHEMREDORRADIEA Y L4kic, KA BRI ZRICED 2 X5 I1c
720, ENTOBEE TN L OZREH O R 2R fHI ko onTnw

AWHFECIE, BTSRRI e FEN AR E I B W T, A TR IC VEXAS
FEMRRED B D N7 AR 0 89 Bl D ¥ Z A 2 IR L, EInFH=EICT, HEOERR
TRt Tk % T UBAI N ) 7 v Mo WCHHI L, BIE TIT ORE S X %4 1kic
DWTHRET L 72, & 5, NEIEGIDEFIRIVRHEIC O W TS i#T L, UBALEIGSfiF
MOLENEZ W T 2 720 DR 22TV v 7y AT L %FFEL -

2. EEARLE TR

BRIRIIC VEXAS SEMERED SED N, R KR CRIET A2 Y —= v 7% fTo 2 HAA
BFT, 20 U EDORARIET, KA & MENREOR T H 2 I3l T2 R$ b D
FXRE L7z, IVEBIRZ 2021 44 A2 5 2022 4 10 HE T L, HAWFZEREOHY
&% L CHEIRIE MRS L Ok 2 IE U 72, AWFFeEliic o v i, Mz K72y
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ERBEROBEELR CYROEKREZETEY, SNMERED HEMIC X 5 FEHFE L
L7z, CKRAFS © A121129002, A201000008)

NREFE DKM 57 7 & DNA Zfiiti L, i D PCR, ~7F FKlk7 7 v e v
27" PCR (Peptide nucleic acid-clamping PCR : PNA-PCR), # v & —v—% v &, QlAcuity
digital PCR system (QIAGEN #I:) % fj\»7z 7 +* # )b PCR (Partitioning digital PCR : pdPCR),
X =47y T v 7Y avy—4 v A (Targeted amplicon sequencing : TAS) % F\»C, UBAI
NYT Y P EFHEL (K1),

SoicfkA iz, UBAL ~V 7T v Mgt L BERE %2 Tl 2 20 ORI Z2 7T )
v AT L%FAFEL, ROCHTIC XY Z O FHIGE % 5 L 7-.

<«

3. AR

BRI IC VEXAS SEMERE 0358 b 7251 89 il BE 2 UNE L, 91.0% (81/89) »H ¥,
FEAERS D 913 69.3 R TH - 72, FEN (82.0%), KIEKRZE (71.9%), NifKHZE (46.1%),
g% (43.8%), KEKMEAIM (75.3%) & MUMEAAE (14.6%) 7 & DfEikzfEo 7. &
BRI 69 Bl CTEML CTH Y, 2D 5 H 504 (72.5%) THEER - FREFERR FTERAIAL D 24
ffR 3B S 7z,

HH D PCR & PNA-PCR 2l UBAI NV TV VA7 Y —=v 7 %TH &,
40 ] (44.9%) 28 UBAIN) 7 v bgtETh o72. 5 b 11, kO PCREYD > —7r
v ACIBRHNEECH Y, PNA-PCR EYDL —47 v A TAY 7Yk %EHIL 7. pdPCR
TiHliL72& 2 AN T v+ 7 LASEEE (variant allele frequency : VAF) 1.7% D {EAEE A~
Y7 v THot-. pdPCR £721% TAS T UBAI NV T v FGIE#E#ZE D VAF %25+ 5
&, VAF1.7~933% LI Vafins i b, NV 7 v MECHAOMHEHANICE Z 78D 72

UBAI [G1EEE L et BF ORI A2 Wik 3 3 &, UBAI GMEEE <X, KERA
(90.0%), MEZs (72.5%), AEREEEM (97.5%), BHEZEHE (91.7%) PEEICS D -
728, IR IR RN AR ERBE TS - /2. VEXASFERIFIC B T, H—ofiETid
72, B OB A A b 5 2 & T VEXAS SEEREAS B Stbn 2 BERE A i c& 3
T e DHEZE I 1, T4 E TIC VEXAS FEMERE & 58\ BEAF] & 0T B FEREAE R, BRTIRZS,
FfRZs, BRE R, REREEMO 5IHHEICX 2, #i7zmRaT V) v 7y 27 4 (REREEI D
K2, MhiEH 1A, ARFR0~6 1) ZHFELE. NREFHIfliccozxaT) v iy
AT LEBEIGT 5 L& AUC=0.908 & 72 0, RifeFillfErfFonsz (K2).



4. &%

HHED PCR & PNA-PCR %#flaébreiz UBAI NV TV FAZ Y —=v7Ii2Xh,
UBAI R8NV 7 v b 2 B9 2 5EH & EF BB ICRIN T 5 2 L BT E 72, Rk
RELEBLEIIT PR X OFH AT Y v 27y 27 L3, VEXAS EREE ORI T
%% 5 2, KIBIC BT 5 VEXAS SEMRREDZW B X ORSHA G 0 % 2 D 2 HiRic 7 2
bDEEZLNT.
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IEFR D 2~V 3 X OHISC : pdPCR : partitioning digital PCR.
PNA-PCR : peptide nucleic acid-clamping PCR, <= 7'F FlE 27 7 v v v 7 PCR.
TAS : Targeted amplicon sequencing, X —%> v +F 7 v 7V avy—r v X,
VAF : variant allele frequency, ¥V 7 v + 7 L VSHEE,
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