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MBI EAICIHBIC TR LR D D) SNTEFREDO—DOTH LD, TNOZICEHIZH
WHEEE L TWDEELOEL LRICITAI LD L. SEREZIRTA FI4 2018 1213, HFZ TR
LB e LT, @M, aREERs, 2048 v EEESVERER O 3 EE %
WENTWBA, HE, Cl A Y sy —DREZED L2 VEER ISR FEOZ R - 2B iE T OZ%R
HEE S, F 7R EEIES B CAEPE R O SRR B & LT NLRP12 B d E W Bie i, PLCG2 B
FUR B - S0 800, NLRCA Y FEAS I ST Wb, 8 5ITE, RIRMERBIZIRIE - M4F 0T o i
WEE T Sz, SR SHHE L8 2 83 2 BRI oW THZ D 5 2 LT, fidHil
ZRINIEL S W LEE L BERCAIEZ KRR I LATEL72TH L, #RE - MEREOR
Br X OERSHBT LI ENTEL NSNS,

52 © AcP : accessary protein, AIFEC : autoinflammation with infantile enterocolitis, APLAID : auto-

ShZ LN BT 2 EEMKRE

W i

IS R B R

F—U— K F3RE, BEENEEFE @RESRE, 7030 VBRI BEREE, KIRMES

H T EIE

inflammation and PLAID, ASC : apoptosis-associated speck-like protein containing a CARD,
BIR : baculoviral inhibitor of apoptosis protein repeat, BIRCI1 : BIR-containing protein 1,
CAPS : cryopyrin-associated periodic syndrome, CARD : caspase-recruitment domain,
CINCA : chronic infantile neurological cutaneous articular, CM : cutaneous mastocytosis, Cl-
INH : CI inhibitor, FACU : familial atypical cold urticaria, FCAS : familial cold autoinflamma-
tory syndrome, FCU : familial cold urticaria, HAE : hereditary angioedema, HAEnCI : HAE
with normal activity of C1-INH, IL : interleukin, IL-1Ra : IL-1 receptor antagonist, LRR :
leucine-rich repeat, LPS : lipopolysaccharide, MAS : macrophage activation syndrome, MWS :
Muckle-Wells syndrome, NAIP : neuronal apoptosis inhibitory protein, NAPS12 : NLRP12-
associated periodic syndrome, NF : nuclear factor, NK : natural killer, NLR : NOD-like recep-
tor, NOD : nucleotide-binding oligomerization domain, NOMID : neonatal onset multisystem in-
flammatory disease, PLAID : PLCG2-related antibody deficiency and immune dysregulation,
PLC : phospholipase C, PYD : pyrin domain, SCF : stem cell factor, SERPIN : serine protease
inhibitor, SH2 : Src-homology-2, SM : systemic mastocytosis, UP @ urticaria pigmentosa
(H/N7EE 2020 5 34 : 253-263)
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X1 ERSLENEZET HEDRMRR

P JEt R 43 F R AR

TP A Pk A HAE [ Clfveesy— CINH
(HAE) HAE 11 %1 (C1-INH) (SERPING1)

CI-INH IE'# HAE HAE III & X1 W/ F12

(HAERCD TIAIIY PLG

7 vF¥FFRALALF 1  ANGPTI
F=rv KNG1
JIE i el i B8 e IE  (CM) BFEUZME (UP) CD117 KIT
B2 )58 R it e
OV AN B RS G RN e

S eI AE (SM)
37)3 ; ?ﬁ 1;. % /( Féafiif»,?) FIRMEAT P C 4l (FCAS) NLRP3 (#J* ¥ ) NLRP3
Al Muckle-Wells #EfE#E (MWS)

HrAE R HITEE S R sSE R (NOMID) /1871

FER I BIET (CINCA) FEMR:
NLRP12 BJ# E e RE (NAPSI2) NLRP12 NLRP12
PLCG2 BRI - oz e (PLAID) - HC%E A B PLAID (APLAID) PLCy2 PLCG2
NLRCA4 25 RIEME % B CSEIEmR: 4 (FCAS4) NLRC4 NLRC4

Autoinflammation with infantile enterocolitis (AIFEC)
IREPEZIRIS - MBI Adhesion G protein- ADGRE2

coupled receptor 2

HICHZ EHBOATLREICHHBERL TS
bk LRICIFEEZ DS, HAEREE
FRREDHINRIBBITA F T4 2 2018128V, &
EOMMEE L LT, S FE (hereditary
angioedema : HAE), 3 MEERR% (urticaria pigmen-
tosa: UP), 7 VW & ¥ Y ¥ Bg i J& W 2 5E % #F
(cryopyrin-associated periodic syndrome : CAPS) @
3ODEEMERBENGHRINTVLE. HAEDITFE A
EE CINH 85T 28 BT X 2 585 A2 1l A4 1) A0 5 5 o
ThHD, BRRIIEHZZINIC L D FER3EE G Lk
WEEMIZED Y. UP & &S RMMILE X KIT &2
FORRBMEEIEHIERZEHTH 5755, WHeRiE
BHZBWTHEMIEO KIT ZR b HE T TWw 57,

CAPS 34 ¥ 79V —Au Y7 FIVEEIZ X % REN
ACREMRBOPTIRD L MEENTV S8, R
130 B IERE 2 55 2 ATVl ) 268 2 BiG L 2w
LIRS 7 I 0 F—=Y AR EOAHEDSHEITT A",
W4, Cl 4 ¥ e ¥ —(Cl inhibitor : C1-INH) ® R4
DLW I B HAE OR R 72 B2 FOLER
EIh, My 2IilhoTwEY, F72, CAPS
DEHER T % FIEMESE W H CREAE M (familial
cold autoinflammatory syndrome : FCAS) O $fz#
& LT, FCAS2/NLRP12 Bg )5 I 2y i (NLRP12-

» &
&,

associated periodic syndrome : NAPS12), FCAS3/
PLCG2 B #HLfAR R - 9032 RFE (PLCG2related an-
tibody deficiency and immune dysregulation :
PLAID), FCASA/NLRCA ¥ 4 25 it % S T w
20 B BT, IRENFERS - MAEERIE O R IE
BIOFERBEET D RESNY. Z01E0, KIZFEEA
WO EARVEIMAETEEE - ERBOIE S D7 v
ENB. AFETIE, INOHERELENEZET L8R
PRBICOWT T & (K1),

1. EfHmEHtZE (HAE)

HAE (OMIM#106100) 1%, T % 723k T #H ik
DMBERHIZE D, IS OBk FE %2 FrETEIC K
DR R R R R T H B 24 v
T L OO B R L 7 o 72 AR BRO R O M 1E
19 AL M 2 A3, FUK & % % CI-INH O RIED
FEIE 1960 248127 > TH 5 TH 57, Mk 17 13
WEOFMES L QR L, Wk, i, FHaH
ZEDOEMI X > THRAGSWIT SN 5. FRICHEHE
BIUOLEREOENIEGEEP T REND Y, B
BRSPS LEE b, BEFEIC L &R, R,
TR B AT EMIE L S s, AR iR
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X1 HAE ORE#F
CILINH OfEfl iz © TR 9. CLINHOKTIZX ), #HARICE W TIE C4 DHE IR
AEX N5, HAEnCI ONK & 72 % 5F % KETH AT

INHTELHDH. S5, HEFMICL) FTRR
EhENDL L, BEOHEKA A—UPMGEOE, BHL
ZORBEDOETG OB b LMLz H 21,
HAE %, CI-INH OZHELFEEICL > T3 20 %
A I ENS. TRITIE, CI-INH oZH & L ik
AT L, IIAE &0 85% %55, 11T
1&, CL-INII O3B IR F 7213 E53 2 b iR
Tz, FEY)DK15% 124725, EB5057 4 7Y,
CINH (SERPING1 & {IFIEN %) BIzTONT TES
ERIZE->THI &R SN, CLINHEEONT TR
R XRIYT. INFTIZREZE SN 200 DL Lok
BEEERDH L, CLINHOEAK T2 &I F
RIEFIFEAH TR, CILINH o 70 5 7 — B4 H
WoORERERP TR L B#E$ %", —J, CILINH
O3B E L EE N EF 2T HAE (OMIM#
610618) 1ZHi T, HEICBRE XN AW, 2006 412, F12
TEFOANTFOEGTEI AL Y AR, FA Y E7
5V ADRR TG SN2, Z ORI L,
FoUVOERICHEE L, TA MR VLo THIM S
N5 XII AT (Hageman AT & IS ) OFENR%E
BHBOLZEPRINTWS., S5, WRAHD CI-
INH &M IE® HAE (HAE with normal activity of Cl-
INH : HAEnCI) OFZRIZBWT, 2018 4FITHIARIC
MbbFIAI )y a— K45 PLG, MEE B
EH#MI L7 F IR F V12T —-FT B
ANGPT1, 2019 4RI =/ 4 -1 #a— N9 5 KNGI

BARTISH 72 R B RmAHE STV D77,

CI-INH %, Y v 7usr7—E4 ¥ ¥ — (ser-
ine protease inhibitor : SERPIN) 7 7 3 J —IJJ8 T 5%
MEEEAETH Y, MRk HER (F=—hV 72
LA YR), BEERB X OBEROERD A T v T TH
HHETELTH< (K1), #HikRIZBIF % CIINI
RZIZILTY C4 A% 72 L, HAE O ER¥ETH
A. —J5, HAE OWWHRIZIEF=r—h ) 7 1L 4 Y RIZ
BUIFLCILINHRZPERETHY, XIIRTETLAH
V7 LA UHEHALT B 2 LT, % A LR VE
ZRLMEEREEZFET L7 T V3= v OBFAE
12D 7%A5%. ERRIZ HAE BEIIBWT, FFicgsfidhic
M7 VX VRENPLEAT A EPRINTY
59,

HAE O @) 28821, BaE, b L ORN
DFBD 3 ONNLETH 5. AlREo%s, miE
Hsk C1-INH #5175 b % { #5535 45, Ixilt, IR
W77 TF = B2ZREEPEETHLA D F N b
DVRBINFEHIN TS, avFax5uf Fpx
YA 7)Y TH Y, SRR I EESAURS M4 b
EHSINZ2S, BIEZEALSEL) X7 2H D EHEIC
T ALEND L. FORTIRA K C1-INH 35#] % 5
V7 LA VHERIOZ ST Y F FHEH STV 5.
72724 DF Ny FR I b 0ANT LRI EL, F
B IS S e v, BEHLE R T4 1 0 481 7
B 72014 CI-INH 841 & & 128 F vV — L
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b SNG. BHFRHICIE MR CL-INT 84 &
EBDIWC P TAFFARDBASI NG DS, FORTIRMmEE
HK C1-INH O R THEBFIRHA ) 7 L A ko 7
FTFNTT, TurAFYEHLHWLRTWAS.

ZD LI, HAEnCI O EKEET O EAHEA,
HAE OARE;HAFIHNE IR, F=2r—h Y s
LA VRDIETH LI EPHLNZR)DDOH 5.
Zet%, HAERCI O &BIZ BT 2 % 3K O K REAR
ENDHTEICLY, SHITREMEIEL 2 & A
INs.

2. BEisHERRAE

e A AE (OMIM#154800) 1%, FERTICERE T % K
JE RIS SE (cutaneous mastocytosis : CM) & 8
IWIRED D 5 B PEIRHIIEE (systemic mastocyto-
sis 1 SM) IZK& L AHEh, CMIZX 512 UP, KM
NEGAINAE & OV F A CMIZ T S5 5. CM 134
6 2HEILUNONEIZLZ CALR, 20l ALIZR
BN HRICHEBT 225, 30 205 40 RACO A IZ
LALN, FOYEIF SMICHEITT 2 A7 HE L,
EEALUEmMEEALF 22352 LD
2 UPIECM o TR Z AL, HEROWE
M F o EBTE L, MRRENICIZ R B
9 BRFLBEHAO KR & O BHMIBERE 2 520 7. WA
& < L MR AN, LRI 22 56 7% & 95 BOR
R X THEII ) DB LR, B R
BARIBIC L o THUI SR SR, UP OBWHIHRITD.
—, BZI AR I AR 1 em &8 2 % 0 s
T2 EEET S0, OTF A CM 1AL
R2BEFIZEHELCHEELZZETSHDOT, Wil
FEFICHTH LY. CMIZBWTIL, BT I3ESR
FNCAIEAT IR T BT REMEASH 0, FRICHH I
JEEOEAECMICECELNEY. 512, IBHHI
MHDORXT A L—5 —OBFRI X o T, Wil,
Ko HERTEL, 7F747F-L%2%
ZEDBHHDOT, FRPLETHSH. —F, SM TIEH
B EOFEBN R FRERDIA LN BS, EDOFEIT T
LABMAPLDBERNTHELILERBTE L SN
5%,

CMOJEKN & LT, KIT BIZFORRERRZR )
TR R E O MmN FRD H s A%, WEILAMTE
MERTH Y, MK EFHTIRs R KIT
M3 — F32% CDII7 1, kil & FHA AT R
I ENT T % stem cell factor (SCF) O ZHIKTH
D, ZEEEFOY v FF—BELTEHL. mD
B) 7 KIT % % T & % pD816V &, B A SM i B
90% LAEICFED SN L DK L, MR CM BHICBW

TRFYIFOLICL2BOLNT, B KA SM
JEB & 5L B o /N CM ERICld o> KIT 28 528
HHLEEZEZLNTWAEY™  HAIZ, pDSI6V %5
DA TIL MBI L B, NE CM JEFASEAT
P2 PRI R Z 20D BERRBLY
— PP BUAE W B 2 M ORI T, AFRE
HalZ KITZERDPFEZESN TS Z &2 5, IEimMiasE
MHKITERICE 2 BEMRELEZVHEL L ICHEE
T BTN D B9,

EEIZE ORI ZE RS L2 EOEEREL £ &
L, HHRSTL2ERERTF 74 97F =3y 7t
LTHEAY I VESIEARTY V&7 e
279 . BRRTIRESEAZEL SMICHLTFrY ~
FF—BHEREDOAS T F 2 THIMEHENTWBED, K
FTIEBE L.

3. 7UFE) CEBERIMIERE (CAPS)

KM #8592 (familial cold urticaria : FCU) I,
FWBBRRICERE L & O ICHEE, WA, EE,
FEEEAE D FEME R R BT E G ARE A B R R
T, 1940 FITRANICHE SNY. —TF, EHERBEIC
BRSNS DOREIRE M) ZEMBFEE DB L
ENCTREMHERB LT 7 I, F—Y A% &7
B 5 5 R AT 1962 4F 12 i A IS i & M, Muckle-
Wells JEEHE (Muckle-Wells syndrome : MWS, OMIM
#191900) & AT S, 2001 FICT 5 OB
R E LT, 212 NLRP3 &% S 2 Hidli
BFOERDFE SN, Wk & Nz sz T W,
KRR IRADORKR & 72 5 ) 2 LR <
70 FEY) Y EZMFTENY, S 5T, BRI
SEGRE & OB DB K CRRRIELMEDL S, REOH
#d FCU 25 FCAS (OMIM #120100) IZEH S h
72. 2002 4£121&, NLRP3 I FDZER A S HIZFLIEH
FHE DRI S, 1@MHE%, B L OME %D 3
T A NEBL L 28 A S £ il 2 SR S VR R
(neonatal onset multisystem inflammatory disease :
NOMID) /% 4 L Y& #h %% 52 5 B9 &3 (chronic infantile
neurological cutaneous articular : CINCA) i & #
(OMIM #607115) (ZH MBS 7z Pbrs, 2
noH 3-o0FEELZ ALY, [ UEEMHREZ A L
BEL72ARYZ PV EAHT B CAPS & DO &FAHRIA S
n7=". ERIRIIZ CAPS L # MW 11  & NLRP3 4 4t
DIEE T E R VIEBIOHIZ, FFICHEER O NLRP3 4
HOBMNEEY A 7 2 FE oA R HiE I N T
AV-S

21) A ¥ (NLRP3) &, NKEOLEY ¥ Fx A
~ (pyrin domain : PYD), W X 7 Lt F FiEEHE
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IL-1RII

ZOIL-1B

7OIL-1a

IL-IRa  1L-

sIL-1RI

A
_r—

2 CAPS DSEEHRF
NLRP3 DAF0ZER %2 X TRY. CAPSIZBEWTIE, Y7 F N 2% LTHANN—E1 D%
MHALL, Y27 F V1 OARTILABASWENS. 7u Il-loid B A CIXERNICRE
BL, TABRICHEELTS—I v LTI A2Z LMo NT WS 660,

HEA1 K 2 4 ~ (nucleotide-binding oligomerization
domain : NOD), B & U8 C K¥i ® leucine-rich repeat
(LRR) 5K S hTwa, Zo5TIE, NOD Bk
74k (NOD-like receptor : NLR) 773 VY—D 12T
HHY, SF T LRGSR M5IC & o TNLRP3
WEELEZ KT T 5 &, PYD &h A =¥ &
JV— F K X A4 ¥ (caspase-recruitment domain :

CARD) 25 7% % apoptosis-associated speck-like pro-
tein containing a CARD (ASC) &9 7 ¥ 7 ¥ —4-F
EHLTCELIZTa A= &AL, NLRP3
AV TV —LERET B, £ THEHMELL2A A
N=F 1I2LoT, o LOFKIN TV 7Y in-
terleukin (IL)-1B/IL-18 2 & IL-1B/IL-18 A34) 1) i &
n, R H5WS 5", CAPS D ¥4, NLRP3
DIARYL Iy AERIL, HEWNEA VT I3V — LGN
I & % IL-18 O w2y Zf 3 (K2). HEk
T NLRP3 O AL M IL-1p L XV D ES%
725 L, BRI B 5 2otk IL-18 45
WNIFRB R BB 2 TR & A rpakEn B I23
5459,

Lo & BRADIERZMEST 2 L1 ZB5EKT v ¥
T=A b (IL-1 receptor antagonist : IL-IRa) ® 7 F ¥
v 9%, IL-IRI & 7 7 ¥ ) —& Y (accessary pro-
tein : AcP) W OMNBHMVHBORBMEGEAED? S 2 %
Juatt 7 boiEh, A TREGEIEO D 5 HTIL-18

MEOAFFX TR EDOHRIL1IFEEIZL 5 T,
CAPS DIFIT TR TOIERDBIICKHE SN L DS, Z
DT M5, CAPS OIRREIZEBIT 5 IL-1p O EEH D
bbb 46)~48)

4. NLRP12 BSERIZAERE (NAPS12)

2008 4EIZ, A THWEDT 5V AT T KVv—TE»
5, ¥ LR et @ M R B BGE R O 2 Rk
MHE IR, Z0H B I RETIE, HTORTHE
DICER 1 B OGO RFEIC L > THH, W
i, MAREEEL, RRICERE e/ BERE T
b, WE L DM HIYE O R A R 7z
DA EB RIS L FE & L U D RIEE 4
A U728, BENICRFE I Rro720 b9 1 RKIETI,
WA L AR DR, O, Wi, BYSHE, 77 2N
WEitss, ) v SRR & P O S AR O FE A A L
7o. KB, 5D 12 K FE TORMIIHER % 1) FEE
FAEERI L7

COREBIEYH T T FV— TEEITN 2D,
CAPS & o MMEA 5 FCAS2 (OMIM #611762) & %
fFIF 5N NLR 7 7 3V —OERRFIZL D, NLRP
R EETOANTFOEAEF v AT HEAT T4
VU TERPERETHES NI L5, NAPSI2
EHIHEN B0, hE TichEo 4 RIS h 2 B R
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RREET 30 GhE B SN TV B 25 KL H O
Wi F 2000 NLRP12 & nuclear factor (NF)-
KB Y7 VOWHIEFTH Y, ZERIZE > T O
BRSKRDbNDL Z LD, ANTUEFICLINTUAE
RN & E 2 bz hS, NFkB o EAiEd 5
BVIEBI D W SN TwD, F 2, B A
BRSO IL-1B Tt RBO b, TFHF 2 F
AR &G SN, ZORRIE—EET, HEIC
[EEEFAY NI Ey =i AN

5. PLCG2 BEi{Fig - eZEHEE (PLAID)

2009 4E12, HHEAR ) TR EDOIKDID N2 JE A EIR
IZEBHENDH LT, TORITENARED S &S
NDLEh LGB EET 5, WYt Rt S mE
DEZHNO THE SN, KO RS B %
FOH—THY, TAAF 21— THIBERBRIIEEE 2
BN, FERECRZ M S ¢ RIC S 5 &
FEREVEND. F72, BHOB-VWERICL->TY
EOBON TV WIS BT 5. Earr
PEDALBEIE T RCTOBEIEED B 25, MR 12
SUTOEFZ LIRS Rn, GlonwEles %
IS 2 LINSEASEN 235G 03 5 5, &5 NG % £
DI EHE 30 S ANICIERT 5. @E R 6 H AN
FHE L, 30 a5 L ®ET 528, EFEERITHEL.
INLHORErG, ZORBIIEFEDOIEA RN
LT & ) FCAS & 8 5l & 1, FCAS3 (OMIM #
614468) F 72 13 FKFRME SIS RIS (familial atypical
cold urticaria : FACU) & &) 7=,

2012 412, WACHE SNARREEL 3SRROM
LD, KIgA - IgM B X U IgE MJE & KRS B
MR - natural killer (NK) MRZIRA % £ 5 BAEPE R&Y
SiE, IR B CURB R WEFEIE T 2 & O RIERE O
FHEPHS P E o2, S50, HERITICL - T
PLCG2 BIZFOANTUBREHET Y — ¥ a Y ERENZ
DIRKHTH 5 Z EHHBH L, PLAID & OFEXDG- 2
57, &/ AK Y 28— €C (phospholipase C :
PLC) 7 7 3 V) —OEEF S, Ml ICHFAES 50 el
EIAKGMHL, VTNV Yka—LEL Y b=
SV UBEERLTAN Y Y ARAREELT 5. h
Tb, PLCG2 @fz¥#2— K35 PLCY21ZB - NK -
M cHBELTBY, ST/ KTV
FF—ErENL2P 7P VEICES T 5. s h
ERIZVT DL, B CWH B % B Sre
homology-2 (SH2) K A 4 Y IZHEETDHH, TDHOFAA
Y EKRIET B E PLCY2 @k A KR 28— BiGMEAHE 0
FTHLILEIRENT VS, EORRE, B L&
BARY 7 F N OIGEALD 7212, R L GEMED

% AT 2O L, 2RI 20C THE)
PSR L, BESHMBORRE 2L EEzHN
%W,

—h, 2012 4FI2IE, S HIE TR % CEFERED
HKIGFE X EH ISR LA, BEEEREE, 5
Wege, WVRIPEMG S, PO, IRFBISHR &2 PRk IgA -
TgM IL9E & ARSI A E Y — BN & NKT o %
A7 R0 B IRBI S S 2™ g, FLEIIE R
FEKIRE LB A, R T % &/NKHER I % 1 9 AL
FREE 2L, BRASCHMRERZIIL 2B EZHD KT
IO H%b. &Y —AMITICE Y PLCG2 EIZF D
ANTFOESEI ARV AERNAB IR, 512
lipopolysaccharide (LPS) THIM L 7-ZRMaiZB W
CNLRP3 A ¥ 7 9%V — A& L7z TL-1B O HIiE
H2RBH-2ehs, BEEREADE PLAID (Autoin-
flammation and PLAID @ APLAID, OMIM #
614378) s s sz WS NIRRT
SH2 F XA YICHEET L. WTFhopii b bt 1L-1 #ik
DORMPIERER T, PUEIIRIH LT =7 a 7y
TR LE LT R b NS,

6. NLRC4 B&IE

2014 412, FARFEE O BRI F 2R B B & 1 9 %8
GERRE T 3 RIS D7 - TEMELET A ARITOEK R
DIFFIZE Y, NLR 7 7 3 1) —® NLRC4 Bz T O~
THREEI ALY AERPRVWIZE R, FCAS4
(OMIM#616115) & #fH1F S /=", NLRCA &, 77
7 REEIE D IR 537 Td A NOD2(NLRC2) & [H U <,
PYD Db DICCARD b EE 7o h A X—E 1
CHEEAEL) B2 E6IC, MEOMEORSTH
577 x") rEiEi#$ A neuronal apoptosis inhibi-
tory protein (NAIP) & ASC £ D&XEEHLTA V7
<V =A% L, IL-1B/IL-18 & iHHAL - 53 %
ZERMBNT WY, NAIPIENOD & LRR & D
NLR 77 3 =51 TH5H, PYD X CARD Ofb
0 12 baculoviral inhibitor of apoptosis protein repeat
(BIR) #=#F%H, BIR-containing protein 1 (BIRC1) &
LIS, CAPS &gk, FCASA TIFAENIZL T
NLRCA AR WNCHELIRREICH O, 7 v IL-1B/IL-
18 BSFEA X A2 & F IS TL-1B/IL-18 2550 1) 1 = AU
HahzatELON5.

=77, RIS, STAERBEEOKRELZ LD ks
JEINESE 2 & B LS R LBk, 7 =) F 3
R EHMIEIC L > TEK 2 HTRELAZER
EEULHTFHE, FMRCILEIICY a7 7 — V%
it % % ¥ (macrophage activation syndrome :
MAS) 25 LZDH% b E MAS Z#: 0 K3 0%



BRS LN EET 2 BIEMERR

NLRP12

259

-1t

IL-18 1

IL-1B, IL-18 1

RxC> M leucin-rich repeat (LRR)
3 EUSRAS> (PYD)

[ XYLAFREEGUES{ER 21> (NOD)
0 HRIN—EYZIL—RR A1 (CARD)

88 baculoviral inhibitor of apoptosis protein repeat (BIR)

K3 NLRP3, NLRP12, NLRC4 D> ¥ FIVGRE
BZEETFORENGEATOERE X, 4 V793V — L% EHTRT. NLRP12 13 NF«B
OMHIHFTH AN, FMICL->TIEIA v 7937V —2 %2R L TILIB AT 5 L%

ZHITWWD 60,

BHZBWTYH, TNEFNNLRCL BIZTORL D IR
Y YV ABRONTUBEAEPANZI NV o
ERICBVTY, BE- <2077 —Yhbo LB/
IL-18 A o x4 a b — ¥ A LIIEIL 5 MFE D TT
M2 B, FCASA T T & 7225 & bk B me A 1
R L E 2 b7z Autoinflammation with infantile
enterocolitis (AIFEC, OMIM#616050) & D% B4 A
5.2 517225 NLRCA HEE DO X o THMHE L &
N, BEOFEREFEROXNCERETH 2 & OH
EHEEILBETAHY. RIRTIE, FCAS4 & AIFEC %
fhE T NLRCA B & AfHr o, MEEEC
JERED—D & L CTIREEHICEH I, Thbil
EWRBOBERE RS NLR 77 3V —=5FDv 7+
WZZIZDOWT, M3ICE LDl

7. IREVERS - IEMHZIE

IRE RS - MBI, HEORITOEREIC
Lo THERINDZEWE - MEMWFET, 1972 4EI12R
T —=F YD AMRITH L RRADVME SN (vie
bratory urticaria’/angioedema, OMIM#125630)%. %
LWCIRENIC & ) B RBHT - @ o#ift &3 2 L
LdHDH. I5HIC1981 EIZ, REMORE OIRE) - R
AR HEWALBEATE S CHEL L 1 IR DI 3

B LN Y DOFRDBE S, B DOERIC X BEKRR
9% (dermodistortive urticaria) & FEENL 720, RBICH
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Hereditary diseases that should be differentiated from urticaria

Nobuo Kanazawa
Department of Dermatology, Wakayama Medical University

Summary:

Urticaria is one of the most common skin diseases that can basically be diagnosed with visual inspec-
tion, but by this reason, one may fall into a pitfall while he is diagnosing and treating a patient as usual.
In the Japanese Guidelines for Diagnosis and Treatment of Urticaria 2018, hereditary angioedema, urti-
caria pigmentosa and cryopyrin-associated periodic fever syndrome have been picked up as urticaria-
related hereditary diseases. Furthermore, novel genetic mutations have recently been identified in fami-
lies with hereditary angioedema with normal activity of C1 inhibitor. In addition, NLRP12-related peri-
odic fever syndrome, PLCG2-related antibody deficiency and immune dysregulation, and NLRC4 abnor-
malities have been reported as familial cold autoinflammatory syndrome-like diseases. More recently,
the causative gene for familial vibratory urticaria/angioedema has also been identified. By deepening
knowledge of these hereditary diseases that should be distinguished from urticaria, one can not only
make a proper diagnosis of rare diseases in the early stage to prevent serious attacks and complications,
but also understand more deeply and widely the pathomechanisms of urticaria and angioedema.

Key words: cryopyrin-associated periodic syndrome, familial cold autoinflammatory syndrome,

hereditary angioedema, urticaria, urticaria pigmentosa
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