EMEREEOWE Lo ;
a) XIBHIOMMEEE (coD) 0 ®P36 NtM ?&‘%'"
B L m,éiﬁﬁ)
be) RRGHKMHISERSEE 0 wrlk ~1N+th' . pm

(0, EEtERSE)

4 Mendel EREEIT o INNIF U FSEHAE (MSMD)

a) [L-12 & (123 FBK B HRIBAE @ P 142 L+NK IEN-Y 735

b) IL-12p40 RIBAE @ P42 M IFN-Y 733

¢) IPN-y ZEK 1 RIBSE @ P42 M+L IFN-y #& H D
IS EHRITE

d) IFN-y BHK 2 RIBRE P42 M+L IFN-y {BHREE

e) STATL RIBSE (AD Fzt) * & P42 M+L IEN-Y 1540 (R

£) ¥OMOT7—2 gpol P RIBSE* @ P42 MD D& R (O, EAEE)

g) IRPS R4BSE (AD #2zX) * @ P42 CDictMDC CDic"™MDC D
- 7‘0) x(d

5 TOMoEE s S , e TR
a) IRF8 RABAE (ARFER)™ TRI26 R, Hiﬁiﬁnoc“ - mlﬂ% E..%’J‘
b) GATA2 RIBSE (Mono MAC fEIREY) 6@ P48 ﬁﬁ% Eﬁféml DC+ z%ammm
: "NK+B
o) WREaET AL S EM@?’JD 7\7%',¢M—CSFVV~‘}V':73“M£:

G g

XL : X-linked inheritance, AR @ autosomal recessive inheritance, AD © autosomal dominant inheritance, ACTB : Actin beta,
B © B-lymphocytes; CEBPE : CCAAT/enhancerbinding protein epsilon, CMML ! chronic myelomonocytic leukaemia,
CTSC ! cathepsin C, CYBA : cytochrome b alpha subunit, CYBB : cytochrome b beta subunit, DC : dendritic cells,
ELANE - clastase neutrophil-expressed, GATA2 © GATA binding protein 2, IFN ! interferon, IFNGR1 ! interferon-gamma
receptor subunit 1, IFNGR2 ! interferon-gamma receptor subunit 2, IL12B : interleukin-12 beta subunit, [L12RB1 © interleu-
kin-12 receptor beta 1, [FR8 : interferon regulatory factor 8, ¥ : fibroblasts, FPR1 ! formyl peptide receptor 1, FUCT1 :

fucose transporter 1, GFI1 : growth factor independent 1, HAX : HLCS1-associated protein X1, ITGB2 : integrin beta-2, L :

lymphocytes, M | monocytes-macrophages, MDC : myeloid dendritic cells, MDS : myelodysplasia, Mel : melanocytes,
M® : macrophages, MSMD : Mendelian susceptibility to mycobacterial disease, N : neutrophils, NCF1 : neutrophil cyto-
solic factor 1, NCF2 * neutrophil cytosolic factor 2, NCF4 : neutrophil cytosolic factor 4, NK : natural killer cells, ROBLD3 :

roadblock domain containing 3, SBDS © Shwachman-Bodian-Diamond syndrome, STAT : signal transducer and activator
transcription

T 0 FEFB D OMNIZNLUTOEMBER N, XEICTRESN T \DES.
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BEREREEEREEE. SEERERRRARRRRE

1 B SEARIEDR EDHE, BRUBA SRR - BRBERSIE - ITRRBOAE DT

BT B Kell G T if&/su\ﬁét?%% XL ‘CYBBﬁ{B?U)}Eg : Eé?éﬁiiﬁa 306400
'CLIMCL&:O(!U)%E%E:%?TT e , S (gp91p"”') - SO e
AR CYBA @fnﬁé@gﬁ : %ﬂfﬁﬁ%& © 233690

4 (pZZ”""“) s : R v
, Naq§m¥@§§47979 EE 235700
(p47¥i) L

,‘NCF2‘§1E¥0)2§% :',érswt%a (p67”"”‘) 2337‘10
NP B TOER | SEELEE (p407) 601488

TA AN TFUTPEFINERTRICT T DEEZMN AR ILI2RB1 BRFOERE [ 11-12 &£ IL-23 FA 601604

A B1 84
CA NN TF) T EFIINER SR HEE M AR ILI2BBEFOER | 1L-12/1-23 DY 71 161561
Zvhk
CAINGFITEYERTRTTIEBZY AR AD  IFNGRI BnFOER (IFN-YR U 2 Rig 107470
=t
TAANOTITEFIVER DRI DB AR IFNGR2BEFDEE  IFN-YR Daccessory $H 147569
TADNGFY T EHIVER SRS DB AD STATI BETFDER 600555
YA ANTTYTIE Y DERTEICIRE XL CYBBERTOER  BFEIXRED (gp91 306400
pbox)
AN T) TPIIT REREM AD IRFSEIEFDER : CD1c'MDCIZ LB IL-12 601565
DEE
TAANTT ‘J FERDT uwa =i, AR IRI'8 %fﬁ?@é&lﬁ DIL-12 DEE
BEBIBE S - . , ,
CAANOFY T, PO ijfr)lxzun‘?? . AD GATAZEETFOER FHBADORE - 137295

BESE, £ NTSXVE, BRESE, 88
RRBEREE (MDS)/2IEBHMAMTE (AML)/
18 Fi"‘”‘%’t&%ﬂé HEAMmE (CvmL) ‘ ‘ , ; :
mmger o ey %%%@%(&@mﬁh?@gﬁ S 306250
& o EfEFOE e
 TLLER

* 3R 6 T3 Barth fiEfZ8%, Cohen fiE f!seé’¥ W AEREAME é&f#jyﬁ/ﬂil’ﬁé%ﬁr % zéfhﬁ%{ﬂﬂ’e}@%{ #%%E‘EODE% @TT%ﬁ
RICHRESI N DOBGRZEENBMENTD (2000 EONFERIIMAT).
BRI L <D NO = DDEREBIL, ZON FREISIREICER SN COVENW, BEFEEN RIS
EHREASUEORMERZFEEDOH UWREEE LTI, MIREES(CERE pdo” " DXIBEATITONES, 28D
1BMERFEEDORBE CRESIN, EMRBRELEDIIRERLE.
* Mendel H{ERIV A I/N\O T ) PRREE (MSMD) Tl DOHUWNBEEEMEN/:.
a) YAANOFUTIZRELTESHE LD, YOOT 7~ TCODIREEMEELEDRBLHD. XEH gpo1™
RABFEDIERL,
) BHEEEMESEERO IRFS NBEIY, EETITIL-12E5Hd 5 cDlc " OBSREIRMIEOIBE D EH Y.
MSMD DEERFIRAIBENRIBOMEICS LU TCREDBENHD.
« BTEIC GATA2 WBFEIY, AMRRSE (v OANITUTESD), MBEEECELBEDREE0EHIY, 2
FRSMEREL (BER, SRASEDIRIERS, NK RS, B /EK) ZfED Mono MAC SEBEIDERRE L TRE, MESh
1=6DTHD.
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ETD BREBEREAE (defects in innate immunity)

4

9

RBTLIE RS FF

, EATR R RSE
(EDA-ID) : s

Ca) XE (XL) EbA-,ID (NEMO RES5E) »

,p)%%@@@ﬁ%ﬁ(&>>mmﬁﬁ
fRAK4 RIBIE | N

MyD$8 JHRIE

WHIM (%%, EA><J07U Jﬂua’i e
®iE, TTOATFIUR) FEREE
%ﬁﬁﬁ&%ﬁiﬁﬁ 3

(ZRiEid) BN (HSE) *
a) TLR3 RBFE™

b) UNCY93B1 RIBAE

¢) TRAF3 RIBSE
SHEERMES S
BUREIEN Y VFE (CMC)
a) IL-17RA RIBSE*

b) IL-17F 4B

c) STAT1 BEE (MEEEHER)

KU V=T

& P 108

P08

@ Pl

Pl

=P IS5

= PIIS

@ p 17
P17
@ p 17
wp 21

P21

@ P 121
w P (21

D7) Tl

7k i
7] fLﬁ%ﬁfﬂ%
1) 2 SER+-BAER -

BRIER 1) 2 /NER

FRARIRAE SR (CNS) #iR2 +
ot s iilin)

HAR#REE R (CNS) #RBa -+
HRAESEARAS

FRAR AR (CNS) AR -+
FRMESF AR
HAER

RIHBRE, FRAEZEARAD,
IR

g i)

T #AR2

TSF/HA R HAn
e -

ONERB TR

- NE-KB /77“)[4\ ,
TIR-IRAK 5/7%!/%

TIRMyDS8 27 F LR

7> RTCHhd CcxcL1z

(SDF-1) {2339 % CXCR4

TENAVEBHEDR

ey Ry

TLR3 {K#FME IFN-a, B,

AEFg

UNCO3B k77 IPN-at

B, AZE

TRAF3 {k 7 1% IFN-t,

B. A'ﬁﬁf
CARDY S F L%

I-17RA 7 FILER

IL-17F ZE LT8R
STATI HRBEIEBERIC L
B IL-17 FEED T #if2 5
dizt==

 APOLI

XL : X-linked inheritance, AR @ autosomal recessive inheritance, AD | autosomal dominant inheritance, NF-KB | nuclear

factorkB, TIR : toll and interleukin 1 receptor, IFN © interferon, HP © human papilloma virus, TLR ' toll-like receptor, IL

interleukin, EDA-ID : anhidrotic ectodormal dysplasia with immunodeficiency, WHIM : warts, hypogammaglobulinemia,

infections, myelokathexis, HSE © herpes simplex encephalitis, CMC * chronic mucocutaneous candidiasis.
* 0 EGIB D OMIENIATOIFMBIESN D, BICTRESNTIVDIER.
DD LV VERBAR 7 ISBINE .

« BREEKBEBREIZERNO TRAF ZIBIES, B—DOBETII SN

HEEHERTHD.
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HH!HHHH EERRRERREERE

FEMERBANEIEDIIZ M, BRUECRIEIEER - BARRETRIE - TRIEROAE D

TTHAREL A SRR RE (GIEC XL NEABEMAOEUIL -5 -THD 30091,

m%wmmo)/\;a) +%§fzo)rﬁ<ﬁf* (A NEMO (IKBKG) 75@1&%0)'2*% S 300584,
77U "”DiUhEQ@thﬂﬁ’VHE@) ; ‘ S S 300301
fF‘tﬁ%ﬂIﬁRﬁ&t?fé +T %EHH@A#EJr@/zO)@Z% AD  NF-KB UJ/%‘MMJ’%% b‘i L/%a IKBA Jé{ﬁ 612132
ﬁE S o FOBEGERER :
HERRCRE  (ERRIMEARE) AR TLR & IL-1 %fﬁ/j-r)b{z:ux%%fﬁﬁz (07676
TERFTHD IRAK4 BIZFOER

.%Eﬂ@@«%&ﬁ ({bﬂ%i'l“iféﬁif%?)"f  : AR TIRE BBV TS IVRERIREERE 6122600
e IR FTHD MyDSSEIEFOER :

ffﬁﬁ/vﬁlzﬁu /nnf‘ B%lﬂﬂ@é:ﬁmd\ BEED AD CXCL12 DEBIRTH D CXCRE BIETDHE 193670

FHREREY, KRB/ e bEO—-YOTILR BRI R

(Hpv) Rk

EhEO—v LR (B) B, EEAA AR EVERI, EVER2MRFDER o 226400
BIfEAILARZ 1 BB AD TIR3 BIRTFOER 613002
BRI 1 B AR UNC93B1 Bz FDER 610551
BHEANILR 21 BIRN AD TRAF3 BETDER

RIS 2 DS R, SRR B RIREE AR CARDY BEEFDER e 212050
CMC AR IL17RA BEFOER 605461
CMC AD 170 B ETFDER 606496
CMC AD STAT1 BT DER 614162
NIVAVAVESS 2+ ' : ADAPOL-1 BEFOLE S 603743

-?ﬁmjﬂLﬁhﬂéhfuibiz)s’zi‘%*ﬁﬂﬁh//91"“ (CMC) TIEZDDEENBENERINTIND. BHREKRDNM
R IL-17RA RIBSE & B ERBIEER IL-17F RIBEN, Zh2N—D0ORAZATREI NI, STATL DISHEERIL
R, 50 EHIUEOBREBAREMIEEOMC BETRREIN/. INODEED CMC FEIED A X LINE, STATL
DI FIVDBEEFHEIC LD 117 L THIEDBETHD.

o X EEHGBERRES O ISTHA R ENBEAE (XR-EDA-ID) 1F, FEDIHY (HDBETII DA ERICNAT
KIBABIRD!) 2/ CEEARL, 5 TIEE o {HEENEMERSE) EBSRE (—ATIEUTMILR, BE,
MR/ E D BEMIE, 5 TIZBR—BIDREAERY) OMET, BRNICSEICSHEENHS. £ FH oMM
DIERN, INSORESBRNEE S EEYTD,
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1 AVISRV-LICHETIRE

a)

b)

<)

d)

e

|
i
]

E369 HORNEMEE (autoinflammatory disorders)

RIEMEIAVEH  (FMF)

% IgD 2R (HIDS)

Muckle—wens REfREE (Mws) L

R AECREIERRE (FCAS)

MERBMRESRHBNENWRE (NOMID)

PSS
L 5w

P67

w Pl
& P73

w P73

w P73

if:ti@’ﬁ?tb%@ﬁ&%@%ﬁﬁ (CINCA) fE

5

2 AVTIYYV—LICEEURVIRE

a) TNF ZE(FBHEFEMMAEIREE (TRAPS)

¢

~

f)

aw P78

BERERNEMIGRE @ P62
{ERRME MBI - SEEMRREE - 7Ok w P 84
(PAPA) FEfREY

Blau fE {28 @ P86
BEREMZEEEREEN (CRMO) XU &L w

SeRMEIRIMIRAERA MR (Majeed EE

B

IL-1 FBRART 5 -2 MNRIBAE (DIRA) *

= P93

ey

FRIMERRIER,
TA R AL
sk WSE
ML E R
B

ZHAMR,

%&Emﬁp,f

g

SHEnR,
BBk

ZiZEmER,
BAER

IR/ o0
77—, 3&
1L T 4REE
A EHHmAa,
SEME(L T MR
DiEsa

BIER

g, BhE
i)

¥ EMmER,
SR

BUVDEEAMIEY, ASCHEHE
S IO VT ERBIER
BEICORNBREESBIT VY
077 =2OFPR M=

CALZFO—IARICEBYT S A/
OB+ —ERA | REOBER
B
BB N~ & NEKB VTS

CVREEE 1 TOE S U AIh DD

B 2UALUORE

@b

55 kD TNF SAEDOERICLY, #1i8
RTCOZERDEBE /IS TNF IIH
BHREREDAMY 1 A UBREK
DFPHUESIIND

[L-10 /23 1L-10 FRIRDZE R, TNF-
QRMMORERY A M OB
(CDHEND

TOFUDOBREEN, RERISIC
BlIFDEENL T IVREDRSEE
UEHIT

CARD15 DEBHESHMUOESR, LPS

& NF-KB I FIAREOREER%E
[BETD

THEE

I-1IDEGBRBES T I ISA®RT
VAAZZANDER

AR ! autosomal recessive inheritance, AD : autosomal dominant inheritance, PMN ! polymorphonuclear cells, ASC :

apoptosis-associated speck-like protein with a caspase recruitment domain, CARD ! caspase recruitment domain,

CD2BP1 : CD2 binding protein 1, PSTPIP1 | proline/serine/threonine phosphatase-interacting protein 1, SNHL : sensori-

neural hearing loss, CIAS1 ! cold-induced autoinflammatory syndrome 1, IL ! interleukin, FMF @ familial Mediterrancan

fever, HIDS : hyper-IgD syndrome, MWS | Muckle-Wells syndrome, FCAS : familial cold autoinflammatory syndrome,

NOMID : neonatal onset multisystem inflammatory disease, CINCA ! chronic infantile neurologic cutaneous and articular

(syndrome), TRAPS : tumor necrosis factor receptor-associated periodic syndrome, PAPA : pyogenic sterile arthritis, pyo-

derma gangrenosum, acne (syndrome) , CRMO : chronic recurrent multifocal osteomyelitis and congenital dyserythropoi-

etic anemia, DIRA ! deficiency of the interleukin 1 receptor antagonist
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EERERE AT

!
1 FFE SR EOBIR S, BRUECRAIRRE - FIRREAREIE - VIBRROME D

EEnN

DL TURGHEOREIER, FEACAEN AR MEVEETFOER 200100
=, Jm j&)ﬁb/\f“ri%f“%f\@%m%@m ; f S RRoR

AD BEESEBLEREANKES AR MVKBETOER 260020
LhEs, meEmm (SNHL), EM’ k=22  AD  cust (Pt BB NALP3 tﬁb\bh 191900
. : ,;5>ﬁm¥mgg - ,

WARBEDIMEL AL, BN, BE, AD At MIRPIZEEFOER 120100
A, BMREZ S T Ll : i
HEREPRIEDID, ’|‘g‘f$?1€ﬂ§»<. %fﬂéz,\f“ & AD IS E{ﬁ?@ﬁi e o i 607115
S BIENSE ' St a o o :
RIEMEFEL, RERN, FZ, IRIRCBEEIONE AD TNFRSF1A B FDER 142680
HEMBRCBE, IIFEEES, 8 BEE AR IL10, ILI0RA, IL10RBIAGFDER 146933
B

WURMERIEIN, NEMRE, HR AD PSTPIP1 (CD2BPI &6 D) BEFD 604416

k=

REDERR, PZFREMBIER, [BISAE, F2, N AD NOD2 (CARD15 &6 vhd) BIEFDE 186580

THEREE, 30% |3 Crohn IRE R D 2

BUEREMSFR SN, SIMKFEEm, 258 AR LPIN2 B FDEE 609628
RAEMERE

P RHAREOMEE S HIEBEEN, BEX, R AR ILIRN BGTFDER 612852
BiE

* 10 EBIH D MIZENLAT O MBS N, TEICTREINTI\DEE.

c BORNEMRRBIIEBEREIEREHEE ULBRERT, AENZBEAORF AR, BEICEARREROM
BENFILESDTEESTINBEDTHD.

e L0 EEL—MNEBECKEHERBO—DTHDEPMRE - 7 75 HOMNR - (RTEX - 8B >/ &5k (PFAPA) fiE
REOBETEBIITIETHDH, BEDOMFR TS IL-1 DRBOEELE, 1L-18 7 -2 bORISHEIZESEA
HBDIENREINTIND.

* Muckle-Wells fE{Z8¥, FEMERDERAEMEIRE, MERERESWHEIIRMAMLRR (NOMID), 184 T IR HPREE
BEES (CINCA) FERBEHIERD CIASI BazFDERIZERL TS, IhoD@E4cDEREDRBRISMODBEETFD
TEROBBERDEEICL>OTEBMINTRIETD.
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AL (complement deficiencies)

Clq Ri8fE

Clr RIBfE
Cls RIBSE
C4 RIBSE
C2RIBIE

C3 RABE

C5 RABIE

C6 RIBSE

C7 RiBfE

C8a NABFE

C8b RIBAE

Co RIBSE

C1 inhibitor ZQ48%E
Factor D NI8fE

Properdin R4BSE

Factor [ RIBFE
Factor H T\}éﬁ

MASP1 RIBIE

3MC FEIREE
(COLEC11 RIBSE)
MASP2 RIBAE™

WIRERR3 (Cr3) RIBSE
Membrane cofactor protein (CD46)

JIBE

- CHS0 BIMEME DRI, MRS

ﬁh /zmmmau 7>2A%

CH50 %ﬁfiﬂ%‘f&@z\?ﬁ. %Hiﬁ@ﬁ%ﬁgm%gafkd)/\}a %f‘ ?E’—\{zw) @E 18
CHSO SBMSEEDRIE
CHS0 SBISEMDIIE, MEEE ?EA{MJM@ ﬁ%f BEKRDH ﬁi@/\}a,
—BRDEBE TIIBENBEICLDRMRZRISDORIE
CHSO ,amz,a'rmmé MpEEE ?EA{M)M% %f“ ?EA{ZW)/\@EAS‘H

CH50 t APS0 3%“11]15%’&0)5’\4‘5, %EHH@HEB%E%EAWODA}E "Qﬁé'i’}:@/\%,
RN RIEDRIEA

CHS0 & AvS0 BHSEHORIA, ABIEIE KO, ;&mqmm

(M%tA%OE@%M@Kﬁ,%m%h @AwmA@ @E&@Aﬁ
CHS0 & APSO SAMSEMED IR, MIMERSEEAKORIE, REELORE
CH50 & APSO SBMBEMDRIE, MIIEBEEEAKORIE, REEEORIE
CHS0 & APSO SBISEMEDRIE, MPIBEEEAKORIE, REEHEORE
CHSO0 & APSO SAMSEMMDNIE, MERRISEEAKORIE, REEEDRIE

C4/C2 DBEE S HIMREE DB FINEML, SHFEFTZ /= ’7/7)"9!%

EESNB TSR UL BEMS R T LDEFESEL

APSO AIMEEDRIE
APSO SEIMSEMEDR A

C3 DMETTHE (4 S 18168 — RIS DB FETEEN
C3 DHATFLES M SINE ~ REOSRIVELG

BRI OEHERORIR
B S U S LORERIRIE
LoF VBB & SBELDRIE

F6DLADL DIEESE :
WEME ZRIBOMEE, C3b HAEDET

Membrane attack compléx inhibitor A& bh@ﬂﬂki’f?’é?’fﬁﬂfﬁ@@b\’iﬁm‘ﬁ

(CDs9) RABE (HERAEIEER A KRS
EFRIERE)
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SLE #RIEMR, DOV FIHRE, Bk

U Tl

SLE BRAEAR, B, ZRUEBCRBE
&', R

SLE KRIER, ZRMECHRE o
SLE BRAEMR, ) U7 FHEE, ﬁ%{é C4A0)T\Tc§§
BUERTIISLE, 1 HNERKB, C4B DREXRSH
LRTIIHEMERER

su:ﬁ%f“bi' mEx,

VAR, {BERMEEREY | RIRGEER

EFIIN D ODREMERS, SLEFEE, ARERE
BX, FFERAMMPREBAEIREE, SNP DEERIC
KD TN B ZE M

FAY TSR, SLE

P cd))
FA ) T

P <4)) #, SLE
FAzl % SLE
FA ) TRER,
S B

EEMEMEMTIE (HAE)

N

Bk,
e SLE, MER

SLE

N

N

=3
&k
2

3

BEEEI4LL ¢35, €6, C7, C8 RIBSAE

BEOTF A =2\ 7R

BREOF A 2! Rk

FASIEERrEREE, AIRKBA, SLE, SAMMEREMEE
{28t ; sNP DBEEEUC L D TISEE R T RSIIAR
fiE

TRMMEPREBAEAERES, BMHIBIERIRAER, F1

)7 sNp DEERIC KO TSBREIRS

MmEBE

BESN, OBOEH, BESES
4hEds, TUAR, BERLBOE
BEHE, OBOEH, BHESESE,
hEgs, TR, BELBDE
RS, REERRE

iE, FBEE,

F’-“_J_J[} ":‘g_*‘
:

AEREBR, FERESAMMERBAEREIRRE ) SNP D
EERNC & H TIIEE LTRSS

AR, M5

7O LUMREY, 2%

AR

AR
AR
AR
AR

AR

AR

AR

AR

AR

AR

AR

AD

AR

XL

AR

AR

AR

AR

AR

AR
AD

AR -

: c2 BLTFOER,

C104; CI0B, czgc;%h?@gﬁ, %ﬁﬂ%ﬁ

- RSN bCDA?E

C1ri@nFOER, Qﬁﬂ?ﬁﬁi/é 3 EODA}E

C1s BEFOER, SPHISEHORIE
C4A & CABBIZFDER, FHIMISELD
RiE

P EELLORIA

CBETOER, HHEKE S -8B L

DIBEE LR

cesa?ELLIFCsp ﬁfx?@&% ik

SEMILDRE

COERFDER, HSMET IzO)Q‘G%
C7TEBIETOER, HBEMAEEIORIE
C8o IEFDER, BIMEHLDORIB
C8B BEFDER,
COBEGFOER, EHRBIEEIORIE

C1 inhibitor ﬁfﬁ?@s&gc‘:?ﬁﬁi C1 U)Eag
DEEREEOBENE

Factor D (CFD) BRFDER, FZ %XE%L
KDOHIEELDRIE

Properdin (PFC) EHRFDER,
FDMBUSERELDRIE

Factor [ (CF) BGEFOER, C3 DREM
5

RIS

Factor H (CFH) BEFOER, WMEE &

BOFRAVEL LS LU C3 meLE

MASP1 BIEFDER, v UEEaLoF
w707 7Bl L DMK DEE
CL-KLDEGFEY, cB v?%/h‘zﬁﬂz'ﬁ
AFELTE < TEEM

MASP2 BRTFDER, Yo oaloF
o TOF 7 Il LSRR OESE
INTGB2 B FDER

MCPBEFDER, 1RFREEDC3B &
C4B DRI BISBBIAFEEDRIB
CDSOBIGFOER, MPREEEESH

(MAC) [T T HHEERFORIE

BERCEE ORI

120550,
601269,

120575

216950

120580

120810,
120820

217000

120700

120900
217050
217070
120950

120960
613825

138470
134350
312060

610984
609814

600521
612502
605102

116920
120920

107271
D3
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Ficolin 3 RIBHEICAIE T 2 BB AL Ficolin 3 HEICLDMUSTHOIB

XL © X-linked inheritance, AR : autosomal recessive inheritance, AD | autosomal dominant inheritance, MAC | membrane
attack complex, SLE ! systemic lupus erythematosus, MBP @ Mannose binding protein, MASP2 @ MBP associated serine
protease 2, SNP ! single nucleoride polymorphism

* 10 EHH D UOMEZNIATOFEMBLERAS, XIS THRESNTVDERE.

s ROIDEMENLHUNVERE, J<EBRSNIERRBICSNWTHESENDERLREIZRL TS, &<Ig,
TBIMMEFREBREAEREE, MBENENE, ERSOIEBETCRDOONOBERAICHEETDEITAL, BEHEETD
LR EOEOEREZEBMLL.

« ZOMMDBBRERE DL T— I3 C3 DIEM BRI A +DRRETH D | TNSIFAMIROEME REPHRME
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BREUOBM, NETOEVRAE, BB, FBHY BXMD PIGABEFOERICLDEMFHMEOIEK 300818
ANIT, &R, [ARRE XEHEM &, MRERECEREEETDIUOVILR
TR ATPFINA S b=Ib (GPD) BRRDH,
BHRREUIBE, EEHNRE
FEICBRMDOEROULRMEBRE, ARBITIRE AR FON3 B FOER, WMIELEES 604973
MIEK, MNERESEERRICH TSR ROMNME s Lo . - : '
xE o B ' i o
HHEXAT A LY DESZFEL, ENBEOMERDBIZEZVESHIT.
* factor B (CFB), factor I (CFI), factor H (CFH), > CD46 DBRFEIRIL, RBEPRIITRAERIVELAESE
BEMBEFE UTERT S,
* AMERERE LRI, SAD MBP RIRE (V2 / —RFGL O T -MBL ELTHBNTVS) T
BEEEED ERIIBHON TGN,

* 3MC FEMRBHI R ERBREMRB T H DN, Carnevale FEREE, Mingarelli AE{&E¥, Malpuech iEMEB¥, Michels FERBE &
SESFHICKEINTNWEDTHD.

GEMEESE, KuFHIE, EEHT)
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RETHRO NS HTRAENRE - BRGERE

ERRIED S B, BHICHKRRIERORTIZLD
FEHEY HPEMRETH B WEH IO e
AN4xfiE (primary immunodeficiency disease : PID) @
B E TN T 05,

B gt (autoinflammatory disease) & i,
1999 4E1Z Kastner 512 & o T Cell EEIZH S e R
BT A VT v Mo (BUETIL, TNF S4B
WIBEWHE (tumor necrosis factor receptor-associated
periodic syndrome : TRAPS) & Lifits]) Tl
{ET 5 O O CL U TR S e il
T, BEIRELORIR, D F D RS R
b IEE AT OsEEL, MEIK, K% EORMIR
FERE RS, BBEUN &2 ), — B il
O F TR R PSR 09 T MBS ISR S vl
TEEERESNTDY LA TR, 2011
{E® WUIS (International Union of Immunological Soci-
eties) 12 & % PID D3I B CORPEMHEIREE 125
FNCV B RGEENMERFTEPE ) > S HRIRESR &b
BIWPS BT SNOVEE AN R EE F R

FWR, EEEAEIETER I % (juvenile idiopathic
arthritis © JIA) Tid, FE# BHEIZ, IEResevERLRE

Lo 2 RERREIRAS 7 ) A ) o BY R I S e e
(cryopyrin-associated periodic syndrome : CAPS) £
X TRAPS B DHIRFEIR & HUS 2 105 % < il
CHERT B2 0D HHY, RYBIHED JIA (sys-
temic onset JIA © soJIA) CTld~ 27 w7 7 — Gk
JEMEHE (macrophage activation syndrome : MAS) & L
CTIMEREAIRED AT 5 2L b b Y, IHHEOHIK

I B O NGEE A 1 = X A DEEAE T 2 0] feE A3 5
EX

b o & b IEABIE DR O g R
F Y H P iES (familial Mediterrancan fever @ FMF)
T, FEFCLBUEF TS T OB iR E Ay
HINTWAH. FMF DEILRIEFTH S MEFV R
CAPS O TLHE - Td % CIASI (NLRP3, NALP3,
PYPAFI) OMIETHFIENTNO T ¥ T ¥ — 51
ASC (apoptosis-associated, speck-like protein containing
a caspase recruitment domain) % 4~ L C caspase-1 D
itk z ML, WEHE interleukin (IL)-15 DY pEAE
RERST S (B0, pyrin & % 1 nucleotide-
binding oligomerization domain (NOD)-like receptor
(NLR) family, pryin domain containing 3 (NLRP
3)-ASC-caspase-1 B & U5 F D~ 7 a Ltk
W, WhbwbA 757 Y—2 (inflammasome) O
ST LAY H CRIE R O T RRK TH 5.

=77, FURSOIEARSEIZH S T A IIET,
b o &bl CHRRE OIS S /s b o1k, 2000
12 Zonana 517 & o Tl S A7z SRIER 4 & BF
9 X T A IR SIS B4 (anhidrotic ecto-

dermal dysplasia with immunodeficiency, X-linked :
XL-EDA-ID) TH 2%, ZOHEBOTMETTH D
NEMO (IKBKG) &, FHEtEy 4+ A ¥ Ol %
HI#$ A FEHET- nuclear factor (NF) - kB O i 15
WS 50T Ch 5. NEMO EE 1, Bl
faxe THINBO RIS B IZIRE L CD40 ¥ 7T v R
TCR ¥ 7 F VRGO FRICHEET 57507 T <, 4
W, 3 277 MAZERRE DN 2568 e S~ THEA T
V72 Toll BEEAHE (Toll-like receptor : TLR) % IL-1
T7 I DY T AR > TH Y
BNTCdhorz, O, TLRBLIUIL-L V7N
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TNF-Q )

LPS l

‘TNFR-1
TLRA
HERAIRR

TRAM  TRADD o3 @ &
PA TRIF  FADD

A
[RAKL IRAK4

fBE \Lcwopvrm

pyrin'”‘ \,
\SC& /\
£

caspase-1

fﬂit‘?"?ﬁma
-
pro-IL-183 -1 B SEMESY
e®» @
% pro-iL-18 -8R

SR A b HA
(KB binding sie| >

E3 TR IFIb, INF Y TFIVBEUNLR ¥ I F L OMINIGERE & T B ECNERREORTRIGT
TRAPS : TNF ZAFBEERMMERS, PAPA | {CIMEMEERIAL - PEMMREIE - 7 7%, CAPS | 7 UA LY MG B HME
{RBE, EOS: HEREYILIM R—Y R, LPS: YRS TLR : Toll ¥R, TRIF : Toll/interleukin-1 receptor domain-containing
adaptor inducing interferon-3, TRAM : TRIF-related adapted molecule, IL :interleukin, IRAK4:IL-1 ZEAEEFF—+H 4, MyDSS:
myeloid differentiation factor 88, 'TNF-ct : tumor necrosis factor-@, FADD : FAS-associated death domain, TRADD : TNF receptor 1-asso-
ciated death domain, TRAF © TNF receptor associated factors, IKK : inhibitor of nuclear factor Kappa-B kinase, RIP : receptor interacting
protein, NOD ! nucleotide-binding oligomerization domain, ASC : apoptosis-associated, speck-like protein containing a caspase recruitment

domain, PGN ! peptidoglycan
(KEFH, 1. BRBEOSFIBBICESWBSREEERBEOBMIAOZ FO—F. 7 LIILF—2009 ;58 : 1502-1512)

RIZOBRFAET B 50T IL-1 FREY S~ 4 I NVORE LY RET HEBEOBN 7 o
(IL-1 receptor associated kinase 4 : IRAK4), myeloid Fry—FERRT A,
differentiation factor 88 (MyD88) R CHIL 7 F %
BRY 7P MEERB OB T &7 5 — 5T cas-
pase recruitment domain 9 (CARD9) O KIBFEAHRE H C 48] I’UK BoRIZiE, BRTRWEZ#ED
BNV, HRIERSEORBMAISHET L Tv o BVLORPEENRE LD TENRLR DD L LN,
72(B2). TLR ¥ 27 )% NOD %4 4E (NOD-like FMF, CAPS, i IgD fEf%H: (hyper-IgD syndrome :
recptor : NLR), RIG- I $£5%%54k (retinoic acid-induced HIDS), TRAPS, JSMAMESES - 77 ¥ EON% - 1
gene- [ -like receptor : RLR) 3 27 F )V & vy o 2 JHAE - B 73848 (periodic fever, aphthous sto-
Bk, BHRHED > 7 ARBIC L AR 720 ¢ matitis, pharyngitis, cervical adenitis : PFAPA) JiEf
7, IRFECITHIR R OB b HRGIER T H B s g, REWEH (5 IdRpsay
5. PEEERO—DTH Y, RHMOEIZ BT
AT, RS HTRERE OB 7 o — HENENE, IWBRMBEORWE CREERET
Fyv— P BLOERBERSED I B, & {IZTLR H5H. T/, CAPS DFMLIRIE (p.77) TSN
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B-IIh

!

Dectin-1 IL-1RI
©

IL-18
@

vlr IL-1RACP

CD14
Epan : ® |
SyK MyDS8 Bl 3
T 3 g
[RAKA X@ IRAK4
IRAK /2 V IRAK1/2

2Bk

&

KB binding site| —»

IRAK1/2 \:

) VB
...#ﬁg
] IRAK1/2.
. [(Rakiz2] ~

IKK complex

REEMET b1 I ZEN y
[ﬁiFS binding site| —» \ aald

|

TAK1

4 w3
< R,

g UNC93B1

IRF3

B3 TR Y IFIVE KU L1 VI FILOMRNRERE S T REERRETREORTEGT
KT FIRBECTFET 2EEBEFE (RAKY, MyDSS, NEMO, IKBa, TLR3, TRAF3, TRIF, UNCY3BI., CARDY) %HF

TR LR

LPS: URZHE TLR: Toll HZAK, TRIF: Toll/interleukin-1 receptor-domain-containing adaptor inducing interferon-3, TRAM : TRIF-
related adapted molecule, IL : interleukin, IRAK4 :IL-1 ZEMAEEFF—1 4, MyDS8 : myeloid differentiation factor 88, TRAF : TNF
receptor associated factors, IKK ! inhibitor of nuclear factor Kappa-B kinase, RIP : receptor interacting protein, CARD : caspase recruitment

domain

TWaH, COEEEIZL Y UTO=DD8BIZ0
B, TREROBEEBTRIPKELL LS.
b o & HBED S O & KIEMEIEE B Ty et
(familiar cold autoinflammatory syndrome : FCAS),
b0k b ESED S O &1L R Y
(chronic infantile neurologic cutaneous and articular :
CINCA) JE 1B TE/ 3 2k Vo ) F8 9iE 26 8L 28 9 9 1k i 28,
(neonatal onset multisystem inflammatory disease :
NOMID), Z®rpHAEEEDTERELED b D % Muckle-
Wells SEMERE L L85 2 s H O S EE R BB
IS BEREREO LRI TR SN D Z L B0,
FNETNOFHNIM, SRR, SERTC
K& HR2B (H3)9.

FCAS TIIIGHEEIEIZ L D SIEL 8D SBT3
EN, HRMECOMECHM TRENHET S,
FMF & F AR 238 <, —MRAgIZid 72 BERBAAIC

SEBUIHIET A, —J7, TRAPS I3 H CR&EMERED
fCRIER IO AUIH SR WIRBTH Y, EHF, 1
BB EOFHMBAETA2720, BiROLBY
SOJTA & DERIZTERE T A 2B b, Lz -T
EH O SIEM R ED S N A RESNC B U 22, 80
1Zh o LD EEGFRIIBICTHL b b, T
RECHIL, RGNS OIRIPHIEE 2 M L 2w
PRI CAREOFSE 2 FHIC TR L T2 & 72w,
70, REROFEHEIICETCBH 70 —F ¥ —
FERAIZERT 5.

F 7o, HOREERRIRA D & M e K8
B% A4 5. CAPS % TRAPS (& # #e B R BN (7E
ROEBTH D00, FlLRIFEOREIL- L Y2
WHENBZ &DH b, T/, 728 ZITEME T,
N F I LTE LIRS ASNAS,. CAPS
TIREHEOIFHELED A TBHEERA LN,
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EMF [ SRERVEMIAPIESEL, 1IDS © & IgD fEMREE, FCAS | RIRUERADE CAMEMAEIREE TRAPS © TNF 3374k A8E fE AshiE:
B, PFAPA @ BHMERSL - 77 FEOIAI% - IRSEZ - SEERY >/ N
(Holfman HM, et al. Recurrent febrile syndromes © what a rheumatologist needs to know. Nat Rev Rheumatol 2009 ; 5 : 249-256)
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NN IR IR I O AN IR IR A

5. FESAEVERR - BB N RO - BB D0 —-F v—

CAPS @ 3 #EH D 5 H FCAS TRIRD & B 1 %6 17288 4 O FRRAEIRIZ X - TH B WrofEHrsm g ¢
MEFRIZ X 0 BEDSHSE S D . Muckle-Wells SEEHE DD, HRIERY S ZBW 2T S 00B K 7
R CINCA EBHECIRIETHEFAS5h D, 29 tn—Fy— F%H sma:i{ﬁt*&%.

Vo L FRBOFEM R EREICOVWTR R ERO
Hamr B L& ooy, BEEK, KED = ; =
KRt GO RUSHE, SEEOT & Sofile, {3k EURGBIERAED S o t b1 &Hfg{ i, TLRIZ

[ R - I
| BRELLEEN DD | | mmEmaaseaTHe | | sERsEEORL
I
FMF rs]ﬁ m}qn ’WAPA&@E% { HIDS || TRAPS - FCAS MWS NOMID/
4~880 || HoRdE 4~6ﬁﬁ% 2BE | 3aEECE || msmEE || ciNcarEfRE:
SZE3BETE : ~z¢:‘t Eﬂit:rs@ CBEYD Em £ ‘

%ﬂﬂmlugjb\hﬁaﬁrﬁﬁu F.*ﬁ’)l:]—ﬂ'-v“h

EMF : BRiEMEeREEL, PRAPA @ EIHAIERE, - "7’5‘1@:“*1% RS - SBERY > /CEI%, HIDS | & IgD fE{REf, TRAPS : TNF %
BIRBDER BIEMEREE, FCAS | RIEERS B CAAEEEIREE, MWS | Muckle-Wells iE{R2%, NOMID : #ERHARAEZ IR REME
FREB, CINCA : {2MEFL R HhiR A 5 BIER

(Wurster VM, et al. Periodic Fever syndromes. Pediatr Ann 2011 ; 40 : 48-54 £ D 3|8, —&%E)

Sl

TEH BHONEHRBORFERICEIVEZH7O—-Fv— b

PFAPA : EIHAMERE - 7 7 FHEOIAILE - IHBER - S0 >/ CEI%

(Hoffman HM, et al. Recurrent febrile syndromes : what a theumatologist needs to know. Nat Rev Rheumatol 2009 : § © 249-256 & D 5|8,
—EReNE)
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1) IREE 1) IRZHE (LPS)
(75 LISHER) (72 LEHE) .
JooT)
TLR1/6 < TLR2 TLR4 ’

~,

TIYRY—LR

5

REIND HROEOZERRZNENIRIET 5
WG (EMEITREAIE T 5 0 T/ s — v
(pathogen-associated molecular patterns : PAMPs) ) (2
BEERMESH BT LICRET A, TLRA Y REHE
(lipopolysaccharide : LPS) % &7k L, TLR3 i 2 A48
RNA 2235, 72, CHEL I F U 2FFEER
HEDFT Y — R BT Y. Ldo7T, H
BRI b AT OREETIXSHBY 2R T
IR R T A T LR B,

2011 4ED IUIS 12 & % PID O4MATCEFZ SN H
SROIEAREIETIE, MiRIRWE (Streptococcus pneu-
moniae) 7 & OLIBMEMIE, BALALRAT A VR,
v k¥ —<o A INA, BT Y (Candida), P
Y3 —<{ I (Trypanosoma) V2% NENEFERE
WO BEE R RTEERISEI A TNS, 2070k
&, 84 OHEFNI BT RIERG T 2 W E A5
TENE, BWNILIBHAED TH LA, PICIdEK
DRBEBEIIR T2 HBEEEELRTRERELD 5.
TLR 77 3 ) —itk F T TLRI~TLRI0 ¥ THH
L, TLR3 PADMBLIN 3 &7 F MARER R I A &
NTwab. TLR 7 7 3 Y =D 7 F WRERIIEH
B> PAMPs % BT 5B TH B720 (B 6), TLR
DTV OSEIC L AEETIF O 25O
55, IRAK4 KIBAES X U MyD88 KABAE T il

58

@ TR IFIU-NFLEORENUAY N RREBESF/INI—)

REIRBIC L 2 RBEEEE XTI E0HEH/RTH S
2%, BT FOERE  (Staphylococcus aureus) 2 v
EATW (Salmonella), FEMEW (Pseudomonas aeru-
ginosa), F7-FENIZA 7 VI YARE (Haemophi-
lus influenzae) 7% E6H3 B EES HE S AT
%%, EDA-ID Tl&, FiRERE, 1 ¥ 70>
B, <A 0,237 570 7 Vo HHEIICR$ 5 5
P THR L, A AT A N ARHMANL R
AT ANA Lo T2 AV AT B B % oR
T Lo T, IALOERBICH L CEEiS &P
WL TH L.

Takada 5237 0 —H A4 b X —% 2R L 72
IRAK4 KABFED LEBZWTA 7 1) — =¥ Ik E
ELTWAY, Z T L, MyDSs KNS
HhREIhALEzoNs, $/, bhbiudz
DFED EDA-ID DBWHIH L CODHHTHEL I L
ERLTWSY, ZoPEE BB L HRGER
EROBW 7 0—F ¥ — P ERTPICERT .

D HDOIC

B OB HARMIER X, HOPRR
IR R ED T T - ¥ VR ADIA
TREZWNT2IEHFTERY. WThOEERDL HE—
BIEHR (B TEELRETFPCEZRHESATCY
LWnbDOBAEL, FBBOMRBRORETFS
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| IRAK4, MyDSSEIETIE ‘VL(’nggBAfggSﬁ

BERGETSEOBI IO—F v— b

(BEEHEEEEAER B R IRMIRE 2 IRAKS RIBIEFRIE. TA 23 FEMREEE 2012)

HOMAS HECTHRIET L IEMBG L FAETSH) T
HBH0, HEREEEERCBEL, Rtz
TRECHEETs I Lilh b

BRI DI & Z)Jéé,u\ﬁ&i%ﬂ% MR 7%
BREDRSH B D%\, 728 21, FMFIZaV e
FrWEHTH I LI EMF OB EEIZ D&
TWAIHHATHA LY, CAPS TIEHTIL-18 WMS‘
T B I EAE STV A, IRAK4 K I8
VI RERIE T & 5 v HEREASRR TIH I & b&bfﬁ"iﬂ)
THhril, INOLOEBLEYICHEZHTSZ
ECHY R ETT) S ETE S,

BWi7u—Fry—F (R4, ©5 K7 PFHEDS
RO~ BT L2 YL THA

3w

1) McDermott MF, et al. Germline mutations in the extracellular
domains of the 55 kDa TNF receptor, TNFR1, define a family of
dominantly inherited autoinflammatory syndromes. Cell 1999 ;
97 1 133-144

Ohnishi H, et al. Characterization of NLRP3 variants in Japanese

[
~

cryopyrin-associated periodic syndrome patients. J Clin immu-
nol 2012 ; 32 : 221-229

KU, Ml ERGIED ST DWW B E SEN
HEEBOBMA~O7 U —F. 7L VF—2009:58:
1502-1512

4) ZonanaJ, et al. A novel X-linked disorder of immune deficiency
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pigmenti and due to mutations in IKK-gamma (NEMO).Am J
Hum Genet 2000 ; 67 : 1555-1562

Glocker EO, et al. A homozygous CARD9 mutation in a family
with susceptibility to fungal infections. N Engl J Med 2009 ;
361 : 1727-1735
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148 1 546-548

Ohnishi H, et al. A rapid screening method to detect autosomal-
dominant cctodermal dysplasia with immune deficiency syn-
drome. J Aller Clin Immunol 2012 : 129 : 578-580
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ciated periodic syndrome. N Engl J Med 2009 ; 360 : 2416-
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AT B FFIE D LR X 7 213, H
IRIE L ERSEORE (oK s s, 2011
FD 7 —~OVES - BRI AREEICHET 5%
B TH o725 Hoffman HlEra v awNLo
Toll FHIET- D%, Beutler 17 7 AL OHIN
PEHE T B ) R HE (lipopolysaccharide :
LPS) % f2i#k¥ 2 ZHMATH 2 Toll HZAK (Toll-
like receptor : TLR) 4 O FENZNLNEFIS L7
bOTHD. WoHDRLR, DHETH Akia b
Kiof'ﬂk77iU~%@tthfﬁ&@ﬂ

v PR (pattern recognition receptor : PRR)
R, ENLDY TP IR AN o s
NTETWHA.

=77, IND HREEDOHEE TS MR B
W, 205 T08E, b MIB S EETAR
PR THE STV ()Y, FdkRs
LU, ERZFROBBIZOVCIHERTHRRS N

A8, IL-1 SRR % J — ¥ 4 (interleukin-1 recep-
tor associated kinase 4 : IRAK4) % myeloid differentia-
tion factor 88 (MyD88) i TLR ¥ 72l T
MA§ 5 LELRHTTH Y, 22003 4F, 2008
EIZZN S OMETFREVEDS B ShTn sy, &
7z, TLR 3 7' WAREREEE O TS F NEMO (kB
kinase-y & b XiEN5B) X kBa D BEIETHREIZ X
D, SOIEAAE & BE O MEIT PR AL IR TE I B R
(anhidrotic ectodermal dysplasia with immunodeti-
ciency ! EDA-ID) %34T 5 Z L bW LMEL T
VwaY, HR%hr%@%m&Lfi'mmﬁ;w
DY 7 F MAREREIRIZ BT 5 0 RO REAH
ANV RIS & AT 5 Z s T

%%,

NS HARGIERSIEORFRUL, TLRIZRE S

5 HRGIEDOZHREREN TN 5 B A
(EFETRIRAAIE § 55 THiE/ Y — >, patho-
gen-associated molecular patterns © PAMPs) 1¢S5
HdHbHIEIERT S, HkD LB, TLR4IEILPS
%, TLR2 &7 7 & YER QMBI T d 5
YRS 4 AWRARTF P ) I %, FRTLR3 I
2 ARG RNA 2 38y 59, Ldt>T, BARGIER
P ESTORE T, BIEREEMNERImEEZ
FERMESEETHI LR B

2011 FEJ¥ELET D 1UIS (International Union of Immu-
nological Societies) 12 X % FIS: SGER 4 5E EFS 5
JAY TR S N HARSRIEA AR T, il R
(Streptococcus preumoniae) 7 &0 Eﬂ%‘[’:ﬁmm W, WAl
ANREIYT AL VA, & h3¥ T —< % A )V A (human

papillomavirus : HPV), # ¥ V%, F s/ v —<i

HUZZ N E U RIS 5 R & R R AR B S
Ntz INSIZOWTIRBRT 55, FRIXAT
FEIR SN,

L. SREREREEMD BT AR ERMRSEE
(NEMO F2HE, [kBa BHAF)

EDA-ID (2 (£ BUfE, 2 RO AR F 03 5 T
W5, Wb TLR ¥ 2 )L interleukin (IL)-1 5
BARD AL 53, tumor necrosis factor (TNF)-a 528
&, THfaZAk, B MR EAR L & oM H
DY FNA Ry — FEBCTIIESA b~
FEAE % 553 B RSN nuclear factor (NF)-«B D
WAL % 3 % [HTCTd % NF-«B essential modula-
tor (NEMO) B & U8 [kBa DHHE T4 & 0 58
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A

IL-1Rs

SR/ IR R

2 BREEARDELCHHLD
BN TE
A TLR ¥ 7 FILTFRODFHOME
BT RE. IRAK4, MyDSs,
NEMO, IKBA WEEBIEFEL

THSNTWS
B BHIAILARRBMEANOTREEICE
FRARAAER HYDZEEFRE TLR3,
C ’gitzlit/a albicans UNC93BI, TRAF3, TRIF,
Nl 2 NEMO, STATI, TBKI W&
IL-17A 9 2
178 nTwa

C: IBIERRIRE IS h > T EE L B
¥ HEEFRE. IL-17RA, IL-
L7, STATI, CARDY H'#f#a
htTtwsg

(A : Bustamante J, et al. Novel primary

immunodeficiencies revealed by the

investigation of paediatric infectious

IFN-Y R diseases. Curr Opin Immunol 2008 ;

20 :39-48 £ D3IMA, —EPRE/C:

Boisson-Dupuis S, et al. Inborn errors

of human STAT1 : allelic heterogencity

governs the diversity of immunological

and infectious phenotypes. Curr Opin
Immunol 2012 ; 24 : 364-378 & D 3|

SRR LR T 7 SER/NKHRES B~
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§ 5. NEMO %% 4E (XL-EDA-ID, OMIM : 300291,

300584, 300301) iF X EHMMEERL, kBa §%
WHE (AD-EDA-ID. OMIM : 612132) 3% Jetafhis
YEEIREF RS 728, ZIEH XL-EDA-ID, AD-IDA-
ID& b XiEN D, TLREB DAL OB O R A8
EEFIT S0, REEOALRST A Ty
WHEHW  (Haemophilus influenzae) PIEEM < A 2%
TTFIT R EKTEHBREEERT. A AN
o vy A )V AR Epstein-Barr (EB) 7 A W A% &~
RABT ANV ABIHEDOERELDWES LT 5.

FRERMICIE, BIRSEIC, FOHEDEBY
SHURISERR eIk (IEFFRELC & % (iR g e,
MRS, WHRIERLY) PORERTER) Z LI
%%, 72 NEMO SEHE, [kBa BFEEWTRIZE
W FIEMER A (inflammatory bowel disease :
IBD) DIFEAMHE SNTWEY,

2. Myddosome ZHEAE (IRAKY RIBAE, MyDSS

RIBAE)

TLR EZNZEND ) v FTH D PAMPs % ik
L 724, Toll/interleukin-1 receptor (TIR) FA A ¥ %
ERTIMBNT 5Ty =G HEREL, VI F
MMEERTHIZHEFT 5. TLR3 ZHR$TTD
TLRIE, 74 7% —4rFMyD88 &L &xH 3 5. MyD8S
BAFRICZOD RA L Y (FARAL V&
TIR FAAY) #HELTBY, FARRICTARFAL Y
EHETHXF T —-EHEHHIRAKY & 7R KX 1 V[
OMEMEMENLC, 6, $REEBRTS. 2
DE R % Myddosome & X ATV B,

IRAK4 KIESE (OMIM : 607676), MyD88 KIBHE
(OMIM : 612260) Tk, #ETERIZL Y Fh2h
DT DRSS, WETEDORE, 5 WIZEEM
MIAVEH OIS & - C, T O Myddosome 23K &
NV EIZEDRET S WTAF 7L VDR
ROHTIIIFEE T, WHGASHRIEX ORE
TH b, [IRAK4 KIBAE, MyDSS KIEHE 13 7 BRI
W7 R ERE (Staphylococcus aureus) &> 72
ALIBEMAN R+ 2 BB R R L, WA IV ARE
B2 0r e 5 B IERMRIOR S v, 779 ARk
DS HIFMEE (Pseudomonas aeruginosa) 93V E H
W (Salmonella) &\ o 722 DR WEIZH LT
IR IR T AL b S 0, RO ST

LEPERICH S B SR O ATl v, BE
5 ZOREAREREYZ, TLR ¥ 7 VO redun-
dancy ICERT 2D Tid LA LifEllLTns, 7
T AR IHH O PAMPs % 833 5 TLR4 & 7 b
BEIE, TIR FAA VEET YT —45THDS

H MyD88 & Mal % I 4 % #EBE DA 12, TIR
domain-containing adaptor inducing interferon-j

(TRIF), TRIF-related adaptor molecule (TRAM) % |
T 5RO T B 25, —HCF T ARk
D PAMPs % i3 7 5 TLR2 ¥ 7 F WG #IC I
MyD88 MRAFVERE B DA 0 (OB B 574 L e v 72
DMIFLET C O REES BT, A5 IR
DOFWFEHFORAEHFT LWk 5b.

F 72 Myddosome BEFEDFFH NS 5 —2 L L C,
IERIC L BRSBTS S, Picard H OB X
b &, 8L CIEBIEN B E DB ATA &
NG hoTnaY, BEL L, HERBERDIE
LD BRSSO T M s N b DTk n
PEEZBLNTWED, TOFEICIIWE 21 S
Vo BBRIEWN T L1, felt, MyDSS8 OBEAEEIHE
BFERSMEMBL L SV THEE A & TEMY V3
HEZSHET 25 Z EDMESNTBY, #/27% onco-
gene & LCHiEHENTWVAY,

3. (ERBRME) 8L (UNCY3BL A
fE, TLR3 WI8ME, TRAF3 RIEAE, TRIF X
18E, TBKI JXIEE)

EbDOWOFEHOTLIR 77 3 =D 5, TLRI,
TLR2, TLR4, TLRS, TLR6, TLRI10 (M0 3IH (=
TEfE L (PAMPs #27#%% internalization 3% b D b H
2795, BHICHIEHSRO PAMPs % 853k L TG
EEHRT S2%, —J T TLR3, TLR7, TLRS, TLRY
AT FY—2IZBHEL, YA VABERR E
T AZEHLONTWS, & IZTLRI 2
KRG RNA 2 BT L 2BUTHD, MR TOHR
Bl Lo T AW AHPHPEIRR~MBAT L2 L %
Bith 4 22 A L\ 5.

il v~ 2 58 0 FE A SRR B O AR L DL A
LGS CnWids, TLR3 AR ER T Y FV—4A~
WS AHE R 05 FTdh b UNCIIBI DEEHER
IR TSRS, BRI AV~ RN A5 & B
B T EHT2006 AEICHET S LA (OMIM : 610551).
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