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#£1 THIUBHBEREFSIE
= R SRAY I T A KR B ML MmEREso Ty v AT AHHR BEER BEHRIE/Z 2 DN B RE
1. T-B* SCID*
a. yCRIBIE e N 2 EEI 3 B EH A L2NKRIl XL IL-2, IL-4, IL-7, IL-9, IL-15, IL-21%
BhROyHOER
b. Jak 3 KIBHE* EWICBD E®EI-3EMm B ZHICHA LANKHE AR JAK3¥ T — Y ORE (Jek3BIZTER)
c. IL-7Ro/RIBHE W IZES EEFEN B NKHf IE % AR ILTEEAK o HOXRIE (L7RABIZFER)
d. CD45KIEAE EHICES E# wA v/8 T HFBIE & AR CD45DRIE(CD45EIETER)
e. CD38/CD3eRiBE W EE Wy AR T#IRZEADCDISE 7213 CD3efH D KIA
2. T-B~SCID#*
a. RAG 1/2K3EfE B ZHICEL By VDJ#i 2 DR I AR RAG1%7-1% RAG2EETF DEEKIA
b. DCLREIC(Artemis) ZBHIZA EWICES B VDJ#EH# 2 OKRFE, R AR Artemis(DNAY I ¥ ¥ —EBHEEH)
RIBIE Bz DKRIE (ArtemisBIZFER)
c. TF/YVFTIF— AETFEHLIYVKEMul ATRHLOKEF ETEICES WEERBITEHDO 7L 7Y AR ADAXRIE(ADABIETER), BEEXIE
¥ (ADA) KIBIE mutation) F 73T A ldHEITIEICIES 7 (costochondral flaring) D7D ¥ SEPEERHEY (dATP,
iz EA S-adenosyl homocysteine)
d. MR EHCEA BAE-ZEE WY R IMEEY ; AR T,BHIfa: L OEERMIE O EE
BENE Gy i)
3. OmennfEfEEE 7 ; heterogeneity 1EH I /-idigd W IgE¥EmM KL  IFERBRIES ; V> AR BEIRAGIZ I RAG2EEF DI ALY
DHIER SERRERR 5 FFIRE ALERIZE AEROEE, Artemis%IL-7Ro.
BEFOIALVAERILLIAILDDHS
4. DNAligase VKR W4 b B4 JNEERE, BEWZEM, HBEHE AR DNA ligase V38 : nonhomologous
B end joining D EE
5. CD40Y # v FRIBE IFEE FHEIgMB XU IgM¥EMT AXE kgl ; MR ; XL CD40 ligand (CD40L) K38, B #lifa/4#
IgDF BT %, 13RS B, (EEBLC RMAFE S 7 F MAEED KT
E, 1EPIEKE FoRE, BiRRLE)
6. CD40RIB%E E# FWIgMB XU IgMBEMF /-XE  HHEEd, BEEBLIU AR CD40XiE, Bila/#fvMkLs 7+
IgDEHMBEE E, I»rEEd FrofE, BRI B3O R
&, FhERE
7. PNPXRIBSE ETHEIEA EE E%F Ed ETEMRIERN, f AR PNPXIE, M3 (B : dGTP)E
R DIER I & 5T $H & MR DK
8. MHC class Il X8 IEH ; CD4E A EE FEF 3RS AR MHCclass U5 FDFTF VAT YT a
Y F(C2TA, RFX5, REXAP, RFXANK
BETF)DEE
9. CD3yRIBSEE FE(TCREHOBS) EE E¥ AR CD3y®X&iE
10. CD8XIBE CD8/&ki8, CDAEE IEHE EE AR CDSuffiD/RiE
11. ZAP-7T0RIESE CD8@4, CDAEE 1EE g AR ZAP-70% F—-EXIE
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12. TAP-1/2KiB%E CD8®A>, CD4lE® 1EH E® Mm% AR TAPIZ7-I3TAP2EBIZFERIZL B
MHC class I &35

13. Winged helix/ K38 FHICHL E® Wy BiE ; BIR EROREE(X— AR FOXNIEETF(X— P ATERDD

(X—=F) Fe A4EL) AEIEF) 53 — ¥ ¥ Bforkhead box N1

FSUAZYSY a YV RFORE

* JEM BB DOSCIDTIE T BIERAIAZ IZ 31T 5 (TP B 2 5% 2 Al 142 2 (hypomorphic mutation or somatic mutation) i2 & o C THIlEAHFAET 5 Z L 4°H 5. SCID :
severe combined immune deficiency, XL : X-linked inheritance, JAK : Janus-associated kinase, IL-7Ra : IL-7 receptor o, AR : autosomal recessive inheritance, NK :
natural killer cells, dATP : deoxyadenosine triphosphate, dGTP . deoxyguanosine triphosphate, ZAP : zeta associated protein of 70 kd, TAP : transporter associated
protein

#2 FELTHBEFREFRTHO

% & ARSI B A iy 1T v U BT BRI

1. BHMIFARIEZPES T _XComERE S
07N T AV 4 TOEE RS

(a) Btk/RIBHE ZHICRAEEXRE TRTOTA VA TES  EEHEREE XL BTK%EZ

(b)p BARIERE | TRTCDTA VYA TS EEMNEREAE AR LE#HEGTER
(c)ASRIESHE EHICHDEEKE TRTCOTA VI A TES EEMERYE AR VBDOER

(d) Igo/RIESE RIE FTRTCDTAV I A THS EEMEREE AR IgaBIZTDER
(e) BLNKR {85 ERICEL IR TRTOTA VI A TES  EEMERRE AR BLNKDOZER

() OB IE % £ ) SREALIE FRCBVEERE TRTOTA VI TR BEE %L B

2. Sl by 2BEOMBRE DT v
TA VA TOEE RS L B
EE T -iEs
(a) DI RERI B EASYE (common variable  1IEH ¥ 72134 IgGLIgAIZED ; [eMIZIEE BCOREMWERSR, Vo SEEE, ¢ 3F8FE 19

immunodeficiency disorders*) DZEHHD LT/ HBWIIAFEEERL &6
THEIERDHD

(b)ICOSKIBE EE T REY IgG LIgAIEEY ; IgMISIER RIRMEANE B e AR ICOSDER
DEEHHB

(c) CD19/R $8 % E# IgG LIgAIZRY ; IgMI3IEE  RAEMMEIRIE AR CDI19DZER
DZLPHD

(d) TACIR$EAE T EHE IgGLIgAiZiBd ; IgMIIEE BECORBRMRET /) o8EgiEE ADT4d TACIOZER
DZEBHD RREEZAEHTHILIED S AR

(e) BAFFZ &R R IEE T EE T 3ED IgG L IgAIEE ; IgMISIEE SRS R IE AR BAFFRDZEE
DZELPHD

(23<)
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3. MiEIgMOEMZ ) 1gG & IgADIEE
LA EIEEE BHREZRT IO

(a) AIDK3EHE EE 1gG L IgAIX IR, IgMBEim ) vossh, IRk AR AlJCDADE R
(b) UNG/RIESE ¥ EH IgG L IgAIX A, IgMgin ) v/, BEL#R AR UNGDER
4, REFOTYVOTAVI L TEIIZE
HERIBRE L IEE L BB ERTID
(a)spyEr 7)) Y EHERE E# IgG1,IgG2% 7-idIgGAnRE: ;.  EEBEETHD H 5 AR Yt 514432/ 2k
IgA13B & UTeEiR REE OB M
(b)« HRIBHE E® TRCOGEETOTY) OB EEREOEKES, F/-3EE AV AR Kappase & #HIZEE
BiTT AV A - B RYE FOER
(0) BIRWIgGY 7 7 T ARIBEE E% 128 L IZFNLEDIgG RN Rk EFEE A
I 775 AL
(DIgGH 77 T AREEMD IgARIBE 1E¥ 120 L REFNRUEDIEG EERETHY S5 ; KRR $3E8F 7Y
BT I ABRLEEIIgA ITHTAMAEEFEEES (DL
B b i) FAEMEREE, 7LV
NE—F I ECRERER
(e) BIRIIgAKIBRE EE IgARS HHBTIICVIDNER, HaHIC SFIEF A8, SEHFITTACI
ER—KZIZCVIDDEE DER
5. FEARGEIOT) ViEEL BHIRE EE EE HHMBE KT RGO EE 338F FH
2R TRREREE BE
6. IR —BHEIEYT a7 VIlE IEE 1gGHB & VlgABS thEE B O RAE PR R e EFEE AW

* Common variable immunodeficiency (CVID) : WX O DRFBRE D 5. BEOLEBRABRRICK A2 ENTIRLEERETHS ). " TACIL BAFFRDY — 7 T
Y ADEALIE, BRE LTOLER(BE—BETRE) LERBBHMEE(LL 55 5. * Activationinduced cytidine deaminase (AID) ¥ 721X uracil- DNA glycosylase (UNG)
RIBEE IR IeMEBREEDOIBE & %545, CDAOLSPCDAORIEE L IXEL D, BETIIEHROKEFLEZEIEKR) Y 805h D), BMARELZRTI LESHw, XL X
linked inheritance, AR : autosomal recessive inheritance, BTK . Bruton tyrosine kinase, BLNK : B-cell linker protein, ICOS : inducible costimulator, TACI : trans-
membrane activator and calcium-modulator and cyclophilin ligand interactor, AD : autosomal dominant inheritance, BAFF : B-cell activating factor, AID : activation-
induced cytidine deaminase, UNG : uracil-DNA glycosylase

R3 ZTOMBOE ENSNARBRLE

% RELTAR ANE  mwsErETY Y AT BRIR LT Z . s T
L WiskottAldrich iz #AHICES ER MY, & HSMEER WMORS, ASCIUNMG @ XL WASPER, WREHR
B, UILLIZIgAL S OB %, V) ¥/, HEREES, Hio L B IR R
MY Ml O

2. DNABEDXHE(F 1 B,
Hobo)
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(2) Ataxia-telan-giectasia WA E®E  LIZLIEIgA IgE, IgGH 7 7 5 ABEHA, BMMENE, o 7= b AR ATEETFATMEE, #l
AL, BERIgMIEN, Wk For4 8B, ) oSl o MEBF =y 7 R4V M E
SF ST LBRECES M DEIEE, BEHREZ EANR Y o v NS
(b) Ataxialike syndrome Ay EE LIELIEIgA IgE, IeGY 727 5 FEEOKH, BEHEZES AR MRE11% R
ABL, BEHRIgMBEN Fikix B
SESFLREICED
(¢) Nijmegent] e 15 B %5 EE  LIELITIgA, 1gE, IgGH 77 5 /NERE, ) 3, A4 b AR NBS1(Nibrin) DIE, #ik
AL, BERGMEN, ik SHRESE, e BTz s R4 e
SFSEFLBREICHES EHDNAIW DB RE
(d) Bloom#E BB EE EE B R REEE, BRAE, H AR Helicasei#{ZF DER
M, W vSE, BEE, PUR
g, BbBEE, EMmENE
3. KB RIE
DiGeorge anomaly* BAELZIEE EF EEILRRERS IR RIB IR T, BIIRDEERE  DenovodKIE  90%IZ BV CHHE{ETF
¥, EREE, HHBETIEZ  $I7EBAD BEICL AMESEE
F 7:1310pDEAE/ VI —
4. RE—BFREEEE
(a) BB ERETBRUAE WAELREE EE LEEILGED, Vil ETEE Metaphyseal dysostosis % 1 9 5k AR RMRPOZR
b ANEE, BiREE, A, ek
A, BREYE, BTEEEE
(b) SchimkefiE B 5E B E¥ IE¥ & & £, spondiloepiphyseal AR SMARCALINDZE R
dysplasia, TEARFTELE, TEE
5. Hemansky-PudlakfEBEEE 1E% E¥ IE¥ IRz DR, WPERED, AR AP3BIDZEE
¥472 T #Ks - NKiAg oM s SR IE
T, HinfEmE
6. HyperIgEfE#E#E EE FEHE IgE#Em BT, IEVRRE, e AD, AR REH
WEE, BHRE, B8
7. BHEEHEY U YE  EE ¥ E¥ BRI S Y ¥V RE, > AD,AR IE FHA

VPRI T B BIERLEEUR
JEOREE

1

* BREEEREALSE (SCID) DERI % & 52 L 5H 5. WASP . Wiskott-Aldrich syndrome protein, MRE11 : meiotic recombination 11, XL : X-linked inheritance,

AR : autosomal recessive inheritance, AD : autosomal dominant inheritance, RMRP . RNA component of mitochondrial RNA-processing endoribonuclease, SMARCAL1 :
SWI/SNF-related, matrix-associated, actin-dependent regulator of chromatin, subfamily alpha-like 1, AP3B1 : adaptor-related protein complex 3, B-1 subunit
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#4 RERHES

% *EmTAN R R BT BHTR AR St
1. BFELZE) REASSE
(a) Chédiak HigashifE{E5E EE E#E E# BT, BEXY V-4, NKBX AR LYSTOZER, )V —LEE
U% 7 — THBEET, SRR, fEE
BAERRREIR 7 IR ToEAR
(b) GriscellifE =R 2 B EE EE EE HOHTFE, NKBXU*5— THRE AR RAB27A : secretory vescicleFF®
HIET, SUIRG, BESFOTREE GTPaseD EIZFER
2. FERMIMERERY 7Sl
Rk sEAE (FHL) fE B RE
(a) Perforin /KB 1E EH EE EFE BEREORE, F#, NKBIUFFI5-T AR PRF1:8—7+1) ¥, TEZH
MR EHEIERT BMEmAtEROBEZTER
(b) Munc 13-D/x 8% FE EE EH EREORKE, B, NKBLXUOX5-T AR MUNC13-D : Unc-like priming of
HRE ST vescicles for fusionDE{nFER
(c) Syntaxin 11/%85E FE E# TE BREDRKE, F#, NKBIUOX5—T AR STX11 : vesicle trafficking and
HMREEET fusion!ZBIR T A Bz FER
3. XESHY) v HEREREE FE EFF72 IEE, W& EBY A VARG L D ER I NS ERK XL SH2D1A  adaptor protein regu-
(XLP) gL Hrwrus WNRBEFNERERR; L BERR lating intracellular signals DZE 8
1) IfRE R ; ) 5k
4, HOREZ M EEE
(a) BT S o/ SHEERE
# (ALPS)
(i)CD95(Fas) K38, ALPS 1E%, CD4CD8~  IEH EFEFE VUSERTE - A0OKN, BiE, AD#ICIX TNFRSF6 . cell-surface apo-
type la T AmRa3E N B ) USEER, BCREMMEREY, EEOARF) piosis receptorD R
U SEEREY A7 O
(i) CD95L(FasU %~ F)/x  1E#, CD4-CD8~ & g VUSERT R - ADKRNE, RiE, AD TNFSF6 . ligand for CD95 apo-
8, ALPStype 1b T A3 I V) VoSEIERR, HOREMRmBkED, ptosis receptor D ZE £
W—"TR
(iii) Caspase 10X 48, ALPS 1F’¥, CD4-CD8§ w a1 V) voSHilERR, RRE, BRKdResEmm, U v AD CASPI0 : intracellular apoptosis
type 2a T AR N7 EF— Y ADKNE, BORERE pathway D25 &
(iv) Caspase 8 X8, ALPS 1FE#, CD4-CD8- 1 EFEEE ) SEER, BEE ) oSBT AR M- AD CASPS : intracellular apoptosis
type 2b T M <o 2380 B 2 A7 6 NTIEBAL O KRG, MG and activation pathwaysDZ &£
AWV ABED IE
(b) APECED, autoimmune 1F#¥, CD4GHEM  E% E# BIEIRER, B, BXUMMoEROH AR AIRE : encoding a transcription
polyendocrinopathy with B30 CRBER, » VUV, HF -2 regulator needed to establish thy-

candidiasis and ectoder-
mal dystrophy

WVERE, €0MOREEZHES

mic self-tolerance D 25 £
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(¢) IPEX, immune dysregu-
lation, polyendocrino-
pathy, enteropathy (X-
linked)

E¥, CD4+*CD25*
FOXP3* regulatory
T MfaD KN

E%
i

IgA, IgED  BATHREHTH, PHBEMRA,
Wik, witgm, MRED, B

B
23

FOXP3 : encoding a T-cell tran-
scription factorDZE £

NK : natural killer, AR : autosomal recessive inheritance, XL . X-linked inheritance, AD : autosomal dominant inheritance, LYST : lysosomal trafficking regulator,
RAB27A : Rab protein 27A, PRF1 : perforin 1, SH2D1A : SH2 domain protein 1A, TNFRSF6 : tumor necrosis factor receptor soluble factor 6, APECED : autoim-
mune polyendocrinopathy-candidiasis-ectodermal dystrophy, AIRE : autoimmune regulator, IPEX : immune dysregulation-polyendocrinopathy-enteropathy-X-linked,

FOXP3 : Forkhead box protein 3

%5 HARMEOR, e, bLLEMNFORE

% B FEE A [ VA -1 T BB R EEBR BEEHXRIE/ZZ 5N DHRE
1.~3. EMEERMETEkEE N BRERMLEE FTTN—F & UCERREBREDEH AD ELA2 : mistrafficking of elastase
N BRIk RLEE B/THRa A AD GFI1 : repression of elastase
N BEHEHASILEE G-CSFARIBHEIF H Bk AD G-CSFR

4. KostmannfEBEE N BRERRSLEE AR  TH

5. B P ERIBAE N ? M B{mEk, MEDOEH AD ELAZ . mistrafficking of elastase

6. PEMEIFPEREAE/BRE N+M ? E Bk XL WASP : regulator of actin cytoskeleton

FERREE (loss of autoinhibition)
7. HIMEEEEEtype 1 N+M e, BMbik, > F¥ 1 EEREEE, REEE REBEX, AR INTG2': adhesion protein
L+NK ¥R, T/NKHREERE HmskEs
8. HIMEkEEEEtype 2 N+M wv-—-1Jr7, #EbE B I Bk R Etype 1 DFRBAIINZ AR FUCTI : GDP-fucose transporter
Thh-MEE B & ORSHRIEER
9. BM¥kEEE Etype 3 N-+M  EEk F i EREE B Etype 1 DRFEITINZ AR 4 Y77 v ORapliFHILES
L+NK CH MEH
10. Rac 2 RIEHE N BEE, BIbEE, O EAiE  AGHREERE, HIRES AD RAC?2 : regulation of actin cytoskeleton
11. B-Actin/RIBSE N+M BBk BHREER, KR AD  ACTB : cytoplasmic actin
12. BEEEEERBARRX N Formyl peptidef5i&MiEEfE  HBEHRKDOA AR FPR1 : chemokine receptor
13. Papillon-LefévrefE 55 N+M  #Efbee HEBE%, FE, REOAILE AR CTSC  cathepsin C (activation of serine
proteases)
14, FEBRERL R IBHE N FEALhE Z R OTFEBR AR C/EBPE . myeloid transcription factor
15. Shwachman-DiamondfEfEEE N kg TnEkiRd, BEAD TS, REEBR AR SBDS
16. HHFUSHREZEERE(CGD) N+M  ZREE (0 EAEE) BT IV—7  McleodFHHH XL CyBB : electron transport protein
(gp91phox)

17.~19. EZakRCGDs N+M  BEE (O BAEE) AR CyBA . electron transport protein (p22phox),

NCF1 : adapter protein (p47phox), NCF2 .
activating protein (p67phox)

(254)
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20. #FHERG-6PDRIE N-+M  RERE (O ELERE) E P XL  G-6PD; NADPHREA
21. 128 L FIL23A481 L+NK  IFN-yZil Mycobacteria & Salmonella\ =343 5 5 AR IL-12Rp1 : 1L-12 and IL-23 receptor Bl
RIBIE Bt chain

22. 11-12p40/%i8 M IFN-y 43 Mycobacteria & Salmonella\Z3 ¥ % 5 AR 1L-12p40 . subunit of 1L12/11-23 (IL-12/
B 1232 1B 5 )

23. IFN-yZF4 1 RIEIE M+L  IFN-yf&8 L ME5EE Mycobacteriak Salmonella\=3¥3 5% AR, AD* IFN-yRI ; IFN-yR binding chain
B

24. IFN-yZ2&14E 2 KIBE M+L  IFN-yE5{5E Mycobacteria & Salmonella\=3 3 % 5 AR IFN-yR2 ; IFN-vR signaling chain
B

25. STATIXR$E (2#H D) M+L  IFN-o/B/y signaling Mycobacteria & Salmonellads £ UOF7 A AR STAT1
WA B BREGE

TFN-v signaling Mycobacteria & SalmonellalZ335 % 5 AD*  STATI

B

#* IFN-yZ 54K 1 RIBE % 7213 STATIRBE OB LA EBEEEERII FIF 2 FAF T 1+ 748125 5. N : neutrophils, AD : autosomal dominant inheritance,
AR : autosomal recessive inheritance, M . monocytes-macrophages, XL : X-linked inheritance, L : lymphocytes, NK : natural killer cells, FUCT1 : fucose tranporter 1,
GDP : guanosine diphosphate, SBDS . Schwachman-Bodan-Diamond syndrome, STAT1 : signal transducer and activator of transcription 1

#6 BREEROTE

B B B EE S nioHE EHT AR BIEBR RIBBET
1. EFEIVEEERERE 2 EA ) VNER+HEK NF-«B signaling pathway ETFENRERREE R R XR NEMO
4%E (EDA-ID) B (ZHEIT APREERS) +
T 4 DY (Mycobacteria & {CIEE)
2. EFEINVEEEREE 2D BBER ) VSER+HHEk NF-xB signaling pathway ETFENEEEREE + T2 AD IKBA
%4 (EDA-ID) + 4 DY
3. IL-1 receptor-associated kinase 4 1) >/ /SBER+ gk TIR-IRAK signaling pathway MR RS AE (LI H) AR IRAK4
(TRAK4) R ¥E5E
4. Warts, hypogammaglobulinemia JERIER+ 1) 232k CXCRAZ EH A V2B ROZFD KEAF V=707 v fE, BMEHK AD CXCR4
infections, myelokathexis (WHIM) Y H K CXCLI2(SDF-DIZAS  HiAd, FhEkEERICHD, £E/
TEERE % RUBHEETTE HPVi& e
5. RERKREEWRE G ? HPV(group B1) B4 & 'R ¥z AR EVERI1, EVER2

NF-kB : nuclear factor kB, XR : X-linked recessive, NEMO : NF-xB essential modulator, AD : autosomal dominant inheritance, AR . autosomal recessive inheritance,
IRAK4 : IL-1 receptor-associated kinase 4, SDF-1 : stromal-derived factor 1, EVER : epidermodysplasia verruciformis, TIR : Toll and IL-1 receptor, HPV . human papiloma
virus
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R7 BORERRE

BEEEICEET S

30%12 7 O — ZIRFHE

B A B BE I -k AT HER EERR KRIBEET

. IR S EMERER, T A+ PyrinOEEBIASCHEFEMRDIL1  RIEMRE, EFELLaVeF UK AR MEFV

4 ViEEACEER MBLETSE, ¥T77 )= hh  BBREE ; MERS L CREREER
BREEENHBORELEITESES ; BICBAELRTWL
w077 =V 7RV ARD
. TNFreceptor-associatedpe- S EMEK, Bk 55kD INFEZEROERIINFICE RKEERZ, HEEX, %5, BYH AD TNFRSF1A
riodic syndrome (TRAPS) AL A2 MBENZEECOBLS %2 b7 HokE
59
. Hyper-IgD syndrome ANO VST —EREBFIVAT  FEERZ, BmEkE%, leDSE AR MVK
U—VEBRICHET 5. BEISTH
. Muckle-Wells syndrome* A EMmER, HEk Cryopyrin/ RIEAAMERT F b —3 RS, MR (SNHL), 730 AD CIAS1(also
A, NF-xBsignaling® & FILIME £ F—~Y R, [ILIRSERT v ¥ I= called PYPAF1
B35 A b (Anakinra) Ui or NALP3)

. Familial cold autoinflamma- £ FIMEk, Bk AL FEENERE, Bk, EE, % AD CIAS1

tory syndrome* #, EGBEROPMIES, IL-1R
BHRART v ¥ T= A | (Anakinra) K
e

. Neonatal onset multisys- ~ ZEHMEk, HEME RFLE B RHREORREE ) S, B AD CIAS1
tem inflammatory disease BRER, BXUESE, LIRS
(NOMID) % 721 chronic &7 % T=R + (Anakinra) SUG#
infantile neurologic cutane- DIRIE
ous and articular syn-
drome (CINCA)*

. Pyogenic sterile arthritis,  EIMAER:, HEHIETH 727F0BBREFFLERDIC  WEEEEL, KEEES, B AD PSTPIPI (also
pyoderma gangrenosum, JADT7 v L Fal— BIFLEBEHLESEEOEELD called CD2BPI)
acne (PAPA) syndrome av 22%3

. Blau syndrome Bk CARDI5D X 7 L5 FiEAEHOZER 7 FYER, WEERIEEX, BiE AD NOD2(also

HLPSL DHEEREEHEEL, NFxB  E, 5, BEo=o—os5F—, called CARD15)

1007 8ny £So[03Io[[y % ASorounuuury [edrur[)

*ZNHDIEBIIF CCIASIERICL 5. 4 DBHICBIT A RIIIMBOBETOBEHHRLEERTICI e SN2 L) THH. ASC : apoptosis-associated speck-
like protein with a caspase recruitment domain, AR : autosomal recessive inheritance, MEFV . meditteranean fever, AD . autosomal dominant inheritance, TNFRSF1A :
tumor necrosis factor receptor soluble factor 1A, NF-«B : nuclear factor kB, SNHL : sensorineural hearing loss, CIAS] ; cold-induced autoinflammatory syndrome 1,
PSTPIP1 ; proline/serine/threonine phosphatase-interacting protein 1, CD2BP1 : CD2 binding protein 1, CARD : caspase recruitment domain
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=8 WHEREE
B A PR RY AT HR EEBR KIBEIZT
1. ClgR3iEfE WIRBIMEERIE, MAC*OKNE, REESREgEE, SLE #fEfERE, Vv v FHER, i AR Clq
apoptotic cells?® 7 ) 75 v ABE
2. ClrRIEEE* WHEILE N RIE, MAC*OXKE, SBEEARRRE SLE REJEEEE, V) v~ FERRE, Bk AR Clr*
3. CAXIESE RGNS, MAC*OXIE, hEESRREEE, SLE #EHEERE, ) v FRRR, Bk AR C4
WHERENCEE
4, CoRIABHRET WA IS RIE, MAC*DOXIE, HRBEAHRIHREE SLE RRIEMREE, MEX, LHEHE, 1b AR cat
T g
5. C3/RIB%E WARBIMEERIE, MAC*OXKE, REFEORE, FAREAC IR R AR C3
ERERICEE
6. C5RIBEE WRBIEERIE, MAC*OXKE, BREEGOEE 1t 7EY, SLE AR C5
7. COXRIBEE WREMEERE, MAC*OXRK, REIEHORE F 4k 7E%, SLE AR C6
8. CTXRIESE WABMEEXIE, MAC*OXRK, BEGEEORE F A& 7Y, SLE, &% AR c7
9. C8a/RiBJE? WHBMEEKIE, MAC*OXKE, BREEEOERE F4tY 7R, SLE AR C8¢
10. C8BKIBLE WABIMEERE, MAC*OXRNE, REEEORE F4 &Y 7Y, SLE AR 8B
11. CORIBEE ARG RE, MAC*OXK, REIEHOES FA L) T RGeS AR [&)
12. C1 inhibitor/x B C4/C2DiHE £ WK O AREEL, BHTEF EnH M ERE AD C1 inhibitor
=TS T IR DEE TS B AT
2D HRER
13. Factor I KIBE C3DBE I BAE_REO RGN FAR AR R AR Factor I
14. Factor H KIEHE C3DiEE =) WAE BB O BRERL BRI R, BIALRERAE L AR Factor H
15. Facior D KIBHE ERBICE BmEEDKE A TES AR Factor D
16. Properdin/KIEfE EREIC L 2 BMEEOKRIE F4¥) TS XL Properdin
17. MBPXIE%E! vy ) —ABHBOKIE, LT UERICE BBMEED EhOCREREIIbIRERSE, £ I13E AR MBP!
KR SEBENE
18. MASP2/RIESE " L7 RIS X BEIMER O KIE SLEFEBRE, 1Ltk AR MASP2

* CIrRIBEEDZ C IICIsKRIBEZ AT 5. ClsDBIEZTE D k12 pterlcHFHET 5. T4 4 71 C2KIEAEIZ, HLAA25,B18,DR2&, % L Tcomplotype SO42 (slow
variant of Factor B, C2/K38, type 4 C4A, type 2 C4B) L BEARKHEIZH 1, AAIZE V. C2BEFD8bpREIZL S, C2BERINBD, DWINEV, ¥472
CORIBRERFEIRHCTHY, 471 OCORIEREL FBA DBEFREICL 5. COILMENL S, FCBuRIBRIIH ICCOyRIBR % A0 5. C8YOBETFH 9%
Bt fkicdh ), EETHEH5C8yIIC8al HHAS LTS, 8C5,06,C7T% LTCRIBE L D dEEEIXFH . IMBPRERADKRE 2L —2 3 ¥ A5 71 TldESk

HEOHEMEZRO T, V1 HloHkE.

MAC : membrane attack complex, SLE : systemic lupus erythematosus, AR . autosomal recessive inheritance, AD . au-

tosomal dominant inheritance, XL ; X-linked inheritance, MBP . mannose-binding protein, MASP2 . mannose-binding protein-associated serine protease 2
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