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Abstract

Autoinflammatory diseases (AIDs) are a group of diseases that cause systemic inflammatory res-
ponses due to defects or dysfunction of the innate immune system. It is mostly characterized by
recurrent systemic inflammatory response and multi-system involvement, and clinically it can be
manifested in various forms such as periodic fever, rash or arthritis. In recent years, clinicians
have deepened their understanding of such diseases, and AIDs have become a group of diseases
covering a wide range of spectrum. At present, AIDs in a broad sense include not only more than
50 single gene diseases, but also some polygenic diseases for which no causative gene has been
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found, such as systemic juvenile idiopathic arthritis, Behcet’s disease, and inflammatory bowel
disease. In the narrow sense, AIDs mainly refer to monogenic genetic diseases in which gene mu-
tations cause innate immune disorders. This review will focus on the definition, pathogenesis,
classification, clinical manifestations, diagnosis and treatment of monogenic AIDs.
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1. AIDs B9ENX

1999 4F, McDermott [1]553E T 5% 4 H b g #4(familial Mediterranean fever, FMF)F1 g SR AL A ¥
(TNF)SZ A AH < i #A S A 1iE(TNF receptor-associated periodic fever syndrome, TRAPS) /™ £ 3 K] 1) &
W, HRGEH AIDs IS . BEE AR P EORLEIR IR IR H , BRRBk 22 1) S BL K] ATDs AWl 30,
FORIRHLE R FOB RN, AlDs W€ L AEAWT 5835 1] [2]: AIDs [15E RV “ B & RIELREAE
Je— PP A B, HURR RUREBR Z i B S U ERPTUR R T 4B L, I EA TG
PR 29", B« i T R BB E0R 2R 51 [ e 72 40 M (B3 B v 20 i R e P 4 ) S 1T - B0 B
5 RIEFEEH R, PR < A R R RGBSR IR IREEGAE, HARFE R R Z 8k
BRI RRE (SR S ST v AR Z0dE SV e e RS (H BN T AR AN B SR ) B T BRI
7, T 5 H R LR FE BB RN [3]. 2018 4F [F bR )L 2 KIE 56 21 2L (PRINTO) X AIDs HF 58
HEILFEXT AID W€ SCHEATEHT[4]: AIDs s H B4 % R G B e 3R AL 1 AR I — 0, IX 2505 LA
J BRI SORE I NONEE (B REE A TR Sk E R R RA NS 5z B 8 R NP T
EL 4 M AT B S A ) o

2. AIDs B9.& fR#LEl

2K AIDs 72 H1HARF € R 2 I R AL 51, HOR LA &4 ARG 1~3). JLEEREEE X — L8
PIRHINR S BRI, WAESE T AIDs AIp bl b A AL — Btk .

Table 1. Type I interferon diseases in the classification of autoinflammatory diseases (AIDs) of the International Union of
Immunology (IUIS) in 2022 [10]
% 1. 2022 FEFRREFIKERUIS)H B FRIEMEEMR(AIDs) 7 2K 1 B FH REmRI[10]

R BH o e OMIM ThBE BRI FHRAFAE

TMEM173 STING Wit NK-xB il IRF3 5 2l SRR, A5
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(STING) SOE M-S IFN ik VAR

ARG, BRBE. K. IT
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RNU7-1 8t ZJE  RNU7-1 AR 619487 T4ERFMMEH IFN S5580  AGS, I BT EH
e WA SLE, {RAMA, H Sk
g%’?;ﬂt% Bz DNASEIL3 AR 614420 fgffﬂg g%?@?jgg%;?j%gﬁ (dsDNA J ANCA), FJEHEE %,
g PP (RAMAZRRIS BE 1155 5% S5 5 1iE
HH%/N, SP, ICC, SLE,
SPENCD ACP5 AR 171640 IFN LHTTRES pDCs A% ITP, GEMIAER, RE4NHEA
95 B3 Bk
X-ZE PR E ANEEFE I P ) ANTPs, (RS, BHREE, MALEw
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USP18 = jiF USPI8 AR 607057 13;’55 HY SRR 5 SIFN TORCH FEEEE1IE
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Table 2. Types of inflammasomes in the classification of autoinflammatory diseases (AIDs) of the International Union of
Immunology (IUIS) in 2022 [10]
%% 2. 2022 FEIFREEFKERUIS)H B S RIEMER(AIDs) 5 2 i &M M MARIZE[10]

PRI EH fLI7: OMIM T RE BRI HHRRFAE
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Table 3. Types of non-inflammatory body diseases in the classification of autoinflammatory diseases (AIDs) of the Interna-
tional Union of Immunology (IUIS) in 2022 [10]
% 3.2022 FEFRREFHKAXUIS)H B 5 RIEMER(AIDs) 5 L IE R M MERMZE[10]

PRI FHE wL T OMIM ThRE e AHIRFE
55-kD TNF 52 1& 5728 S 2020 i N N \ .
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RS RN 2 I RE 2

o LA ARG B AL, 9 P R
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, TR SESESERE N MBI, HLH ZaBER Ik T 40
TIM3BRZAE HAVCRZ AR 618398 ey WIS T A R
TR B ROEERR, N
C2orf69 HRZJE  Corf69 AR 619423 AR Hyett, Sk EIRSE, EHE
B, W71, RFThs&
M R R
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PEBEAK KA 5E 4z Y
NEMO RAARERD 5 SHMETF . - sore R
IKBKG (NEMO) (NEMO-Aex5), iS4 7;2#“ &E’ é%)gg ";ﬁ e
oo IKBKG XL NA . B, RS RS R, MR,
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S it 14
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BN B2 JOREE SR AH S, 2R SEF Martinon [5]155%F T RIE R SR R DL, 4k A
H T SRAEE AR [613X —MER, BRI K AR b5 4 i A 2 T A0 452 5 18 1) 32 4% (pattern recognition receptor, PRR)
T 1) 95 J5LAH 9% 43 T A5 38 (pathogen-associated molecular patterns, PAMPs) fl f& [ 15 5 AH < 70 7 # :X
(anger-associated molecular patterns, DAMPs), 5T A0 s H(ACS, — M4 NEELE DS &R
TR BR B I E-1 (casepase-1), FEFRIH A AAER G4, @M% A/ & (Interleukin, 1L)-18 I35 5
Wey TSR RIE IS AHOE R ALEE FMF 45 .

AIDs RIRALE] E ) —BohE & BAFEERAS 5 B A 41 B RO % 2 AR 5 R (7). B, X T
AlIDs [l S5 FIER 1S G2 3L A BME L BGRZBH R 7] [8]: [ et ek s 5, 5hEik
PP N SRAFIE B N T3l G1 [ G, DU BSOS AN o S8 R e 2R G M i 7 1 e
RGN HEYAHEAEH QBB T B & 8RR S e m i AR . w5, R IMERETE S
BUHBIYE T 408 1 (helper T cell, Th1)FI Th17 534k, T8RS PE e SO, A7 BIT H 5 G FIig vk 2E )
RIE[9]. BEAL, e ML IR A0 MR AR SRR A S 25 bR 0™ A 1 Y483 (interferon, IFN)BIF 2 K ZHH
B o 5 P8 1) S B ik i TR R (3]

3. AIDs R947 3

E 2015 42, [EBrbeE 2= Bk & < (international union of immunological societies expert committee, TUIS)
2~3 4EXF AIDs [0 8T . 7E 2022 SE i TUIS %% i A= 457 (inborn errors of immunity, IEI)
53K [1019, AIDs #5108 TEL RS-, GdE T R THEM . JORE /MR FIEE 28 RE 14 /IMAAH 550
SR 1-3), 2k 56 B, AHECT 2019 4E TUIS 432K[11], 3T 2 SEHTRILN AIDs MG H 14 Fh
2% Rk, A —SIEERE KL AIDs RN 2022 4F TUIS 432K, U Sprenkeler S5 iE [ DA
WBh & A Th g5 5L M S WIEh & FI[12], Steiner ZEHF 7C M LA NF-xB 38 #4557 B0 v 32 L& ML
#J Rel % (Relopathies) [13]%5,

4. AIDs HYliEFRFRIN

AIDs 2R THE) U ERFER LI (<5 %), WHAAERERSEH BRI, ATAELE Bk
WAL 575, FFIRAR S, MRS MARS. HLARS. IR, HEZ RG2Z R,

Table 4. Clinical manifestations of AIDs [3]
%< 4. AIDs MYl R RN (3]

%
II’T;ZIJIJ ){—i\

L4 27 PN 45 M

~~_
~

TUBBE R AE M R . TORCH #E48&1E

HTEE WG, B BRI BRI AR IR ST
WGPREFE  R/BWTZE4E . RF BHTE JTA FERBUEX £, SRR E. BB

{54 DMARDs /0. SLE F£HL. JEmK ERERAE RGRER

e it ) S5 975 A

CRP. ESR IE#E&E A m/AHH

UM sR> KT ANA KT B 590 &IEFEAR(CRP. ESR. FIETRAR(CRP. ESR), H&Hilk
PRBAPE . AR L 40HE 2 TFN JHEr . SAA)THE Z N

IFN &[5 E

ANA: ¥itZHiik; DMARDs: iEiiEHiE2E; JIA: SFER AT %, RE: BRIEFF; CRP: C KMEM;
ESR: ZIZANMAITIMES: SAA: IMISVEMFEYIR A; TORCH: SIEH. K2, BE4MHES. BoEBHRELRHE

RATECH A RO MR AZ
TRPERTI R BHR). Bk
RS R JRIRR). REK
A T ATE B A AR5
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U4, AIDs 3R] HEAT BT RRRIGIR LSS IOR . SBRRAEIR . = 77, AR IR S5 e SO AR B, 1 7Y
FARZI « SN FIE SR AMARE SRBIRIX = R BPIRAE R R B EAFAE R AR VR3] [14] (R
4)o

5. AIDs RSB R IE
5.1. AIDS FREZExRI

X TARERS JLE (<5 AR R K, FEEAUTED 3 I O RELZ: @ RKITHERL
W, @ RENEGE: @ EMWENER: © MEFEE: © ~ERM. Wik, & @ 4
RS8R AR R BRI AL: © AR H R @ AR PR H AN 45 ok RAEFEDR, 0
I B A A MR g . C S M AR [ (C-reactive protein, CRP)FIZL 4l il 17T % % (erythrocyte sedimentation
rate, ESR) e Tt o LA_EEAR[ 15 17E 78 73 HR BRI G e A & R S e VR = 7% 1§ AIDs IR AT fE

5.2. AIDs BYiZ T

XHFRISE AIDs [ 88) Lfs IR AFZH0 52, BIEZR L EIRFRSE, N IR A BB, ST
A FL M 2 52 RAG DU LA o BEAh, S WA B LA DSR2 AR e A A 6 (I 5 0K 1 4
f. rPPERIZAAE . CRP. ESR S+ ar b B, BT LA A 05 R (030 _E 3k SO SR bR 224, A
B TSR AR AL AIDs [15]0 X FIlmPR e A SE AIDs (8L, RO U AT 2k PRSI -

6. AIDs B9387T

KRBT X% BE B (European League Against Rheumatism, EULAR) 2015 SE R4 | AIDs F& FEFE 7
[16]. AIDs )3 E36S7 HbrHh: © REBEEHPRIES: @ P75 a7 AR IR 60 @ 1
BLENAIER A @ = BJLNAEFRIT . HT AIDs FURE R4S, RN RIS LR EN
UL EEIT RIS, [FIRT ST AIDs Al ZE82 R, 1697 22 FRHME.

AIDs 697 1 FE— 25 A BOKALER, AR 24 AIDs H 2, 4% FMF. & IgD 2R &1k SR
Fié 57 995 FEE 9% (pyogenic arthritis, pyoderma gangrenosum and acne, PAPA). 18 R FL KT~ 52 44 AH o< 1 ) 31
PR A EEA E(tumor necrosis factor receptor-associated periodic syndrome, TRAPS)%; HESA$T 4 2540
(nonsteroidal anti-inflammatory drugs, NSAIDs) U 57 i i & i 40 0. IR, BEEXT AIDs &L
(R — A, Al HASHERE Ve s 743 DASEI, el 2 AP FIFE AIDs HvaY7 h AR 3%, a0 TNF 4
il FA(TE R AN E BLHT)IEYT TRAPS IL-1 BRI B 3217697 2L /IMART LA JAK )7 (78 B
iy PR R)RYT TR IR [18] [19]5 .

7. RE

B NI R A 2 A0 A e 2 AR AN T 5838, AR AR P EORFE IR IR, AIDs 7Eid 26 =+ %
SRR, B IR AR R BUR A R AN W iGE , Dy AIDs i) LIS Wria 7 A8 SO PR OB FT 6
T ESAL . X AIDs TG BHHZW. BTG TT, TR ORIF ARE, AT B UL
AT -

SE
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