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XL : X-linked inheritance, AR : autosomal recessive inheritance, AD : autosomal dominant inheritance, MAC : membrane attack complex,

SLE :

11)
12)
13)

14)

15)
16)

17)
18)
19)
20)
21)

22)

y ic lupus erythemat MBP : M: binding protein, MASP2 : MBP associated serine protease 2, SNP : single nucleoride
polymorphism
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BB L VTODD THBEE I

=
=

=
BB, B EDIRRIERZETRY D,

MR =4 SR ARA &

EONIEMAERES, BEFRECOER, DF D BRIEPEMESZHDEVFEETHDFRE,
EAMEOBCSHEPIRSEN T MR RE 1L

Key words
BN RE
cryopyrin BERE BIEAEIREE
RNt EE
ATV~
IL-18

SR D S 3 T SR IE M IRE

e B

T ES BE &

E 'Er""l*

CETERDIIONDERRECTHD. HONEMERETIE, SREBCIHFYNBREERZEH D
ZENBVN, REBFIFRENGETEDTSHD, ENOHTHERESZIT DI LIFTERN. KB
RIFTIHL, ZOMDIRFRIER, SEREMRICIZ, Y1 Mo 2707 7 A ILOEGTFIREZ
HHSOETERIICEHZITOIAENDD. FETEFRETHOSNDHEERRZRNIEN S,
BHENEMERFICE DD DIREMIBREZDOTHHIT .

(c

VAR, JEHZED TWAREICH SR
e LN 5 —EORBEIIAET S, TO
% {1, HAMEORIEZE S /01 O]
WIZX D FRRET HH—HENTH L I EDHS
hTBY, ZORTHENEEFPHEICERS
NTWBEMBITIE, cryopyrin BY LR U] Bhe %
#t (cryopyrin associated periodic fever syn-
drome : CAPS), FKEMEHpiE2y (familial
Mediterranean fever : FMF), TNF 524k
HE W BGERRE (TNF receptor associated pe-
riodic fever syndrome : TRAPS), W IgD fief&
# (hyper IgD syndrome : HIDS), Blau i f&#
RENHD, FNTHREFBREIMA IS T
Wl LTHITFoh5.

—7J5, BHEHOWEZHH L Ty HARAE
PEREfERE L b SR BB AL L T 5 95,
2011 AR IR 2 © 5818 &S 7o v - PE A RE B T
DEMLMIET PSMB8 21 L E L, KATH

* IRBAFRPIEEFRIAFRNTRAER
T 601-1194 IRRRUFERHHIF 1-1

1201

R FALEEF PO PR ) o0h 5.

HE KAV BERE X, BEOEDOMER, >
T 0 e NS 2 P b e WA O 5
B, BM%, KB EDOHBERIERERT, B
B &R0, — BRI EIM O B D hikR
PURRERY T MIRDUS I S hz vz & as
BRI RDORE L F 2 b h 5 BEE & O
HThh, HEREMEREDOERETLH 5.
& B ERIZZ < D B RIEVEREBERE T A
ONBREIRTH D, ARTEIKRETADNS
B R 2R S, HOSIEMEREEC E
Db LR &0 THH T 5.

(I 1vo5vy—nmexs

1. cryopyrin BEEEAEEIREE

© CAPS i3, ZDRERHARD EAEE IS LT L
TO32DHBIZHITOENE, UL, FEEIZ
IO DEBIFIZTEIEEDANRY T 4%
ELTEY, W 3 DOWMOWTRIIHHE
ENBZHERTELVEMADHAING. T
NHE—FHERETORBICL D IGET HHKEMR
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TdH Y, NLRP3/CIASI #iz ¥ EKEET
ELTHESh TS,

CAPS ®i##iZi%, IL-1 B3 (anakinra,
rilonacept, canakinumab) DAEIVEHE
hTwsd?. 2?3 % canakinumab 13 2011
FE9RHICARTHRRBRINEHTEEL oz
B, BEBEDOTREATHL Z LHBKRE M
L BoTW5,

a. RIEFEESBCREMLERE (familiar
cold induced auto-inflammatory
syndrome : FCAS)

RIEME % 2R (familial cold induced
urticaria : FCU) &3 Xi¥hs. EWNTCOHE
Bl BRER L B L CEFNTH B, O
ZLIXCAPS3HBOHFTH o & bWIED T
B, BHPRBITINTYBEHNRE S FFET
20TEEVwRh LSS,

ARBNCRAEL, NRBRICL ) 2HTEOHE
FOEEOFEMRB BT 5 L 3B D,
BEOREREZMEIFHLH L (B1-a). K

1202

1 CAPSEGIDRBEBEIR

I FCAS BEDEBIR. BEEOKRV
BEBHDND.

| FCAS BE DR BEME (HE £8).
FFERBEICFRERDER L TS,

CCINCA ERBBEOBMERE. B
EBDEZEBRLRBUEIALOND (Ak-
sentijevich | et al, 2002').

JEMLER HE Jef0ClE, BEBETICHBROAL S
TR EROZMATED S b, BIRENZ &1
bbb O UEMA T, FREMICE L
WKAPPREZHPIFHTCH -2 @ 1-b). 2D
Tl RBOBIEA AL LNDEZT, 3
T BBORE, bol dZOHEBOBRE
METFTHZ L5, FIREMEICBWTIL-18
DREEFFERENTHLZ NSNS, F
72, SO TFHEANOUFRROFEICIE, #HHEH
WCHEA STz IL-1B 12 & % IL-17 O AH
HBLTwaLiEllzh, bhvbhofEL i
BICH SRt T IL-17A BRI E LT »
5%,

RBEDAOIREEIR & LT, J8#, HREREIR
o, BMigEED LA H b, HORIEER
BERIZOVTH - & TR TREBRI S IHE
BE7I04 F—Y A THhbA, FCAS Tidh
PEBE IR LR W E S D, BT, Hoff-
man 5 DRET LR W EAEIZ I DTS
A%, IHMICIE NLRP3/CIASI BIZTERD
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AHIZHERT S, LrL, FCASZHEDITX
T O CAPS IEHNZ BV CTHEETFENIEHY T
EHbIFTIELEW. &{IThotspot L EN B
exon3 PIAE® exond R exon6 (Z @ =14 A8
AT 20", e F A 2 EREAT
LAREN A5 0RENLETH L. £
7z, 2009 ‘£ 2 NLRP3 ol % FTd 5
NLRP12 O @{EFERICE - TH FCAS #3¢
fET A (FCAS2) Zi&#iiishTwna?,
IS TRTEMH L CHEMETENIME
S vBE, BEEMLEROMRZFEL,
YA MBI VRN -V EGHTHIEND
WriZAHJHTH 5. FCAS HBH O AR i HiA% Bk
- (PBMCs) &, 30CHENKRTH#ET 2
LT, BHEOITCHELERELTIL-18%
IL-18 DEAREDSE LW 5. 51T, #
w9 % CAPS 3 3B ORI & DRI
M IL-18HOWESHFH THSE. FCAST
W, g IL-18 filld A Uy GEF1ERE) 73,
EREIR I L FRR I IL-18 i LA LT
l/\%)“),
b. Muckle-Wells fE{®EE (MWS)
PR, FLBBICHE L, RESSE FERR
FEYE DSBS R E, BTG & 5 W IZ B 4 A3
AOLNBRBTH 5. FYERF IR IR E &
P b BB, R, FEROFEHIIH
GoHTLLMRLEWI &%, BiERo FCAS
EOMMENTH L. TR E LT
DR VEMEDS R TH L. BT I uA
F— 2%, B5%BREOHETRET S L SN
5% BHCiE, BEKROMEFA AL YD
kR (ELICIL-18 % IL-1Ra) A"B#2hk b
HRRAE IR, S RUEAEVER FEVE B 2 (sys-
temic juvenile idiopathic arthritis : sJIA) &%
L, CAPS3HBOH TS - & bl &2 %5
HEEDbRNBY, sJIA TR IL-18 fHAH
CRfix & D (BT~B 1 pg/mL) 2 &I
FLT?, MWS @ H Bl o g 1L-18 i,
ZFOUVLARVETHOEAEALNT 1,000pg/

1203

mL§THo72". F7-, BEmMEREEEL
BRICHEAE SN S IL-18 DM ED ZHIICEHH T

HbH. MWS R, KRIZHB 5 CINCA JEfERET
&, YRRy AF4F (LPS) % EDWHE

KBS /88— (PAMPs) 1 X 2Hl#e,
TR BEIMA % < TH HFEMIZ [L-18 2%
CEEEINS,

c. B3 REIFREMERERET (CINCA)
ERE (B2HVIEERIRESHEE
WIEMER, NOMID &b &KIEND)

CAPS3HHBOPTH o L HERETHY, £

Bk e nd. MAGR IR S5
FREEEDIMBLL, FFEy B (WUERZe,

WRRE) 28T 5. BESOFHL BB (R
1-¢)™, MBCKMOBIBK 2D . Sz
I BPEL A, PRARSR O R D Y
MPNYEREBL S, AR, A, R eI,
AFNFHEASA DN D, KEIEERERL TAPA
HiloBEDdH L. 0F ) HEOFHBHKE
& PR R AR O A AT MWS & D AHE R &
W2 5bH, RINOIIEDOFRDOFR, LIk, EF,
g, MBS T7TIvL F—Y 228007 5.

BWrE, ERIRMN 2R 5 CAPS 3BT
EbdobRHEMDNEY, #izT2ZW, Wi
BOYA AL v TaT 7y £ VBITIZNZ,

LPS N @ B BRI AE O 4 (1 A% i
ﬁ?fkﬂfﬁ han?,

% Exicdiedilasyiia

UNLRP3 & 7 b O b 55T Ch
% pyrin & 32— B3 5% MEFV @15 T OREH

BKE s b, HEEOHAREMERFE (2
¥ U periodic fever with aphtous pharyngitis
adenitis : PFAPA Z W TC) O Th o L M
AL, EREARSIEERERE 8398

EUHEEBEO LI CAZLIRRAVTET LI L
R, BIELERPATOESED 1 AT L1
EISNEWIEFISAONE2D, B ETHIK
IR TR T2 LPEETH L. KL,

FMF BE CHE S5 MEFV O#{E 1AM
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® RREHFBROZIELE

KIEH
MBI ERE THHIE
1. BEER (RSOOSR IERERAEIR)
2. BB (FEAMEOMER, H2ULIF0ER)
3. BAE (BEROES, EROES, ARMEOBRIEIA)
4. FERDH
/NEH
1-3. BITO8u%E 1 HFADZFhL RO R R RIETCHE ™
1. F&EB
2. B9
3. P&
4. FEROTRBERDD
5. JIbEFUDBER
HENER
1. RIEERPBROREED &2
2. BHEEREOANETHS OARAVRIZYA FSTAN FILXZFA MLOA)
3. 0 FRETRAE
4-7. BIEORH
4. BETNY NEEDPYUE
BRAICERT A
FERD & - 7= < BRUORIERREDIEET S
Bk, ik, MB7IOARNA T TV GV EBEORERICEEDNHS.
K> INTR, MROBEE
S2HEE 2NREXORNETHENZ 2 SRED R
10. BMRASMEEETH

© 0 N OO,

REH 1D, /NEE 2D, HBWNNEB 1 DEFBNER 5D, /NEB 1 DEHBIER 1-5

DOE A DEWETIHE, RIEERPBANIRIFEDOND.

TAELRECE SELULEEFROREDSSY, SSCLULORREMNEDREETHY, R
AR 12 RD S 3 HETHDHD.

SRR, BENLRECIBERDIRETIUTO 1 2ULL 2 DO/EER
TRETHD. ORMAHS BCLUT, @ RAHRES 6 BHELITHS MG 1 BRI
W95 OEBEEOHBICEBADED ONEL, @ RBUDENHEE © XER
THRE S NEBILS O BB

(& <IC exonl0 BB CHIE SN B FEER) A3
FEREERINA R CH D, NLRP3 IRAEEDD
ASC AT A ¥ 7 9w v — 22N T 5
Z oS, ERIBIE S h TR EEN
DFFIZOWT, BRO—mHPPL Iz Eh
7-:14).

ZWidkie & LT Tel Hashomer clinical crite-
ria L LV HRE (R, BAEERIE,
0TI LEALTHES, LXITERKTO
BREBS A DN 5. FEIEE GEEIN X
12~72 W B CRAEMRIEAE), BB, M

g%, DAMBS, BIiRE &2, LI, MY
B B B VIZIHEIR SR RICHD bR B
ZEPNBIRETH D, K TH LS ILHE
%7 FMF fEf)iE E148Q 25 & M694I & %
BWEHATFOEAMEICAHLTWEY, Zhisto
IR E I D% (E148Q M4, P369S,
R408Q 7% &) % A3 % AEF) Lt IR 2 A IR
BT ENZNT,

FEREIRE LT, T oM EMEEZ2ED 5
LR, BHCERBEMRMOEBEVEIT S I LN
H»%. F72FMF OB TIE, IgG % IgA Dik

1204
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FXED LW, MEREND C3 DL
ENTw3® FMF Tho L bERTRES
PHEIXE T I v F—Y A TH L. BRYIER
AT B0, AL EDTIEASET
FAE S B (R i 2 8) HAEAET
B, e B, BUW, TW, BME RN
WD BB % £ 5 BIEVEFREMENIWAE (pro-
tracted febrile myalgia) & L CHE L7234,
SJIA L OERIAUBTIZ R B,

BEOIE, R aveF URERT S S
EBHMONTEY, Bk 1 HE L LT 2
Ve F UBEHTHAEILE” BERHIThTHWS
s,
gﬁﬁﬂ’ﬂi IL-1 BB D RADN TN S,

3. & lgD EiREF

C HIDS &, E#M%ARMERD Y 7 F N
v b =7 ORFETIERL, BRERBRE
WED 1HEBTH D, T L AT a—RHHITHD
bAMFETHHANT VBFF —F¥ (mevalo-
nate kinase : MVK) OREIZL D RBIET 5.
AT VBRI S VAT O —IVEIRICE BAH
BRI EY TdH 5 geranylgeranyl pyro-
phosphate (GGPP) %%, £ ¥ 7 9V —ADik
PEABIZ & 9 TL-18 A%pE 4R & 2 ks 2 Wil 5
B LAHESRTEY, ARBTIEAND
YR DARH R O WK X B GGPP D
PIZENA 75— ADNEHALT B 2 &8
WL EhTn5,

FEaaR i, FLIRH (12 A ki) 3% .
T 7 F R RGBT &L, W
JRPESS S, N, WERE, R, U P OoSEERR,
FrESRE S, M2 2729, 73IaAf F—v
A0EMEENTH S, Filne & HITHEFRICH
REMTHE SIS, Hilst 512X 5 103 flod
RATIZ X B &, SAEIRIZ 68.9% DIEBIZZ B H
ALNTEY, ZLRHESIRESE (maculo-
papular rash) THh o7z MEShTWBEY,

KEBOBWIX, MVK #ZTFHTCiibh
Bh5, R AT YEBOER, MVK iStEoN

.53

M694V BHZFEREH T 2B R LD

No.9 2012

EHEHTHSH, EBITREHLLT, Rpx
N VBEARE R DEEORABBESNT
FHRIBTE 2w,

WBHICIE R 7 F ¥ REAVE R B REp] b A
T AN, WAL ERD ALK, IL-1 HERR Y
HERALNTNVAS,

1T 5V~ LIBRERE

TNF 28 EE IR EIREF

REWLETANG V FEE S XiTh sy, &l
RENIERNZ AL TB Y, ENTHBHEIA
SHTRDHIBES AT B, 1999
Kastner 512 & - T, TNF %4k 1 % (TNFR-

-1, pb5) &I— FLTw5b TNFRSFIA DR

1205

PEREEET E UTRE S % et sk
HEEROEBTH 5.

FIEERIZIZ T EE T, P10 K CTHIE &
Iha. FUNTE, WM, FHtkiesd b
WIZRBEMEOBEIRE S, TN, MIEL, IR
PRIEZ 2729, Bfikd ThicALhS, E
Bz, FMF FEEE7 394 F—Y 2A0%
FEAHEE 205, SEAFEICHEWRET 5 RE
P (BLEREMEE) P ERIRNEEO—D>T
»0® (H2-a), WP¥IIC Weber-Christian
FZHML L 2Rk 2 R 7Rl D i s h
TwWa®,

ZWHTIE, Hull 512X o T 2002 4E TG X
NBRIERICE DV BREENH L
575, HHRMMASLEEN T 2D
SJIA L OE PR Z L23H B, FIAERK
Bl o B TNFRLIA2ME T3 562 &3
ZWO—C% B, LRTEEVD, 72
TRAPS # ¥ 1h 3 PBMCs # low dose ® LPS
THIB L 72T SN B RIEEY AL AL ¥
B, BEALVABRICEVWIE I HESIIT
v Z)26).

BHICIE AT L FEPSEMTH SHH, R
Bld% {, TNF-a BHEHE (etanercept) < IL-

-
L
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o Q6 T oM

2011°%)

-

FHEAESEATIRA LTV 5.

). PAPA (pyogenic sterile arthritis,
pyoderma gangrenosum, and acne)
FEIRE '

PAPA SifihEiE, Hdeto gt lABR 0%

BTHY, PSTPIP1 (CD2BP1 &b Xidh5)

DORFEIZELY, FMFOEILY Y7 CTH 5B

pyrin OREREHIEAWERE S 5 & & TAB IS

W RIERAERT B EEZ LR TWAET.

K2 FOMOBCKIEERBEOHBERR
 TRAPS SB35 TH O N/ BIREHEA (Hull KM et al, 2002%)
| PAPA JEMZBE CH D N/SBEBDIBEMME (Brenner M et al, 2009)
| Blau IEEARBE CTA S N RBHBHFRIZ (Tromp G et al, 1996°")
| DIRA THONEFHARMICHAT DB (Aksentijevich | et al, 2009*)

DR E-TEAEER TAON DR LEI KL > AFBERERE S (Arima K et al,

LbbZORBHOBY, MWD MR
TUCTHBIL, WEIHMERELTT 7 A,
BORMEREEZ R T A X RE (E2-b)?.
BRIEVERR R SE EIRIE, Crohn 7% & ORIEMER
YRR BER, FIRG % &P 2 IR RIY
LBWRETH D720, FEBOBHRLL IR
7w,

R, AT uAf FEMEHSNED,
HRCIE e EMZE (cyclosporin, tacrolimus)

1206
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AW B (IL-1 BESE, TNF-o HEE)
BB BTV B,

8. Blau fEREY/BEEYILIA R—Y R

- NODZ2/CARDI5 #1%-T O KB HE 14 K 25 1
A, REBOFERE LTHBEshAZ T,
¥, #H R BEEEEERE S TE 7% Blau
KEBERE L, MEBITH B EEEY VL F—
APBFE—RETHoLZ EDBHLNIT R T
Y. MW SRETITRAEL, REIHBE K
At i O WA TES B 2%, f RS2 (R
2-C) AR D 3 EMTH S, HMAERICX
DB HIFERPER RS S S, Wl
B Y > 75tk (bilateral hilar lymphaden-
opathy : BHL) ZfEb 7w,

BFRICIE, A7uf FESRBIHIZE (me-
thotrexate, cyclosporin), TNF BH 384l
BB, HE, REBRISHT AT F<A FD
HHPEDERShTwE®,

F72, NOD2 OEREREME R FL W &
Crohn WO A 4 TH 5, WIEH 245k
SEVEREBOFMEEET L LTIL-10 BLOZ
DZEREFHFHEINTBY, Thd b HEORE
PHEBERED 1B L ShTwaY,

4. IL-1 BEGEF S IR MNRISE (defi-
ciency of the interleukin-1 receptor
antagonist : DIRA)

2009 A S M7z B BLod B O JE P i o
HThsb. %< oHCIIENERIEOMBICIX
IL-1 OBFREAEDBEE L TWa2S, REBTI
IL-1 %2 F5PibHE 3 2 WKk D IL-1 2854467 ~
yd=A b (IL-1Ra) A3KIHT 5 & THRAET
B RS IEEREETHD 5. BRRERIE,
HrARINTIET 2 M (pustulosis) D
M O RE~ORIEN 2 ERSA SN (B 2-
d)®, SHEERO R H AR CREB X UEED
HJE, % B hE b BRI, AR e R R
(acantholysis) 2O BNE. FBHEDLH
L<, CINCAEBRIETHDONS L) K]
TR ORI, ok, Rt

WL FREMELR ENRHLND.

H#EITIX, IL-1Ra Z 4T 5 72 anakinra
PWHIHENE CTholz b MBErEhTnwa,

F 72, 2011 4Ei2ix DIRA DL BASH 72
B shTtws, SnURREETERO BTG
7 & LTIL-1 OfF;FTdh 5 [L-36 DF;
PubH# K7 IL-36RN K4HHE (deficiency of the
IL-thirty-six receptor antagonist : DITRA) %%
s>,

B. mig-FEAERE (Nakajo-Nishimura
~ syndrome : NNS)

NNS &, < i 1939 SR ITHRIC X o Tty
BN H et R B YRR B N OBVE S PEye
THHY. HOREMERIEOEHE & il
L, J#, duEikeE, R o248,
R PEIRIE 2 (B 2-e) T ShBA
WEAOEBREEZ LTV, IEKK
5 b FRURRIE R Z 77 3- CANDLE i 5,
JMP SRR THE SR ALTY. Zhs
SHEBORMHEET VWIS A TuTF
V=A% Y5 15f PSMB8 TH 5 Z LA
HEMIENTEY, HEKEEREREDT—
7 R— 2 CT¥H 5 Infevers (http://fmfigh.cnrs.
fr/ISSAID/infevers/) IZHIEE T 5.

HORIETHIEBRED 9 B b o L b HENL W
$HIL PFAPA Tlidd %A%, 2 PFAPA i
HESIEVEREMRERZ, Bl 2hZ s
WM REEEEI 2%, L L, KBH
WIFIEERN L DOTHY, THLOATEWT
5l TERY. &I SJTA/B A Still %
THALND LI LRKEEL CAPSZIZ LD ET
% H CHAREVERE TR TR O B2 5 13 88 50 25 IR Bk 2 35
BELERLNLDT, EHEIZFTERL, 20
DOERRAEIR, SHRARRISIZ, 14 v A4
a7 7 4 VREETREE A DYl
YICBW 2T ) LEFD 5.
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