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Autoinflammatory syndrome
Hiroaki Ida, Katsumi Eguchi
First Department of Internal Medicine, Graduate School of Biomedical Sciences,
Nagasaki University

Abstract

The autoinflammatory syndromes include a group of inherited diseases that are charac-
terized by 1) seemingly unprovoked episodes of systemic inflammations. 2) absence of
high titer of autoantibody or auto —reactive T cell. and 3} inborn error of innate
immunity. In this article. we will focus on the clinical features. the pathogenesis related
the genetic defects. and the therapeutic strategies in the representative disorders including
familial Mediterranean fever(FMF) TNF receptor ~associated periodic syndrome
(TRAPS). cryopyrin-associated periodic syndrome (CAPS). hyper~1gD with periodic
syndrome of pyogenic arthritis with pyoderma gangrenosum and

fever syndrome (HIDS .

acne (PAPA)L and Blau syndrome. Recent advances in genetics and molecular biology

have proceeded our understanding of the pathogenesis of autoinflammatory syndromes.
Key words: autoinflammatory syndrome. autoinflammatory disease, periodic fever.

inflammation. inherited disease
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Familial Mediterranean fever

Li—k BEHES

Kazunaga Acemarsu'2 and Kiyoshi Miara®
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ORFE{Eib-hBE (FMP) 12, AT & 2 RET 5 A KLEHRE (autoinflammatory diseases) T 5. HEH
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(Tel-Hashomer criteria 2 wE)
1. 12 BpI~3 BRISE 38°CHL EDRRE 3 EILLER
hiEd
2. RBBOFMHEERELT,
a. JERBMEOBERIC & B HEMN
BORESS I & B AR
BOfn 4 (RBAsn, REBOEN, RENBIE)
DR
R
f. BERIC X HEEM
a~f D ThdEHEH
3. FEHEFIC CRP D7 204 F ASAA) % £ REE
BEREOERL LREED 35, SERXMIE
IhoiElkT >
4. aAeFrOFHPIRICE > TRIFIHET S
DEEEO 1L, 2~ OvThsrE 1 HAN ERED
BEEICE.

o Q6 o

[rﬁgﬁﬁﬁ(ﬂ?ﬂ%)

FMF ORISR, FRKRICE DR Fih,
sERE SRR & L C DI - Bk - BEfiR D S
¢ HEEHE - B - B CH B (R 3). HEERY
{, BHIHLaESERELET S, UTR,
BuRUEY FMF ORI R %2R 5.,

1. RIERH

FMF DOFFEEIZ 5~20 RIS 28, SRR
BESASNB DD, RATOLRIET 5.
FNelson Textbook of Pediatrics 18%3 DR ic -7
C &, RIREFEHIE 10 REUT 23 60~70%, 20 BRLL
TETEDBE W0%ICET S, RAREMNL D
D, S3WTHREL PIsBEINTHE, EES
DHMBENC BT B BT TIE 5 BRULT ORAEF ALK
B2, RASIER DSBS O

2. B#%
RABHERD, ¥HH»S 3 HHEKEHE TS, #
BHMBE O EFETH B, HBIIZIENFRE
THh, IFCUEDRHENH SN, BIFEELEL
THEHRICHEET 5. REMEZ 2~6 BT 4
R L%, L L, REROSEREEL
WLITELL, BAREZREBLINB LR
Clpv, RHEBERMIZEERTHH, REEED
fIfRIE 2~6 BRESE , 1 A A L DFEEHHEY
WThHs, BB, LEBRZZFLZR, EY RIF
REDBKEDT X 2T H 2. KB
HTRPERDBEERIC—T 5, REL2EDE
THLODREBMSEED 2 WITEBCTREINENS
finEbdTEhicashs,

3. BB
BRERICEZ2BLOEBRIRSEOBECRD
sh, 1~3 HEERSHL, BRCER T3, HX
XREHICT=R-FA2AEDZLbHB, &
FICAMEE L OEJIHEEEL kD, REYRP
JEEYIR 2 2T - BE LSV,

4. BERRYE

BRI & BigfEnAOh, BIKEEE2ED 3
ZEbHB, EEPELL TEhORAEFLS
ZEbHB, BMERCEZBEADI-HELBST
Y, MRANEHL BB I LSHEROKFHT
b5, FEXEERIC X DL CERBPRYESE
PR TH 54, RERCBER»EROLDL
ShEHEOHFRLZOI EHEL,

5. BAERk

BAf % £ 7 SR OB IENETIE 85%
EHEwH, ABIRLHYRELZ-TED, HIEDOH

2 3 HhHFEICH T 5 AROREMERSEROBEKS

8)
B Jews(l%7)7’ E IMkeI(ZZ(tJii)lt onset
= % =455(9% arly onse
n=105(%) | n=485(%) | T ea(9) n=77(%)
S 103(98.9) 455(100) 166(90.7)  69(89.6)
IR 64(59.1) 432(95) 168(91.8)  71(92.2)
BEERS 50(53.7) 136(40) 52(284)  16(20.8)
Bl g 24(23.6) 350(77) 89(486)  26(33.8)
3543 8(8.6) 209(46) 59(32.4)  15(19.5)
DR 1(1.0) - - -
7IigAf F—T R 5(5.3) 125(26) 7(3.8) 0(0)

CERO I BRI A 72 105 DA R T LARSTIC b A3 AL DB,
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PEERIZ 23.6% (24/105 ) TH 3 (2 3)9, THD

KBSEN (RBORG, REBAM, JEBIAH) o BBHMI% CFH
RT3 En%, e THS. FhRES
CRSRETE R 5.

6. ZOft

HERDIER E U TR EREDEFNICLERDE
BB HH 5, FESDH, LDEEEZEYIEL,
AL FRBTHELTVLBREBEL TY
2, FHERIPLIZBIEIICHES T 0%, b
ETit 8% TASN T3 (% 3)P, FTHYLARIC
HEROHHE2ADB L 0H 5, BED L S
BOoNBH, 7Iiaof F—o R LEEIRARV,
SR, PRARER, BiUBROmMERLLE
BB BEIN TS,

| BEmR

FMF B RFEMREBTH 370, EERICIZAMm
RBDOWS, FEDOTLE, CRP O _LF (10 mg/d
MEckB), ME7I0AFADERNRDS

h 5%, REMRMICIR ZNS IR EELT

3. AMERIIKE T 5208, RESABHZZBOR L,
Tuhnsbr=rbERTa iz, —Ho
Pl CEBEL LR T 5, FREROBE X RERP
BEE CT CHEAIEERNICREEN S Z Lih
3. FEROBE LBEMEOMICOAZSTLLFER
BB A S LB H T Tl v, FMF iR
R BRERT Rk,

|

WHFE 1 CRIBHEEAT 4 PRSI
DOTHIRT 52 LOEETH S, FMF iZRITE
BHAT70A FEIENTHZL, areFrik
SBOEFTCEYNT S, arkeF ViZRAT,
0.5~1.0mg/day, 43 2 % % W ix% 1(2 mg/day &
Bz w)DEBRRETY, BEEERS £ DR
ERAMHEBE L -BE&RBET 5. FEo1x, PR
IBWTIE 0.01mg/kg, T 1~2»5RLUHT,
FHTELOBSEIHAL T3, REKOLD
WERCIZZIR DR 120, RSN ETH 3,
2N e F U HBEHDOEERFIC BV TiE TNF HE
HKOFHFIBBESN TS, 7Iaf F—2 R
FEHTBLTFERARTHIY, bBEHICBITS
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AHAIEBFHEB I N T3 DA TH 5 (3 3).
ERADaNE F rBEZEENLVEOREDS
H50, BEILEOFEROBEPRECIZIRKRR
NOEELLELERL-BANLANSE T
5,

| *5228I(MEFV exon 3 variants)

Tel-Hashomer criteria(3 1) Ti3 584, BEEK,
MoBRZe, BAfns (ReE8En, MEE9ES, RBEE), L4t
B %2 fE, SREIGICIE & 9 LR EOfER
5312 Ffii~3 AR 3 5 - L SFEIITH 5.
EEHIREIRZ ) L2BENA FMF B,
incomplete (F &%, JELIF) & LT, 38°CATD
R, RN 1BREET 20, BEESR
BHEES2VCEERIEZH 2D OOBBERER VD
O, BEMRBHERBHLFMLEHZ D, k%
HIF T3 mTH 5. B FMF I3 H20R
12 WE~3 HTHD, 4 HUERBRTZZ LI
v, BURIGIOBEAER I, MEHE, 53
WizBIiETH 5. Zhuc i L FMF FeBLEIB o
83 - A 3 MEFV exon 3 variants T3 SRR
MR <, 1~2 8RR T 5 2 L% ¢,
FEAERER & L TH L R R R o & 6fh34
ROOLKEETH B, BT BERE LT, OHF
fik (EHR), OFREEE, OKE, Ok
¥ TNF 322 {4 5838 2 1 44 5F 5 2% (TNF - recep-
tor-associated periodic syndrome : TRAPS) iZ & &
nBER, ORIAERKE - 77 ¥ EON%K - HEH
%+ U > o3 48 5E 5 B (periodic fever, aphthous
stomatitis, pharyngitis, cervical adenitis : PFAPA)
RIERZ &, SRLEREMENT S Z L3ET
H3. MEFV BEFEFTRE—D7L LD
exon 3 I, P369S, R408Q ER%Z~T uBEAHKT
BOOND. T, KED—FHTIZ R408Q H57: ¢
P369S DA ERH Z[ENH B, i, ZOKE
#Texon2 D EI48Q ERMNHEU 7L VICALN
3, areFURBETH S, MEHPLELE
abdH3,

| 8bbIC
FMF (3 FVE0H TR YHE & BRI - &
LEETHI, FEZIABCIEBELTFRIES
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