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DBAHHPHRT R 17,
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[EE A CREEEEERLICRLEY, Z0ED
b, INFEVENSEIE N BT 5 IL-36 ZAEET
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&% feig”

v & d =2 b RAE (deficiency of interleukin
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eI IKER e (hereditary angioedema ; HAE) 7
Y, WEETRE &2V B Tl EE B O SRR
HAsh h 9208, fmEliciibhE T, —7,
R —r v —R WY S LR ¥
v—AfffTICE D, FRETREHELEAONT
Ve FIREREIIC BV T b T Al R I‘m ULy
fExN, HAFELAEXFF Y —EEa—
R4 2 UBAIL 8z FH3HiER - ok Bk 2 3:."0) gxu
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EERA Y, ERERERERMENEZNT
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WETYE

M. FAEEHPEH (familial Mediterranean
fever : FMF)
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YUEMIET | MEFV MVEK TNFRSFIA NLRF3 NOD2 PSTPIPI PSMBS, TREX1, RNAS | ADAZ2 NLRC4 TNFAIP3
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] C SRR LI

- GEEHEEEL (FMTF)
- ¥ IgD fEMEDE (HIDS)
Asin e = KAiE (MKD)
- TNT 22 (R0 (1 (TRAPS)

[ C YA SRR

- 2 F ) MBI IBAERLE (CAPS)
FERRVESE S 1 2 s IR (FCAS)
Muckle-Wells i i
M FLIR AR B RGIMAT (CINCA) fEfERt

* NLRC4 ¥Hihi:

R

- Blau i i ¥
FHEFHEY L AL K= 2

[ L AEREAT AT P R AT 2 W

- (LR BE R A 28 - SERTVERRESE - 7 2 3 (PAPA) fiE(RRE
RS - BSA N T O T 2 F i (Hz/He)
PSTPIP (M4 4e5E (PAMI) fiEfsT

I - PASH 4 6%RE, PAPASH #E031¥, PSAPASH SESRTE, PASS SERRBE, PAC AEMRRE,

GFch BRI R 2 1 0 € ) o G 2 48Rk (PAAND)

< A20 T A2HE (HA20)

P g IR

- o - PERERRRE

7T 7y — LME 2 2 EHEBEE (PRAAS)
NS & S 0k 9 MRAESE S RAF P IV B 9AE (CANDLE) AEfRDY
B AR« R4 £ PRAAS (PRAASID)

SR - AT 9t

- Aicardi-Goutiéres fE#EF (AGS)

s, JUYRTEE STING BIMUMAT e (SAVD), BIEHIERL — 72 (FCL)

cTF TP I —¥-2 (ADAZ2) KA

izt ) IR FEME R R E L £ 37, REIRD A
M7 o4 FafoRiEv—a—0EEcib
Fhs, EEHRETCIRTIOL F—Y AL BT
MDA SZ ET 20D, FEMEEL
¥4, BEL L TPHERFIDTES T, £h
iLdaonEdA, 63K, WG kEEEE:
EEd, 1997 EIREE LTEY >~ (pyrin) %
a— F4 5 MEFVBIEFERBRESNLE L
19, 272, MEFVBETICRBHEZET LA
ENBEBMNE L, =FY /10D FNLER
(M680I, M6941, M694V, V726A) DAFHZEZHTIC
T2 HOTRA VI EREREELET,
) iaye), #a¥ 5 NLRP3IA 77+
v — 24 (inflammasome) OHIEIET-& L Thilh ¢ &
FEZohE L, MFEESLHEEREEOEA
X, MEBICASC E 7O AARAR—F1LEEALT
ERTAE) A7 72 —LABREICEEL

L, IL-18 25BREELEEND EHFEALNTVETY
(A1), areFryETBEEzLIRD A
N TwETH, RIEML STHEATELRVLE
Pav o= LARREITIEHIL-18 HifkD A F
¥R=7 (£7)AY) WERCHRBUEN L Lo
TWET,
2. S 1egDEMRE (hyper-1gD syndrome: HIDS)
x5 v RO AR W EE R & X idhdk
Wi ENLBEBRTY, HIDS ik iic
LT IgD EEASFF B C308, BFTHEH D =8
Ao HMG-CoA 725D a L AT 0 — LSRR
Tl < X o VX - Ea-FT 5
MVE BETO R TEAERIERAINERIC X
%, G EHEEEEERTTY, BiEews
RBT B L, HEKRMEAMRBETHS A0
FRIRIEL D £74% HIDS EHHETANRDY
filt ¥ 4 — & KAAE (mevalonate kinase defi-
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{ FMF - PAAND | | CAPS | NLRCARHE | BlaufEf2E |
TUFEY > NOD2
gy (NLRP3) NLRC4 'NLRC2!

HICk
f—h * »r?]
Ml LRR
W NOD
i | PYD ‘
Il CARD |
IL-18, 181 IL-18 1 IL-18. 181 NF-kB 1 ;=gfé0-2 |
i A | !
RS - ALBIE | Ea [ mma | mFME | @B |
| HFRRMERE | WS | | WS MAS | ———— | M Kinase l

M1 EUVEBBHNLR 77 SU—N—URBZBHROERICLDBEHBSREMR

B X i~FoEeERERT,

ciency ; MKD) &b ki g4, HIDS TRFR
A L FE T D R T & R v NG
g, TGiphEtR, BHfizeE 2L, FIERHEME L)
ZELhbhETH, Ao rEREEICERE, O
LS DRERIZHN A Je KA P R i 2 £y
HAEE e £, BEEMICRER DR X 30
VEEEME E A N0 Y F—EEEETSBE EN
908, MERBLERIZRoNET,

Ag sEEx F—EiEEDETICLY, 230
vEEDSEHRIL, ZFogohEEiatid LT
M, FiIcyr s rea ) NI L,
NLRP3 A 7 7 <Y — LA #Zl{ld % Rho GTPase
DY T AT TZNMMEBETTHZEICE- T,
IL-18Ic L B RNER AL 5 & ¥k ¥, EREMIC
I3 HMG-CoA SCHHFMHHEELTH LAY F L L
VSR FETH, ATaA4 FRMENTIERED AT
¥R T7HEHT, RERLEZ2TVWET,
W3, TNF ZSEAEERREEREE (TNF recep-

tor-associated periodic syndrome: TRAPS)

i v o (R A 00 S0 {4 R B SRR s & & L
[ TNF %%k % 2 — F ¥ % TNFRSFI1A 8{51

D~TFaEAEERBAEM I LS, HE ]
REOHENIRBEINI TR E ko IKBT
U, LR IR TR M DL, A,
I%a, B, BEE oM & 2 s o FL, ,
FEMER 2 R L ¥, FHEERFRAMERIMRPRA j
StillfE & DEEHZFEL, 7oA F—> ADEH '
I EESHETT,

Ao, RIS X o T, MM Eic R 5 TNF
ZEEOMPAFISRSYIE SN TEBD 7 4 — F
2y DI S I D 2 E AR IB O NA L #
A 6, i TNFa BAHsEEc v 6 Lk, 1
L LIREClE, 25L& TNF Z8 A 5 HN
ICERT A2 LIS IEERERER P L A5,
MAP ¥+ —¥ %N LRiEFL LKA 7 5~
Y—LZHLEIL-1BEEMEL S EHEALGR
TwET, AF04 FEEDWEL VIES TP
hh+X 2= 7EHTHY, RBIEALE 2T

VWET,




B2 YUY ROERRAAE R B DERR G :

9 BCRENERZ

Wl. JUFEY EEEFEAMIEREE (cryopyrin-
CAPS)

Fa—FT3

associated periodic syndrome .
7Y A ) ¥ (crvopyrin)
NLRP3 R T- D~ 7 o A RERE G 15 1Y 25 1 12
whuELWWHLdeAmfﬁi PLgH Y
ICEERRE & L b IC R, , AR, ke
fE ) FEfE2 ¥ DR, R SER E
fEPEREMEHE (familial cold-induced autoinflamma-
tory syndrome ; FCAS), &M ICBMRAa <2
NS DIERZ M) ERREFFEZ R DR L, BEHE
MR L7 Il F—v A2 2 THhEEND
vy 772X (Muckle-Wells) SEfE#E, FL
R HNFERE DS RRIE R L E, 1"“11 iifiioe, A28 %
3EEE T B HAE T 484 FL L FE B BY i
(chronic infantile neurological cutancous articu-
lar ; CINCA) fiEfEfE» 640 27 (B 2-a~c¢),
MR OMBEFHRETCER AR (TH, i
i2kb H%‘HIH 1E A4 7 ERDPBREENS Z EVH
N, WIEREOEER Al e E A7 12
AR M il i X4L5 2 & D ti",; NnTwEgTH?

7V A Y /NLRPS 1%, BiREOIREERS S L

Mmm@ 14

TxrnAg FF

’“l»m!"lﬂ‘#’ FRELHE (a, b) &
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T

BT (c) 23205,
(3Ciik 2) & DGR

rﬁ'

S F & e fal - ERBIC RIS T 5, NOD BRAZ
7k (NOD-like receptor : NLR) 7 7 3 Y —IZJ&
T AMBaN S Y — o RS R AT, WEZY T
BT B L ASCETah AR—¥ 1 L&A L
TA Y7 9=y =Lk KIEN3HEEEZERL,
TrICHlBNICHEZ st Twi- 7o IL-182 56
IL-18 21 b i L THilEstic bkl['“d LB,
vr b= A (pyroptosis) & XXt 2 HNIFE 4
HELET (A1, 3).
CAPS T, #BEFERI
77wV — LABREICIEEL
PEREIND ZENTERBEHETHD, HFF =T
PAHARRKED IL-1 REGFET ¥ T2+ (IL-
1 receptor antagonist ; [L-1Ra) B4IAE % L £4,
t 72 i IL-1Ra ix IL-1a/B & HHFRPEDSE <,
RIEWFICH 7212 mRNA EAHFHEE S BN T
WEnTIL-la/B & m%%gwmﬁéMMMC
PHE L £9 (B 3), IL-1Ra KHHFE (deficiency of
IL-1Ra ; DIRA) i’-if:?;‘.f. w7 {6 DOBYEEE,
‘i-‘}'-ﬁiﬁ 8 R b Qi N AT R E N T R
D El L A8E HI)E- LT, NIRRT I L T
¢ BHTOWE T4  IEEMER &

> T NLRP3 1 ¥~
L, IL-18 &%tafg iz

B -:jc
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B3 NLRP3IZERICED IL-1BBREMEANZZL  NLRP3 £ 7 7= — LD R G

(Lt 8h, KRN HE - T IL-18 @RSt 2 E M4 5,

BEHTHENs IL-

IRa D&%, WEHZAERCT a4 ZEMED IL-18 KT & L THAEYT 2.

W2. NLRC41 BRE

NLRC4L BEETFD~T o fEAHERICL > TH
KET B, A5 EETEEE O R EA B & £ O e
IR R AL R O R %, v /a7 7 —
S HEVEALAE 8 (macrophage activation syn-
drome ; MAS)™ 7% & Z##5 L, NLRC4 BHHE &
LU ET, RICHEEEE, CAPSICBITS
FCAS ¢l Z 5, FCAMM L L K E T,
LA A2, FCAS2IX NLRPIZ, FCAS3 IZ
PLCG2 BB DERMIFHR T,

NLRC4 ¥, NLRP3 %> NOD2 & [f#k, NLR 7 7
Y —OfilEAN Y — R AEICR L, MiE
DWER T2 Zi# L £, NLRC412 NOD2
(NLRC2) tARRICL 7279 —FALELT
H A R—X 1) 7 )— | F A A (caspase recruit-
ment domain : CARD) #3574, Y F
A4~ (pyrin domain ; PYD) # %> NLRP3 &
FREL, B LT3 E ASCE 7R A ARA—K ] &
LHELTA Y7oV —L2BRLET (B1).

BERIC LB NLRCA A V7 9= — 4D R TEYE
fbick->T, IL-18 & & biC IL-18 DilEpEE D
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s, AFF R T ELELICIL-IS ZMA 5 H
LuidElofsgasiffshtug T,

@ BCRAEMRFEE

Wl. 737 (Blau) ERE

NODZ2 (NLRC2) WD ~F oA ERETT
I R X A A i gt R Ty, Al
ShYRI I 89 L, JEREREIEN L B Aa e AR &
AR R 25, I, S BR%ZE 3 T
Y LET (B 4-a~d), ek, FHERBEY LA
F—3 A (early-onset sarcoidosis ; EOS) & Ji&
nTwhERbEThE T,

NOD2 iz, #fiFfRTAEANcE T, M
BX7F 7Y oERGTHD LT INY
~ 79 F (muramyl dipeptide ; MDP) 12& - T
FEME{L L, RICK &9 ¥+—E %4 LT NF-«B
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PR & RIFEIRE I E 5
P A H = X MRS, JEROIL-18
PEEREIZD L AR T LTd b, T2 B2
TR T2 PR+ 2 2o Pl TNFo B5H]H3
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’f‘-’ LR EDEBWILE,

4 Blau fE{RBDERR - HIRE : 25 O FERITE (a,
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b) b FBUEIOMENE (c) Z82®, BMERICTELE

FEHIREA NG (d) Zd80 %,
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O BRI R RE
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(pyogenic arthritis, pyoderma gangreneo-
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PSTPIP] @EFD~T 1 VAT’H'?EF'?EI!F%’E&’E
WU X B FhadfadiEdEgsEgc, YR
Wz RSP L R e p PR BB 2 CFEAE L, SRR
I e o TR VERREOE, BN AEAE & I FE0E L
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ciated myeloid-related inflammatory : PAMI) i
BREE X ET?, Zolah, BIEHERS C
K RERER @ a2 CLMMEIF IR 2 £ 9 PASH (pyo-
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{5 € vEDEE S RREERE (pyrin-associ-
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2. A20 NTOFREAE (haploinsufficiency for
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FEREY A A v OREEDTUET S & #HLoNT
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6 ECREMIEIERLE

W1, g EREREETOTF7YV-LARER
DREMEERE (proteasome-associated
autoinflammatory syndrome | PRAAS)
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THEAE L, VUL - A D RS Ei AL R B2 011 48,
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ol b LIS REEH5EfT L, iy
A 7o B - P AE 22 L £ 9 (B 6-a~
2%, S pMFEERENIL S D AN, K
kSR AL bRt 1 DT, 1939 £ R
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G EINTEE LAY EEICKTA R
ED S, IENGEER & FEVE ) 18I W T
thERYEEZRTE  (chronic atypical neutrophilic der-
matosis with lipodystrophy and elevated tem-
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PSMB4, PSMB9, PSMBIO) 7057 —t{
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POMP) MBS OZRIC K 3 [ —ISTEHRE & i
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B 7 Aicardi-Goutiéres FERBEO X FDEIRG : X2
A3, FEO IR0 & RIEOBHIE, KRR

rix ﬁ]{{[#” 3 7}\_5

A 2REM 2 R L, RigF2%H# 9 PRAAS
(PRAAS with immunodeficiency ; PRAAS-ID) &

LS L £ Lcds, BRRITICOIRIEBIICH ZD
e PRAAS LizRA B EEAGNETY,

O BCREMRE - MEX

Bl. THILVFA - FF4I—)b (Aicardi-Gout-
iéres) fEIREFEBIEARE

TREXI, RNASEH2B, RNASEH2ZC, RNAS-
EHZ2A, SAMHDI, ADAR, IFIHI, LSMII,
RMTJ@Q?@ﬁEfwwfh# DERIZED

R R FEENRE T & *) MEEER, BN AL,
B R 2R E LET (BT, b)* "™, e
i hsgE b i A 1 TORCH (to.\'(_)pldsma. oth-
ers, mhcllzt, CMV, HSV) fEf@Etn 1 > TH D,
PRSI o MU R B 92 72 & O PIFEAHEIR &
9, TREXIIZ3-5DNAXFY X7 L7 —
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v

X, }?\-leHz’rI RNA:DNA~A 7Y v FRNA
RyLT7—¥, SAMHDI 33 XY X 7L 7T—
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* Hereditary diseases that should be differentiated from atopic dermatitis.
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HPEDEZHE . Iz 5 B REMER

SR "

Key words : #i{x %% (genetic mutations), #{niE /&M% (hereditary periodic fever), #LEE
(erythema), HC%AEMERE (autoinflammatory diseases). #EE3%E (urticaria). @ (chilblain)
Abstract ECRAEMEBO IO N2 A T TH 3 BIEHERANRMEERICESHIBENE
DT, ABICLUTREPFEAOEVHOEREETESR, BHAEZRKOLOIES gD E
1R3%, BPMICEDETBHT 3 L0 TNF ZEFEMEEMMERBCHHIE NS
», WTFhHHBEERS AV, TARMICHE - TREY - HHEMEORBLEIOLEV
BREHIRELE L ABEC@E 7V A E) S MEEESEREO 3778 NLRC4 BHE
ERED . RFEORBHAIM S ETHEOBHERCENEB LA 25 & PE - ERER
BRI HILF g« FF 0 T—IVEEER, LA/ —ERPEREREET 55513 ADA2 R
ELEED. FEMWSERLEBERBEIERE L SY, ZTOMOERBIGEERFEEICT
WETS [BEBLLI(ERL, @AMOREMEIHICHLT, ZOBROEEERME
X, EMHEROHEAEHELSE, ZOREREEEIBEFERETNINTIATER%
METHIZENBETH 3.

METZRIC L D8 ENEE CRERRBZ0 TS
. WA 2 ESUS L HIRFEGICIEIEN], b
IR 2 & 9 L Ll m 1L - JRl(E
HoEELEENL, b & LEREERD SHEM
WHELTERSNAEBEIREFERSPREBZ
h, BIEFHEBELTERLBEIALLDNS

U BIC

B 229 P95 B (autoinflammatory diseases)
&, B R (autoimmune diseases) 255
GIEDTBMBEIZ L DO L, HIRRIE R S
DR HRFEZFHEE T AMAEEBE LT 1999 4

KRB SN RBBETH D", KRN b
(familial Mediterranean fever : FMF) Z iz L &
§ % MR A% S5 W 2% (hereditary periodic fever :

HPF)FEEMEZ 7u b ¥ 4 7L L, M5,

P 98 7 & O sHEFEAR 2 E MM & B W IZAEN 12
MOETY, BAERT LV F—, B L &I
WoHA%, WHEE LB LD BEEHNRT LY Y,

HofifkEs SR Ehi v, BHERE (autoim-
munity) ® “auto” A% "self” # FHKT A0 L. H
. %9 (autoinflammation) @ “auto” i & L 5
“automatic (1) " % “autonomous ( E )" @ FEk
EHEZ D EH LR, ERHITIC B B i
* Nobuo KANAZAWA. T663-8501 PEEiaii

JIET1-1  EMRR RS R M B8, EEE0R

{, BB L BIETFOMMD S BRI HE SN
TWALoo, ERERLIERBF - Fe2f b2
BETICERT A LD B,

FRMAERIE, ShoBOREMNEEOTR-H
ARV, BETO T ) & A B TELERT
HAH. FHIE HORIEERBIZHED EMEIRIC
DWT, FIBHERCIERRE, PIENEIE, P ERTEE
WEAE, ST - M 287 & OSERTa T B O RIETE
HMRMERJERA LI LZRB L, B FH»
DEFTHETTERL, FEMAERDIERAIZTR
VTAZLEZAHELTVASY,

BERMBHE L L THl- Tk { N &M e o &l
EtE § CAEE IS oW T, B O AE MR W 9%
E

BELTOSEE LB, BEWLEMERE S
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. | epniem . fu R
BRI
- BRI,
(TR R7 %5
‘ g ERE |RELRE | FEEI BT, :
Ay | SREIR | 6O BN BRI . st |iE, BAE | SEMEALN, | REEAR | EeRE, |Dooel| EEEE
| B, S | MR Pl BIE TR |, it
il ' z Lk, AR
R, 0Pzt
BN
e mbE| B | B o# St (RICET 1) BEORS s | @t | meemm | Bt | B | BmM
TREX],
RNASEHZA, B,
MEFV MVK TNFRSFIA NLRP3 NODZ PSTPIPI PSMBS EDA%N;E% ]I i ADAZ NLRC4 | TNFAIP3
LSMI1,RNUZ-11
ﬁ]b‘?ﬁﬁ‘ﬁ AR | wR~mA | e~ ne-me TEER 4w om | mor | Aok | seR~ar | BoR | woR [MEETE
| + + + + + - —/+ —/+ + + + + +
B, DL, . SHE R
smemn | v, om0 | BRI pon | g |SEEER| e |SRELR xmmmes)| SRUSEY, | BRGE- GPDL0\8 TE
st BB | St R |\ | man | et | SLBER) Sioon mk, ste | NG RS @ meen | Bam | 07—z BNLED
* “ e BABRT s SoRGRE | HSE | HERE | T8
’ G + o + ++ + - - - - + - -~
A70A = = i 2504
JieF AT A ZFEA | AFEA = . - : TNFefn | 2704 | <
Soprw | ATE Enr | zsocr arexes | K TNre | EOTNFe | BTG [T mER |6, | £ | B OVE
| 266 267 108 106 110 269 268 325




OIBERMIFEIZOWTR LICT L. FHEm
7o BEM R % OE U < PIAR U 9GS 2 O 1548 % JB4R
THIZT TR, M EDOMDOBEE T 2 K At
FEAR & M A 2 & ¢, BEIRMIZ 4 H CIEE
BB EREV, Il e MR T-REW & BRSO & A
SRR A A,
AROT—<THLHIFBUIDVTIE, R
AL, ARTTXTOHRBTH S A2 DOFPEA
A HNAHN, AKETE, WFENEE & bkt i e
iE % B 7o RLBEAE, FERRE, ol - i RE B
LPBIZDOWT, BIER - B AL L i m T AR
EOCHBME AT R, BhlctBLLICD
WTIRRT 5. &b, FHEBODWILE L TiERE
DRIOFANZDWTIE, HEEHiHRE v ¥ — Dk —
L~ — ¥ (https://www.nanbyou.or.jp) & 2
nizw,

B © RAEMHIIAE

KLBEIZ, JOEZ BRSOl QPR M & -
THELD, B—IIRELRESY VWL, TR
WTHEBT S EHERT L2048 L3 5. HPF i
BEEFIZPE D KBHED 22 Th, WlERI L 5
FRIE ST B S R A D v b 1k FMF, L5
RIZEL DZMIREEZERO S @1k 85 TgD i B
(hyper-IgD syndrome : HIDS). A% &HE
TRIT % L O TNF S22 AP 285 8% 5 7 i
(TNF receptor-associated periodic syndrome :
TRAPSHIFFRUM E 22 (B 1DVA5 wihd il
BURRE LW C v, Ry — o & AR
EDECHRMICEE, BIATFEBIICTHE
5%, FMF TEBRRBEAEARL 25,

1. g iEHA (FMF)

FH~3HIZEHE HAHEBT RIS T
Moy 2Bl & & 7o T IR Se e 2 4B L, o —
IR L D b YT S e, HPF fEfElEo
REHLRBETH 2™, ML LHHA P LA, K
e, Fibr, AL, LYETIR B BN EEOHEN &
). BERHIZCRPRIMIET I 04 FhLofk
HEY — A — DI 2 B A%, SEVERIBRINICIZIES

28

bt n. BHEBFETIIT IO F—Y 2% &2 LY
AL N EGTRICHDEZ EDHY, BT
TUXREREN T ST B, TEH, HPetnfk
R ENE & ST &% BElEEORRD
HiEEhTwa,

12~72 15 Mt < 38C UL D72 % 3@ LD
WL, FEERIRE O SLAERATAT RO LA L SRR AN
DHETHAEB E L, #WBIEA & LTEPLAIC
L BN, WNEgeiC X A Wi, P g, SO
g5, REULMENE e, BEIRSSIC X AR OV
HHEMEE, anedFroFRlRREOWFhdt
Hiud, EIEMIZ FMF MBS L Zifsh s,
BIXRBITIEHEIZ A > TV Wwds, T REMEIH
B R I A oA AP Bk 2 458 & 3 2 11
BB A A THD MESNHLBHEEEELT
WBZENHDHDOTHBFLETHS (B1-a)".

(B4 2 TR 5 ) o riflcHETHEY V%
I—F95MEFVBIIETERZFEREEL, =¥
V00N T v TdHh D M6941, M680I.
M694V. V726 A i i, ~FudEsdtTdho T
H ENZTTFMF &3S b (RIBOEERY
i 7Y B D A= 1: MBI % A F T dEAMEICHED)
B, FNUSNON) T Y MIREEIZLE AL
NAHERTHN, ThEwdoTFEMF E3HiT5
SLETERY., BEROBMEEN-/D 38T *
MTdhoh, FMERIWEROM, & TRl
RAGICMBIFI L BWTE LTS, I F N
HEThL, MEFVBIZTFZROAEICH DD
&9 FMF JEL B & 3l S LB A%, FMF Tla %
WIS SEICR T B LEXH B,

¥ Vi3 4% NLRP3 4 » 7 5= v — 208
BEtELLNRZD EY)CAKEL Y75
V=A%l L IL-18 AR ) & iyt
ko TIL-18 EENTLkT DB LEZHNLTWY
L., anveFrOBHERSYT Z MLEoTR
Y, ANeF AL LMY R EREIToTHM
5 FERA TR A AL, M IL-18HUETH A %
FETTTOWBERD, AT LR
FTHLTHEA MY LEOREEBOLEEY
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Il
a @ FMF FEfC B0 % PRl Lo
b : TRAPS fEMNC 384 % B ubid o> ¥ MiE AL EE
c. d : HIDSHEFNZ B HIFFPERER 9% & MEERLEE
(k4 £ D51H)

), BUEROZOICHIRCTETFE4 R EOR Z L CHIDS #%4ET 505, S EEICH AT
RO EEEARMEL, WThhOHELET % L. HIDS T&HN B JFEFERICIM A THERA
304 F— AEHOIAELRE L L THWRIEENSR B msEEmER ) AN Y BIREZELD
& &b, kb, MEErsbETAND VXS —ER
2. & lgD fEf&SF (HIDS) #4E (mevalonate kinase deficiency : MKD) & %
LRI S FEHE T A MRS AR & Rt > IFEN A",
SSRENENE, BOEAEIR, MEikEREL, 47250 CRP LA %V 6 2 H YL EREY 2 M HREEE
@ HPF SEFERE & W13 0 725 detin AR Ml (544 952 Vi 4GtEE L, 6 MR TORIEL, At ~
BT, WIS TH A, MLl 1gD B EAAEEAY SEREAR, W, T 9 b 1o LEowdhy
L LT HIDS g sh/-a%, #iEL i T DI &7 E HIDS # 8Evy, M-k
&HbH, HMG-CoA 25D 2 L AT 0 — VG RHERH r”w VIR R 2 R L, R
O T < A5 v fEF F — E (mevalonate TR ) VOB P S & G20 FE Bk
kinase : MVK) O {ZA9EEREIR FIC X Z:f‘k':i’iliﬁ’-i-'ﬁé T\*l’/ o R R, METRACTRE
BTYHDH, MVKEMEA 1 ~10%FREE I T [ 3125 5 7 G2 7 W DS FE BRI IR A 2N T A
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-

T4 MVK G 10% Kl TH B, Wi hhy
2Nt A 2k ChfEE (Definite) & 4. A%
(2 & B BRI RIB IR R R A ) S b H DA
WCd b, ZWFREITEA > TV AWV ([E]1-¢, d)".
MVEK fEPEIE FIopk ) A28 m v O BRATIE
WM A L E 2 5, HMG-CoA TR E
WTHhDHAYF DA RAER S WA SN
LA AN YEBORMETHLL VTV /A
Fombotois, € rE) yBELEELS
4T+ 5 RhoA @ GTPase iftkAMETLTE Y »
{47952y —a0EEILL, IL-18 AL T
TAHILAHBILEETHAZ LYWL ER
DY, AFF R THEBEA L ko TS, il
FIEHATO L FO2GR5LAMTH LA A
I S Ty, THED A 50 YRR
FETHwWTFhoB#id 4T, HiHliaHic
Yoo THRFEFTRIITTh CHREEIR S BE L 720
FIASE S TWA, SEMIEIERIRIG],  JEREFRFHE
() L, EEERAST 22, BHEEMEE, T IoAd M=
ZDWT N DEBEFIATTESE & L THHIEESR
L b,

3. TNF SZ4REEBMEERS (TRAPS)
| A HE < & B VibiR BRI, Y
s, PG, BRI L E AR ) RLEE,
LI A PRV, T A VT v BRI o e e AR
(£t HPF JEERE & iEh oRIBTHBY. T30
£ F=2 2D A7 HiHw

g%, BOhVEO WG, WA SR S SLRERRELIE
(B 1-b)", #EWEge - WL I PHIEIE O w9725 6
A H LR B GRS BB O E R AR R L A
HBA) I ERLESEFE L, #iBI B OKGRIEE.

20 WA O RIE, R (ZILT ) 25 HULE
ke 0S5 b2EAMEATHZETTRAPS &
BEvs, Bz AR ORI M S S b MRS T T
B, FRBMLEMEAR L E R ST EE T
SIS LS 2 TR T 5. 2B, AEREO
) b4 RIER AR E S 5 S RIS E R
M ged A VIE A still L L THPESN TV S

28

A5, 1B ORERT A M AR, HRT R K
F9EEIC TRAPS 258 Ty B AT HEMEATEIE S 1
THH, Fhod TRAPS Biv & L ClIE TR
2179
TNF % %4 % 4 71(TNF receptor 1:

TNFR1) # 2 — F4 % TNFRSFIA B{ET DT
AN ERARM SN b, HORIEL
OWESHASRE SN AL o2V 44 3R
12 & » T TNFR1 ®#illash ¥ 2 4 > O ECE
KNATF AT 74— K8y 2 3hphblrnll
AIRIEII MG T A EF AN, LLAER
TNFRI i BefEse et Td v, IEW TNFR] & R
LTMAP ¥+ —Y¥oifitifbx &7z 2 L. 256
(22598 TNFRIL I/ Radic L, AR MY
A3 bay FY 7T HREEEEREOES &
M A R h A ORBATAMET B 2 &7 EAIR T
h, &fiw4 70 RNAOMESMEINTY
29 @A CIRRSE AT FRARTH
A HEORIED 12O - kAR TSH
D A A O 2 BT AAEFIEEEL LT
Wemtg e B L D, AW L LT, S
I3 Y TNFR BAITHAZ Y AN LT MOF
DS S RS, BEHRERERIC X o TH S
RENTHFF R THRMBER & Lo TV S,

B C RAEMBRRE

MEEEI, IENIMAAE Y SO E E L TR S
ORI & ARG TH 2 B4 R
IR, BANBT A & R RME T A,
FAME S B o THEAO L WIERE 2L L2
2. JESTIE L O L SRR, R AHER
& 1) ¥ Wil JE ) B B BE (cryopyrin-
associated periodic syndrome : CAPS) @ 39581 T
B B F eI B O RAEVESE % B (familial cold-
induced autoinflammatory syndrome : FCAS).
< 7o b ZEEFETE (Muckle-Wells syn-
drome : MWS), 44 3L ##E 2 M 55 (chronic
infantile neurological cutaneous articular:
CINCA) SEB:RE, & A\ id NLRC4 FR45E & BEV,
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® 2. CAPSHEMIIZHBITS

W= CHiET A

1. 7UFEY BEEHR#AERE (CAPS)
O ERBFERICHRE (F2)0E &b IZEE,
FEEL, BIENHG, WP 2 ) IEE YR L, o
THREHEEGSHEMRB EMERRERO
FCAS, @ %EmmdsicMRa { 2 S DERE P
A HERIERIEEEVEREL, EEHHELYT I o
4 F—=v A% & vHEERO MWS, @ FLIEMH
FEIEDFRB R DO FEHed 5 K5, PSR
%, Mg % 3 E8E 95 TAER D CINCA FiEf#
o 3WRP S5, KEOEBRTIXIME TR
25 PR O R ER B & 5, I b BR TR IS O 1R
A ETAY. [EGICIABZHERTHZ )4

uy*:_wféAWMWﬁme«%nm@w

BEAEMEISRYZ B X 2 e RV R R T
#HAH. NLRP3 4 > 7 5% — DR EHELIIC
LoTIL-18 EADTTHET S, 1 75TV —4A
ﬂmmwﬂ&ﬁMTaa“

S ILHE T, RIAY 2 BIKSEIR D 5 CAPS %
BEZ I NLRP3 #inFmfrx Le L, #REBME
ERA RO H A, B R E S Lk v
ST ELIR I RIE OFERE O JEAT AL &, R
e, HERRERREE, PARMEEEIR (D - FLEHE

72 MB Derma
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HEIRRAE WAL
(3CHE 10 & D 31H)

B el %, B EEE o WFA») O 3HE O
‘q9mﬂUt®thut¢__f$MTa
WEOMEFRETERDSALNR TS, M
m;b%ﬂh%ﬂf'iﬂﬁ%”*né:tb@
D, ARRBEFERZ EZLTEROEMREY {7
CEOBERMEFRE LAY, Iz oq FRUKEN
OFERaEY 4 212 DEBUSLHARIEL 25
SEDRREINTWRYIZ NG, EHFA 2K
HFTITH I EDBMTEEICEYATATWDS,
[RGB O H 5 2w THEDT LA AEEIR
IR AW L A D, PEEED MWS X h il
FETHEMIBEONR E L D05 DO & W
B BETHoTHL N FF X7 h EHE R ER
DEEFED BRI AT, ENRIIR O R E R D

2. NLRCA BHIE

P AESEAE 0 5 W 2R 0 P 2 1 9 S RIS &
2L, FCAS4 & W2 e 8" 0, JLINHISE4E
O JE M R0 P BT, ATBELS N A BCIEERS 9t - < 2
0 7 7 — JiGE{LE % # (macrophage activation
syndrome : MAS) % & /o9 e e &2 R 2
K% RT2, &b TNLRCARFEIEL TS
NLRC4 BinFO~T 0 G YERERETH 2RI
& AR RS EERETH Y, NLRPCY A

No. 345 2024




i g

T CTPrIoarY

C o R

28

B 3. % - MAHERETEM B0 S BRI
(k16 £ D glJH)

¥ 79V —ADREEALIZ L o TIL-18 DA
7 54 IL-18 MEAATCET 5.

SEIR & UTHLBE - SERRIBRREZ IS, J68A, Febtd
LT YORSERO D B 2HE DL, WA
FLe U T gedieir BB tE, il 1L-18 ®ifili, MAS @
AL 28 HEM EICNA, NLRCS #{z T2 8 BN
2% 3 30 7= 5612 Definite, NLRC4 #{z 712
R EREED D, FEREBERROWT
NhdHrWEHRERTEHB LA2RORWHEEIC
Probable & 23 %

HFFITTOHEHPFRE SN TWED, &R
BB ICid o Tk v, FRICMAS 2535
SEFIZH LT, IL-18 #E&H/EBE IS X 240 IL-18 #f
EOHYMEDPRE TR TWAY, MENEHCRE
O 12 LTHlMIEEICR>TWw AR, HE
H=i% T (activity of daily living : ADL) OEEIT
BHAHIN—t WA rF oy ATE5 (100 M) L
FOMEITRRERS.

B REMRE - mER

AL, Rtk o Jer il e 280k B EU
W3 A BN OERFEIC L - T L5
EHBHTHL, MTIERDHEL LT, EHH

MB Derma
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Mo TH - % - REESHEIEREIRLTLI VA
J —fERRe, o BIROFEFLGREE A L S IR

HLHN, wERSET S LRI 2

S Db H AFEOTFROHEREIE I TRRIE
iR A B EWEET A BIRA KM S IR

jﬂﬁ'ﬂ'ﬁ:’} ko s % R DA, SRR KRR,

Hod A 2 & F OB OFER b ER L TP - I5RE
{3 ¥ (Nakajo-Nishimura syndrome) £ = 77 )V
74 - 7 4 T — VEEFRE(Aicardi-Goutieres
syndrome : AGS) 7z & & &V, /oL 4 /7 —HEIR
R HPIR I BE A 55 5 #5412 adenosine deaminase
2(ADA2) & 384 (deficiency of ADA2) & kv,
BEFBWICTHET 5. HARETOME %D
f‘&’liﬁ” Thsb.
. i - EAERST

JJ/J VLI > 4% | 2 463 12 T R R ] 0 Ol B 9B
(- )N THEAE L, UM - Ao B BBk

% R g, iR E AEMICHE DKL DD,

S s B Rl & L2 BRG T P SRR A AEAT
L. M e T o oM E RN
fiofds S HICHMEbNEEE &729. 1939 EICHE
RTMOTAE»HWESNEBTH LA
A% <. BRoRIRICOAALND. BRIk

e



TOFT ) — LT A EER B5 T s
P& 22— F¥+2% PSMBS 5T 0 R EREGHAER
(2 & AW R Rt EERETH ) & ARFHE
HEEZONLD, HEICE - TL R EED
5, PSMBS8VU oW 72=v F(PSMAS,
PSMB4, PSMBY, PSMBIO)® 797 7 —X#E
KO D ¥ v ~a » (PSMG2, POMP)
WinFOEREEOEMOEBEG SN, 7077
= A M O g E M E B (proteasome-asso-
ciated autoinflammatory syndrome : PRAAS) &
WHENA", BHREIROF e gtttz T
JE O B BeSE R e, B0 R ibksk, v
¥ - BEEE AR ALEEO %, EATVEDIRE PR
Wi ZsE - o, FROERMINLZ2HE -
fidss, BEMRRE, KeIEEE AR LD 9 B 5 HH
L EA He2l2BEvy, PSMBS #{zn T o Bl {51 1
V2P B SR A G 72 856012 Definite, 5 B{H LA
EEThHE, BOREFEEICHB MR = 52
B 7% £ T Probable (BRRMER) & T 5.

fIE70 77V —LREAEICL Y IS F &
LEEAESERLAREA P L AFFHES
MAP ¥ F+— 2 EELT 545, 184 >4 -
7 = 1 (interferon : IFN) REEL £7 5 Ml
WA TH L, FFICREFBOEEFICIBVT,
I B IFN ¥ 7 V28085 % JAK BHEED A2
AR ENTVA™, SESEME KIE, IR
Hin - WEIE, AR EDH B 12TH AT
2Pk Gl s 3) A p e & L, MwRIREN R
Ll b,

2. THINTF 1 - T7T 14 T—IVEMRE (AGS)

R, RN AIRAL, BRI L T
BEE R REMEETH b, TENERE DL 4
# TORCH (toxoplasma, others, rubella, CMV,
HSV)JEMERED 1 2 Th d 5. AUEREIE L5 #,
FFRRNEZe & & & iz, digdMEIRE Shb, Mg
NTHBEOMBLEBRICMbD L TREXL
RNASEH2B, RNASEH2C, RNASEHZ2A,
SAMHDI, ADAR, [FIHI, LSM11. RNU7-11
DY DMIET(ACSI-9) DT IHADOERIZ

28

LoT, BBIEEY 7F b0 1 B IFN JEAED
JUiET A, HORIEM [ B IFN RO CEEE
TdHbH".

AEAEIR & LT o RFEMEMNAE - FEE0Ra - ef7
Yo NGHE - T, B TOMBRESEZ.
IFNa k&, #4779 »¥imo5 5 1HB U L,
WA TOBBERAIRICITM A, SRR
FowFhrlcimBMEELRZED LG
Definite, =415 O fFRAER & B b A R A°
ho THHRBIMMEREF RO LVWEE, HLHNKE
FEHRIEGR & L CARAEIR & AN, - TN - sl
B B omEsMEROWF RN, BENAG
JRAL & 5 025 B 2 58 B By A1 Probable &
T 5.

sl s b LT, ZLIRI A & TR 7 I BTNl 2
KM% EHOBHEREL, BE,IrLOVS
F WAZEO R L 7 A STING(stimulator of IFN
gene) % I — K5 5 STINGI #HE T O BERERER B
R % iR 5 5 A STING Ml i 3 %2
(STING-associated vasculopathy with onset in
infancy : SAVD A A, 3 512, HUKHREE & &
SER & LR 2 K (A5 AGS & i 4
TREXI, SAMHDI, SAVI &3tjiliZe STING1 @
WFENAOBETFONTF OHSULEREBDHHE
RV — 7 A0S D, M) 7T =T
A0 &b S NDHA TREIIRET % 0k 5 JEE
Wl —HAZNTRRLMEUOFE L HY, AGS %
SAVI kA —nN—F v 7T HMBLEZILNL.

nsoEREIVTRDL IR IFN REEZE
L. JAK [HESHEOFEA R EN TV 255, AT
Lo iaEtRIZ I R T 5.

3. ADA2(adenosine deaminase 2) RHfE

P AE SR S A 2 SR 48 & MEIE T 2o
PBTH Y, FNBREIC L DT 7 R N
Yoy A MG b MR A R L 5 % R
SER % FIERE T B, BBL LORIEIEIRE D
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J—iik, DA% ELBEDD. ADAZB|EZETO
AR e J R ZE A X A i (R
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ZHESEBTH Y, MEd ADA2EEOW] & A 7 K
TA2#HL, EHEBAEMEELRASEL LT
ADA RIBFEL Z @& Rk AN, KA =707
U dE, WRIFERES, PR A LICX D B
etk % X 7o THERI D H BT

FEAR L L TR0 E3 53, IR LA/ —
SEMR e OB MAEIR,  FRIER N E O REEER
S5 1EHLE, Wi colmt: (L &I
Jiin ) A 6 R W) R AT 0 A7 A A ML A A T 0 L %2
DFEEOVT LA, P ADA2GTED I
5L T »METFMATO ADAZ B{mT Ok
EHAM T 2 IEBA AT O BEEO RG]
EROWT Nh 2 BONIE Definite, fEIRD D H
1 B H L E & B TEICT 2l Z T AR DOV T I
PO KT, WG R & MEEAT ’2s 2 14Ul Proba-
ble & W1 5.

ADA2 ZEICHERPw IO 77—V hbiib
Ehdias el Ens, FOHEERTICE-
THIBALT 77 ¥ lIEH LA L, Stk Ml
< 707 7 — YOG Y M e AEE S
LAHEEAEM ST v b, RIS SRR Je bk
D JAERHE, B V2 A ZE e i H i L2 LT BT
TNFa BAAZ5 L, H—R R shb, &7
<7 a7 FEICH L TRESa 7)) YR
AT A D, RFERRBE L a2 RO
ZYFDPEEI N TS, AGS & & b ITHEEE
CRENRBO 12 LTHRIEEICZ->TH

h, W=k A 7y 7 AT 85 w100 s &) L
TOBREIIHRELRS.
BbIC

HefERBTALNLEMEIRTHLEHD
SIEtE MR BICOWTIEH L, #2282 T5H
SEMER R L LT, H ORISR RE, BRE,
- M0 ) BRERRE LTHI->THE (N
X FMF, HIDS, TRAPS. CAPS. NLRC4 #&%
fiE, W% - TERHERERE, AGS. ADA2 KIRfEICD
W, —HMERB L2 TR L7 AR %
BRI RoRIZH D, METFER,S
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DD BREHAOETNE LTHEETH S
FREEEAY LS. GHEREL D IREMY &
RO MREAGEA, FLIEE, SRS, S - i
FHE Vo EMIEDHHAN DI AGED &7
WEEns.
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