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LA AN Y BORHEDTCHLLA VT L /A
Kooz, €Yy yBLLLELS
4TV RhoA @ GTPase itk METLTE Y >
47753 —hhEHALL, IL-18 BEEMITIE
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#h5b. NLRP3 A ¥ 7 5=V —LDREEEILII
LEoTIL-18 EENTETS, 1757V —4
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BEZ VI NLRP3 #tfnFifx Wl E L, #BME
ERZBO L%, REMBEERDFEE SRV
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WA %, S O W) O 38 H O
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WH OBZFHAETERDS AN R TS, B
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CEDEERERELAY, S zod FR4RENT
OFHINEEH £ 712X D BRI ATE &
CEFRMEEINTWAR P NG, WS 28
% THH I EDBMEHICEY AT TS,
fRISGE O H 9 F 2 THREDT S5 MEEAEIR
s g e 3 b, PFEEO MWS L h i
HE THERIBEDON R L 2 B 05 I DN & W
B, BRET dbo CH AT ¥R~ 7% EEH R ER
DT TR A, BRI OISR L % 2
2. NLRC4 E#ﬁﬁ
A5 AESEAE 0 TS 5 20 P il & 1F O JEE RIS &
2L, FCASA LI %8R MY R, LRI 564
0>J.ﬁ]iUJ.£MJI“Jﬂii#m é@l‘.mw;bu AN Y - < 7
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(%2 R A%, &dbTNLRCE SHHE & Mid Z
NLRCH G F O ~F O SRR 2 5% 2
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3. ok - PRERERHER I 351 S SUE LI
(3cik 16 & D 51H)

¥ 759 —ADREEHALICE - TIL-18D A
7% 69 IL-18 A DSTLET 5.

JEIRE U THLEE - EERIB RIS, JE8, T
LT % Yo ERD S B 2EE L L, AT
W& LT g Wbk, e IL-18 #ifi, MAS @
AL 2HBUEIZIMA, NLRCL {8 BM
ML 2 G 723540 12 Definite, NLRC4 Mz 12
FRMERE RS D S, EREBET ROV
NAdHHVIEHERTIHE LHRO e wlEIc
Probable &34 5.

HFF AT TOEHMAFRE SN TWED, &
Bl o T, RICMASA2ET5TE
FEFICH LT, IL-18 #5646 &AIC & 590 IL-18 ##
EOHFIEPRE I N TV DY, BENE CRIE
HBO 1 D& LTHRIEEIR>TWAH7, HHE
4G THE (activity of daily living : ADL) ®45EIT
BHAHIN—L A Ty 2 AT 85 M (100 i) L

FOBEIIHRER S,

HCREMMRE - MERX

O L, REREYE O TR R & Bk i R L

® 3 B MM OMTYFER 1 & o THEL 5NN

WHAKHTHL. PTIERAMEL LT, Eii

MB Derma

No.345 2024 73

WIoTH - % - REZHAEICBREAIBLTLI VA
) —fiEik=e, #o BIROEF BT A U 58IRE
BLdHh, Wb ELT 2 LR )
Sk b AFEOTFLOHHEIE I TRIE
L, i< 7 B &3 2 IR A4 KM S IR
RO D LG, FEHCRKIRIE,
Hodtt: 7 &' F o dEdk b F R L Tk - THHE
{3 ¥ (Nakajo-Nishimura syndrome) £ T 4
74 - V7 4 2 — VEEWBRE (Aicardi-Goutieres
syndrome : AGS) & £ & &, LA/ —HEIR
LR B2 B9 A 841 adenosine deaminase
2(ADA2) & I87E (deficiency of ADA2) & &k,
WHEFSIICTHET A, WA TOME £O
Bz 4TH 5.

1. #fF - EREERE

SN VI 0 2 V2 4 F 2 R R0 BT 0 BT R R 9B
(B 3)' = THediE L, B - fud oo s KL REAR
W95 e i gt ibaRERE ASENICHD KL 2D,
A By 2l & LA IR G P 2 A A5 HE AT
L., $¥#migie THidoHMERCEM IR
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TaFT Y — AT A B85 T =y
M = K45 PSMBS it {n |- 0 R E AL R
(2 & A de AR B T dy D R AR
HEELOND, EEICE - TE HIEREE D
&, PSMBSUA o 7 2= F(PSMAS3,
PSMB4, PSMBY, PSMBI0)® 7 a7 7 —X8&
KO Mb A > v~ v (PSMG2, POMP)
Wi FoEREFOEFMSME SN, 70977
o LB E e PESE T (proteasome-asso-
ciated autoinflammatory syndrome : PRAAS) &
BRI, BERAEROW EEEREERE F
SO R RL L BE, # D R, SRV E
1 - WS & E S ALEEO %, ETTE O BRB LR
A - €, FROREHI NS o738 - 1
fdEE, EIRRE, AL A RILO 5 b 5 BiH
PL LA B 2BV, PSMBS8 Mz o Bl {55 M
L2 R M 3R 2 G2 7 6012 Definite, 5 BTH LA
EEtETHhIE, PR R B 2 5% 2
B 7 { T Probable (FERBIEH &3 5.

RETOFT Y/ —AREAEICL D ZEFF >
EEEAEPHERLAMEA P L AHEEI N
MAP ¥ +—EXiEWHLT 225, 184>y —
7 = 10 ~ (interferon : IFN) REE%* £9 5 M
BARHTHS. FFICRHIERBOFEFIZBVT,
[ BIEN ¥ 7+ L&l 5 JAK LSRG %)
AR ENTW AW, BBEEE BE BVHA
Fsh - WESHE, NBEREDY B 1O TLAaT
2P E (A3 MBI EaE L L, iR ER %
k.

2. THNF ¢ « 7 1 T—IVEEMEE (AGS)

R, BN AL, SRR R AR L T
MR RURIETH D, RN EED NS (5
# TORCH (toxoplasma. others, rubella, CMV,
HSV)HEBERED 12 Th dH D, HUEHELIZ I,
TR Z: & & & Hic, migsMEIRE Shb, Mg
NTEBORHBLERICMNDL S TREXL
RNASEH2B, RNASEH2C, RNASEHZ2A4,
SAMHDI, ADAR, [FIHI, LSM11, RNU7-11
D92 DRMIEF(AGCSI-9) DWTFNHPDERIZ
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LoT, BIEEY 7 6o I BIFN MEAED
JoiEd B, FCSIENE 1 B IFN SEHE O fCLE N
THhad"v.

AFEHEIR & U C O RBYENGIE - S8R ET - 1T
o NEAE -, B AT oM EN 2.
[FNe L%, #4750 »8no ) 6 1HEHE L L,
WA TOEBENAIRCI N A, BB Rz
FOWFRPICKBMEZRZRED LGS
Definite, =45 O flifEE K & i AR 3 A
Ho THHRBMMER L RO LWEE, HHVKR
EEURHEDR & L TR aEdk & AN # - BERRAE - slthit
B oMEMERDVWFhCnZz, HENG
JRAL & 52 B 28 R 2GR B B 601 Probable &
2y 5.

Bl LT, FLYBI A & RS 72 B RNl 22
RS BHOBHIEE L, BEMrLDY T
F oz EO B L A A STING(stimulator of IFN
gene) # 2 — F¥ 5 STINGI BT DEEHEHESGE
R % iR A 5L IS B E STING B S i % %%
(STING-associated vasculopathy with onset in
infancy : SAVD A*dh A. 35642, #UEHEE T E
FEAR & LA REfER 2 K (A%, AGS b 3kl %
TREXI1. SAMHDI, SAVI & 3#@7% STINGI ©
WTFNADOBRETFOANT OHEAHEREL D HK
WRtE SOV — T AN B S, M) T b—=T
AD—H b S NDBA, TR % 0 5 e
M —HKZNTRZLHHMOFBE SH Y, AGS R
SAVI Ld—in—F v 7T HIHELEZLND.

hboEBIEVWTRD I B IFN REELE
L. JAK MR R ER TV S5, ST
L7 fiERIC I R TH 5.

3. ADA2(adenosine deaminase 2) RIRIE

PR SRAEAE T 2 SR 48 L MR T W R
BBTHY, TNBIREIC X BT 7 R FER
o A MM E b HEIRBEA SR E 5 D BN
Sk ERERET A, G EOJIEIERE M)
S ENE L, BT, IRRLOBBERIE, V1
J—fEdk, OR%EREbBDA, ADAZ B{ETO
A E PR AR S M A AT K B B e o il
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T . A N AR

EHEEBRTH D, Mt ADA2TEEOW 5 A 2K
TH@EDL, BREBAMBERASELET A
ADA RIBIEL L RA2HH, KA y~r07
) GE, ARSEEREE, APREREAD L IS XD Bk
et E - dHER L HHT.

FEAR & U TH b 9568, SIREEMR LA /) —
SEAR e EO R AEIR, BRI WAL 2 & IR
DS H1IHEBY L mi§mAcolkint:(L 212
1A ) A 5 R BRI O {F 16 2 MU R AR T 0 & %
OFEEOVT LA, 4R ADA2 G0
5T 2 BIETFHAETO ADAZ #ZT DK
EHAM T B ENA T o EA ORISR
TROWT D ZRONE Definite. FERD S H
1 FHME EEEREHET2RETFEROVTR
O AHT, W% R & MIEE LA 7% 1 413 Proba-
ble L ilI¥ 4.

ADA2 I3 FICHEkR <707 7 — 0 b3
SN TE T Erh, EOHEETICE-
THINBYYT 77 2 VA E5- L, seiEfkod M1
207 7—IAOGLICR ) M SIEAE S
HUREMEAEN S LT A, #E IS SEENIR bk
O YR TE, 4 VIR E e i th i Sk L TR
TNFa BFAERL, H—8RE Shb K>
<= ra7) EICH L TRRES o7 YHiT
TGS, RIFEREH A L TR M 2 4 o)
HHE L MEEhTwD, AGS & & b ITlENH
CogdEtEi B 1oL LTHMIEEIL k- TH
D, W=t A »Fv 7 AT85 (100 L) LA
TFTOBESIIHRELSD.

EhYIC

HO#EMRBTASNAEMIERTHSHD
RAEMEE M RBICOW TR L, fHEZ2ET5H
CLAEER R L LT, H O RIEMEATREE, 3NE,
UG - 20 ) HAREMER & L THlo T (X
X FMF, HIDS, TRAPS. CAPS. NLRC4 f&%
i, P - PERHEMERE, AGS., ADA2 RIREEIZD
W, — SRR L I TR L, 4B %
SR R RORIZH S, MIETERNS

MB Derma No. 345 2024

30

DL AEMEMNOETNE LTHETH LD,
FREELEAWRALE . SEEL HWERN L
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