UM RRRE
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TS

1814 7 2 R e
(Chronic Granulomatous Disease, CGD)

CGD HRRERMRELIEEREE D F > SREXIENE
TEENaBNHERMERE OREECFEHRE DR
~ Klebsiella ~ Aerobacter ~ Burkholderia cepacia complex ~ Serratia
marcescens ~ Nocardia ~ Aspergillus ’ C. albicans > T & A B H #th &2 &
KRR EEEEDEE °

BEGODWARERAHEREE TR > BREAZRE R CGD
RRZt » B H Serratia marcescens &R B BRI RL - REFERE
BERIE (75%) HMEBHE (50%) K& (40%) ~FFEE (25%)
B (25%) °#920% WEERERERMIE > BEUATHENK
MlE ERREEELREERE - HEBRERR MRS - FiRES
SESIRIFMHBMERNBEE E - HEERARZEXRIE
ENMEREEEENEN - BRARRIEMK R T > £5 ZH
MR REAREREEH

CGD BEMREKHFPHZH A AE ' RIGTESEANRE o
RHEEENBERRERS  RBEPHRBEXRE  SEAEAMS M
BT RARY > OEERZERMEKIE (Crohn's disease) > A
RERERERNBRE > SHEREH - oTANLER  FEE - H
fth Se T 0 H ZE 4R o

©

&
CGD ERBAENEFEE  RERNEEBRMHES B
fiEERERERERMEEE -

CGDNBREEMOPRERERFTHNRERE  BEERERY
IR S E R » EMEEZH - & CGD WVE A AT aE R 5 & 2 1
B FFHA Y BRI o

= B WCGD# & 2 £ A NBT (nitroblue tetrazolium)
dichlorodihydrofluorescein diacetate § dihydrorhodamine » Bl & & I&
HENEEED F EMESETRHEMRZRHRERNEELE S F
HRBECRKENRLSF > FARNARRAERLCRE > &
SEHEEMHIEE - 52T CGD > F)FA#H NADPH S{LEE &
#  (gp91phox ~ p22phox * p47phox ~ p67phox ~ p40phox) #B FY &
HHPNEFEE > SREER CGD EFFEENAFR °

AE

BHZEHRR  TREREBFEABEENNESR ) B/A%E CGD &
FNRIERZE B CGD BEHEZESIMERTER M RE > €1F
TMP/SMX ~ itraconazole © ;¥ 4% IFN-y HELEREERBHFEBERR > 7]
WO RFEEE IR > RAFHHIF A e RE M o S MR IEE A RE
Hy— ERBENZZRPHNEE > CGD EENTRRRE




A MIK3EE 5 FRE
(Leukocyte Adhesion Deficiencies, LAD)

PR AR SRR M EE AR > FRBERAGHNKERE - B
MIKFEEDFERIE |2 (LAD) BEHMORMES FRESRERNR
» (D18 B FAERBATE - HMIKEEE S FERE I 2 (LAD-I)
R fucose (E%HE) WEEENE LWBMRERE > EEEER
UERAAEERERAE ANKMEESFRE NE (LADN) 2
FERMT3 BRI B £ 0% » §EH M IR ITIHAEMEHE o

BEETEEEMERX RS R BMEMIPRERSR
MUK B MG HEZIRM > FEIRREEEE LAD  EHEMEINE »
EIEER2BRENEE O » BAUE BET LAD- BFFL o &89
EB LAD-1 > EEBRMNIERE > BELRGEOREFIRREETH
Ko HMUREREANBEENNBEKR > REATRIPHEUR
F1RRZH -

LAD-I BB T EGAMMMBREARIEEERET AL » FHIRIFHKR
BEMEH  ERUFTERRERLRER - BENKREE | R
FEEERE - SXBRE LEBR TEAY - ZREBE &
B ERBABKRIBANNERBE+IBEE -

LAD-lIl BERRT Rz » GHIRM/IRRENERER » EX
S 350 > BT RS H MR BURI/NRESIE (Glanzmann
thrombasthenia) SEBEMHMEEEE o

8

i)

2MRDBEEHERZ LAD R EVEERERRA o BIELEHIRAR
Zo MR HELTEBEEE EREMERSE > PHERAK
fER] REXE N E 100,000 /mm’ o LAD-| AIfE AR MAE 24 > AEPH
IR BRZIRKREA CD18RZE - RENEE > MEREHN CD18 K
HRE> B 1% UT  KEMERERNEE > MEREHN CD18 KRR
ER 1% E30% (EERKEE) - BHMERZ sialyl Lewis-X/ CD15s
£ LAD-Il BYE2 BN & 14 o LAD-II BUERPRZRIREL LAD-I 381 > {B LAD-II B9
(D18 k CD15 RIHIEE - LEEBESE (integrin) INEETZIE -
¥ FERMT3 R ETRE R D47 ©

AE

LAD-I/Il BAEFERIBFIR{TRBTE R AL B E - ORERE®
B AT UK E LAD-II IR TE » D8 LAD-Il EFE P MR EIRTE
EE > BERPERLHERANDHMEEEEES o LAD-| EEREFE
BHISR > BREAHBEZTHEY » MHRRS A HHEE o

EMBMEBEER LAD-I & LAD-Il AEER > EREZRE
17 - T2 M LAD- BEMS » EERKRDIENE BET -

BEEZRRDRIEERKR

(Mendelian Susceptibility to Mycobacterial
Disease, MSMD)

FRPRRIZ B
1. ¥k FE - R RERENERER
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FMMIBEERIA

REEE (FBR) - & (BRNER) U85 ;

MEREEX (KBERA)

FRERR A (F%¢ ~ BRBOUHEET)

AP R / SRR RRRE K 5

BREE (BHX)
FIREHEBFENEMIEAE , HEHREERKFIRRER
BYAEAR ©

N O i A WN

BEEBEERBRSRBEERSE (0 Mycobacterium avium
complex ~ Mycobacteriumm abscessus 8 BCG (Mycobacterium
Bovis) ) ~EAHEANAEBUEIRRELR (RLFAEEE
HERR) FEEVPPAEREEERNEHMBERINEE (U
histoplasmosis 5 coccidioidomycosis) SR BEZSEHEZRZRE (CMV
HSV s kKfEfwE ) BEAEBHNMENMREREHEER  BEER
B MSMD > SETTE BRI - LKA BEnERA -

©

<}

IFN-y/IL12 AR EREREPRERFE > & MSMD WERE - 2
H IFN-y receptor 1 and 2 (IFNGR1/2), the IL-12 p40 subunit, the IL-12
receptor B1 chain (also a component of the IL-23 receptor), STATT, ISG15
(ISG15 ubiquitin-like modifier), and the IFN-y response factor interferon
regulatory factor 8 (IRF8) ZHRIEKIZZBFREL

M IFN-y JREBARER (>80 pg/mL) > AJMBE®RA N > E—
W ME IFNGRIZ2 Z BRI (R p140) o & A F IR MSMD B9
BRIRIRE > WEFFMEM IFNYy K IL 12N BEBNE » FEETEAR

J =
/,E\IJ iz °

2N
/n o2 AN

MSMD BEMN AR E RS @1F !

1. BEBNZENEREENZAENERRL -

2. IFN-y 7 AR L MSMD £E (FIH0 : 385 IFN-y F8EZ
IL-12 receptor 1 R Z ~ IL-12p40 iR T ) FIREEN > EEY T2
IFN-y 22 Z BB B HEUM o

3. RRIFNYSRBRIMNTR2 STANIRTINEZEESNEAMKRTE
SEHEC > ALFEERTEMHMEEAE o

FIRBHBERHEMER -~ ESR- CRP R EHEALAERETLEE -

AEECE

MSMD #H B B9 BEREE > AIIAZ MEBEME (50 NEMO ERFB)
BLEEEMEMS (AR) (440 IFN-y R1 ~ IFN-y R2 ~ IL-12p40 ~
IKKB ~ IRF8 ~ISG15 ~ STATT ~IL-12Rp1) SREEREEERAMEE (AD) (f
400 IFN-y R1 ~ IFN-y R2 ~ STAT1 ~ IRF8 ~ IxBo ~ GATA2) o BRI R &
CHPEREGERABEE » BUIFSEHEFE MSMD HFZRERN
ERHERIRER

E+= - EFESRAIRERRROBREE

11 22 0 By ) 5 i AR a5 TH/ B AR FiE
1
e ———> ISais
/P19 "“12!?,31 —
cves “’}3' ¢ §\\

P35
IRF8 NEMO CD40 IL12Rp2 ~
IRF1
IFN-yR1
‘JAKJ-Y CD40L
STAT1(GAR) A2




K+0 - BEEB RS FARERR (MSMD)

RERRE
WPIRE 7R

IL-12 and IL-23 receptor $1 chain deficiency
IL12RB1 . AR
IL-12p40 (IL-12 and IL-23) def. IL12B .AR

STAT1LOF STAT1 (AD)

Partial IFNyYRI IFNGR1. AR
Partial IFNYR2 IFNGR2. AR

AD IFNGR1. IFNGR1 AD
PREBEER

Tyk2 # Z JE TYK2, AR

FESRM - TRERIGELA - ZTEMM
BRASGFIRRE

ISG15 f{ Z fiE ISG15, AR

BEEREE1E - IFNy BLiEERRE

E rE4AM gp91 phox i Z fE CYBB, XL
IRF8 f4Z fEIRF8 AD

IRF8 k= fEIRF8 AR

LREELE > BHIELE

RORc fi# Z fIERORC AR

SHESRME o IFNyBUEERRE o ILT7AFE
BT 2=

JAK1 (LOF ) JAKT AR
FEZRMY 0 RELREE » IFNyRE

BERRE

S5E2IFNGRIEAZ FEFIFNGR2EAZ fE
IFNGR1 ~ IFNGR2, AR

BREWHEUERNENRBEIRERARR(
PRS- BRI RSB ME )

WPIRE R BRI S FISE
RERR
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Diseases of Inmune Dysregulation
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SRR ENERR__
bbbk 03

ARHEHRBN B -—RINEEHBEZEMBER  BIKL
BABREARRERBITARFEUT=ZEBRE—HE: Eﬁﬁﬁ'ﬂfﬁ'
R BEREIHERE  AIFERRILFATTEAEREHER
BHMEMRR > BRARNERRE > ET0ENENZE (RE
+58) > BEUBRERERSZBBREHE—SHZH

B+E - RREFRR &R ZEREE

REAUTE—RE

BREHE REHH R EEMERE

(1) B #2 % & 12 FA 48 BA % 37 (autoimmunity)
(2)iB 84 Iz FE (hypersensitivity)

(3)ifk E‘J@iE’\Jﬁfﬁ(lymphoproliferation)

EEESMH/EERE
BHEE ;#F_‘.Iﬂijt - FFRRREKR?
vE i =
BREBZRR? Z [8 3R iR M M I I R B (FHL)
FEEERRERE —> [ UBEHREIREMRERNXLP)
(hypopigmentation) ? = Y HL 1t 5% 7 A B Wk I E 4R B 5%
{(EE
e
EEEMESEE
PR REX

HEERRERER?

BREEEZADLRERE ZR B RGN B8 EERE
(polyendocrine autoimmunity) (ALPS)FIFERA IR ~

RIRE B# (candidiasis) * 4 Bk 2 48 4 M R 955 (XLP)
AEHRVMARFBHEEBK

= 2
- S £ [EAPECEDJE{R 2,
ERHEMPE ( IPEXJE{REE » CD25ER S )

*&% 1: Chediack Higashi syndrome, Griscelli syndrome, Hermansky Pudlak syndrome
Reference: Bonilla, F.A., et al., Practice p for the diag! and g of primary immunodeficiency. J
Allergy Clin Immunol 2015. 136(5) p. 1186-205 e1-78

W I JE R B AH B R R ¢ Rk 1% I I JE R A

Familial hemophagocytic lymphohistiocytosis syndromes
(FHL syndromes) #1 ¢ Ef it B 8 £ % & & (X-linked
lymphoperliferative disease)

HERET

mEMAE{EE (hemophagocytic syndrome, HS) #EFXE K% £ & A9 itk
B EBREEARTFHBEEREHME8E EREASEMMREER -
THERERMIK - RILZEBRE > MATRLRFERE - FAS
HITEEX s HEBE s RETHEPEHEENR > HEEEE
HeanrfEs o

3R e 14 PO I i R B¥
Familial hemophagocytic lymphohistiocytosis syndromes
(FHL syndromes)

RixMEBMAERE > XBRREMERBMERSE > R—RBREE
B EERR - AEARAZSEMRN R EREEMERSE > EX
= RS AR o

BB EMSER
(X-linked lymphoproliferative disease » XLP)

XLP B X L EEBMHEMES » RIBFFRANREERR 26 XLP
type 1 (XLP1) FIXLPtype2 (XLP2) > XLP1 2 SH2D1A EFEZE%E: »
i XLP2 B95E A BI&H XIAP (X-linked inhibitor of apoptosis protein) £
KR E - BBE—FHRETEBY REE  BEREBEERREME
¥ERME (fulminant infectious mononucleosis) » #& M & I8 %% [ iF (&
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SEBNRLHNRT

B BHEHMIMBABNGERE EBY REMERF - MBI =MW
BABEE - BKEAMAE (dysgammaglobulinemia) ; XLP1 f935&E A
FoMBE=ZRREGHIEMEE (lymphoma) o FmENELAT UM
NERBEAK » KEIKARHF 2% o

£
REFHZ R MERE » BN ARRERKERE B
HERREET{HE— APE - BIEB §1 2004-HLH 2 T K a 2R » 1E
RPN\ EREKRERKREIREB NS R IRENA 2 5 58 E &8
1. ¥HERE (Prolonged fever)
2. BEREREX (Splenomegaly)
3. IIR{ET(Cytopenia) : HIMEK « ¥ MZK * M/)VMR=IEPEDLEMEET

4. B=EHHESIAE (Hypertriglyceridemia) : A = E&H hEgEEB3mmol/L 8% 265mg/dL
8 {E#E# S B RIMIE (Hypofibrinogenemia) : M Hfibrinogen #Jvi31.5g/L

5. MAEEEER HFerritin ARY500ug/L
6. 1E5 5  HEEEERFIREMIRSR (Hemophagocytosis)
7. BIARRFHRE(Nature killer cell) ;E4ET
8. CD25 (soluble IL-2 receptor) A%2400U/mL
M LR & R IEMN EENRTES B R ik I AE (R 8%
HM e R EHmEEREE -
1. HEWKERAANKERRT  XESEQENM B MR
0 (Pleocytosis) ©
2. FFREYRZ2REEBFENFREX -
3. EAZAME (hypoalbuminemia) ~ EMIAE « EREREH
B aBEREARD °

EERTACRERGMEBMNERS  EZTETERSA

f RETHMERENRE EERIFEMENEAZLR

(intracellular perforin) > B #] A CD107a (lysosomal-associated

membrane protein 1) E1TEARFHEESRMY T MM IIEE SRR
LABHBhE2 i o

FERWACEEMEHMACBERRR  ERETETERRA
B FETTR MR EAVARR > AT SAP ERRIEST ALY » &
iB XLP2 KR A\ BMfEE XIAP ZRE BRI A EEMNERRIRE » HHEEE
—SHERRE -

AR

7 At ER R I R 1 B B > SRR E EARR HLH-2004 32 T f1 7 R 248
B BRaRERAEYEE  SHBHEEE « LEEY etoposide
cyclosporine ; H fth 7] LA & F3 B9 78 & & #& antithymocyte globulin I 2
rituximab o

BEIfER BT > BN ERHERRAZER  MARBER
REZFMIERET - Brl s HRKEEEMEMRE > H—pARMYE
ARERERSMHHESE > BENKEBUEEXIRES > ME
EREWMEMREN XLPHEA > BVCEZEETERSME#MR
BhE > BREERE IR M AE & B 50 = 1 R 1% B8 A BRI fiE BT 1T
T > BTN ] LS E 80% ©

B4 XLPEAB BB EEIRERQME (hypogammaglobulinemia)
HEEE y- IKEBMIE (dysgammaglobulinemia) » FEZIA T & 1&
KRELQER » WD BREKE o e
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B 82 % & itk B 18 EE (R EF

(Autoimmune lymphoproliferative syndrome, ALPS)
EmEN

BEMERZEA > HEBANEMIEAT (apoptosis) HHEAH Fas
BEARE  MEXELZETRZEENMBBACMAERE WG
75% B9 ALPS 5 BRI LU E) Fas HERMZRE > BAMD SRHERE
RELEE - EZHNMEXRGSHAEREENTEER » 5H4RH
MEXKEEAREZHZ  RESBREERRRERKRE - BENRK
AR FHREBRHEAERE ) 2RHEFHEERRRER > K&
BEEEUNEEEEENEENMSG » FNEHREE % &M EER
BAE (flI0 0 MER) WREL—RAKRSES > FERIEH -

2EAN

ERARARTEAPS BE > E—SEZBARELDF TH
BERMERERE . —RAMPEEB 0% THEERE R TCRap »
MEBE RV DIFECD8;ALPSfF B M AW MKEBE > kM
CD3'TCRaB'CD4CD8” T EIKLL A GG/ » Lk S EYSHE o BFj ALPS
RIS BT A AR 1R 2009 NIH #3155 (RER++t) » BT RELER
TN BERE—EBIEHNGGAIRIZE , EREe—EREH
ENEHRIR AR TIBER ALPS » BB R B LR ALPS JR A 1T R TR
e EREZESKERNESHAEMCEREETHEBBTIIGE
B o

BEEM
1. EBBNMER ZIERR MR B B A E E RRAE K o
B2, 7EMBRBEERETEMAERT > &FIRCDI TCRaB*CD4-CD8- kB ERELFIEN o
TEHBES CAREED—IE > RS EEMZBREETRN)
1. AmEREAAEHREIRMEME CINEERE
H2. HIIFMALPSHEBZREER : TNFRSF6« TNFSF6 B 2CASP10
REHBIES CEREEL—1H)
1. MEBEEUATE—RHER
A. BRRI%EFAS BZEE(soluble FAS ligand){&hn
B. IL-10 @10
C. #&EZ=B12181N
D. IL-18 3210
2. HBYREHRRNRFERE
3. BREREEmIKET BIgGigm
4. RIEREFEASEIERPERIFEEHIREERRE

RANBREENRKETEEARARZ R YR ERNERE
FERBERENAEREEH A E > vJUAEH A mycophenolate
mofetil ~ rapamycin > ¢ {F F rituximab > FIREE A BN > G MEME
BETLERANSRIFER - $HHREARNMEZIBEMEREE
X BRREEMNAEME—REAFEZRFINBE - EXLR
RT > WATTREREZ BRI (splenectomy) > BIREZER
SRENER  EREEINNERACHERERERZR - ZH4 K
B 10% ALPS IR A G ESL B MM ERE > FINEFERIIAEH o
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APECED fE & 8%
(Autoimmune PolyEndocrinopathy-Candidiasis—
Ectodermal Dystrophy syndrome)

HEREN
APECEDER 8> X B EF — LB R R & Z R 8 I & 3
(autoimmune polyglandular syndrome type 1) >  j% R & B AIRE
(autoimmune regulator) ERERIZRE > & ARE B S ERASEH
HEEEE > BB MMER AREERRENF 60E » BEHABE
FEREYEE-

RFEEE=BER . BBREERD BIRERR (autoimmune
polyendocrinopathy) i@ SBHE KR - NEEHBE R R (ectodermal
dysplasia) » B RMN =X EBERARRSEEREMEIKERE

(chronic mucocutaneous candidiasis, CMC) > BRRIRINAER B L IR
NeEET > HENRESREEZFRERE FHEXRREVMAEULDN
xB > HMBEHTRKEERRHBMENER °

ZEAR

ERRBEREVMEBEBULNETEERAEN > AIZRBEAREE
ERE - FARARENLE > A FEHHIBERAEHEBEREN
HEME LHERE—MME_EBFEZE (interferon type 1 and
type2) o LRI IL-17 ~ 1122 B BRENERREEAE o

aE
ARELFEEZENAF  HHBEREREERADMIRERERT

HERSARLZRHEUARENHNOEY , EEIHRERR > KUN
WMEEY R -

IPEX 1R 8%
(Immune dysregulation, Polyendocrinopathy,

Enteropathy, X-linked syndrome) 52 %8 IPEX #8 B8 &%
(IPEX-related diseases/ IPEX-like diseases)

HEREN

E—ENERERRFERBANFE Y TH A (regulatory T
cel) SHE > TEAFEREINEEKRT (immunodysregulation) - %
A% E  (polyendocrinopathy) MK FEERE (enteropathy) o
RASTEERRFMUEERENEEA - AIKRE - BYBHSE
EHACEHRE-UERFNBERBEEERARBRRERRAKBEINEE
EE HUMBEHWUREZIERBRERRE - BELFNRAKSHE
BAERE SHERET—NMREABEAHERE - BEEUERKFRE
BUMAEMIET °

PEXEMRBS MM EE  MEBAURXEEE L2 FOXP3EE
(forkhead box protein 3 gene) FE4ZE% » FOXP3 B — A M T
R EENEREF - HtWERKRFER » 83F CD25 ~ STAT5b
ITCH B9 R Z LA K STAT1 gain of function » B &R LB FHEE T MAEHN
Iheem & R 2B IPEX SE{RB¥RUGEAR » #8 B IPEX-related diseases » &
SEERTENERFAEAMEBEGEEMRER  AINERER - RE
BREE (RR+N) o




R4\ « IPEX FEIREE R 4E IPEX iR LE8R 2HIREEEE (Total parenteral nutrition, TPN) SRR EBE B S

IPEX CcD25 STAT5b STATH ITCH (Elemental formula) - EBBZEEERK - INEEE—REERK
NEEBRERREER WG FHEEEE o [ KL %% H &
BEZ 4+ +++ ++ ++ ++ .
JBHE > B Z & cyclosporine ~ tacrolimus 3¢ & sirolimus > #HITHEEME T
IERR * * + MR RO BA - EHEBRENER BN ERFRHETIY
A5 TR " ++ + =+ ++ I EHEEREMBPEEZE > B MesHiE s ok —%
BT ot . N o o REEMARIENSZLZ  AEERFHNEBRERRNAD IR
BRETRERTELIMAR  UEBHEHRENTERBELT o
MERIETF ++ ++ ++ -
Ffi &R TR + ++ 4+ + 4+
HERR = ++ — i —
He“g;%irus - (EB\+/75MV) (V+Z+V) ++ —
b [ESRE +/— ++ ++ ++ Tl
Hh4FE i = £ REE mERE AT

i RARRRHRERES -+ HENE - RRT -

%8

B

2 B IPEXEMRB A U BRI & - RRIFE L TR AR
RERY BEBENTEE—TRAFSET MENIIELHUE
A o

AR
IPEXERBEXFEHFERIEZEEHCRE  REZHIKRSR
AERAAMNERRENER - HHRBEBERE > FRB\ELBT




* BEXR
1.

Bonilla FA, Khan DA, Ballas ZK, et al. Practice parameter for the diagnosis and management

of primary immunodeficiency. J Allergy Clin Immunol. 2015 Nov;136(5):1186-1205.e1-78.

. Bousfiha A1, Jeddane L, Picard C, et al. The 2017 IUIS Phenotypic Classification for Primary

Immunodeficiencies. J Clin Immunol. 2018 Jan;38(1):129-143.

. Janka GE. Familial and acquired hemophagocytic lymphobhistiocytosis. Eur J Pediatr. 2007

Feb;166(2):95-109.

. Panchal N, Booth C, Cannons JL, et al. X-Linked Lymphoproliferative Disease Type 1: A

Clinical and Molecular Perspective. Front Immunol. 2018 Apr 4;9:666.

. Henter JI, Horne A, Aricé M, et al. HLH-2004: Diagnostic and therapeutic guidelines for

hemophagocytic lymphohistiocytosis. Pediatr Blood Cancer. 2007 Feb;48(2):124-131.

. Oliveira JB, Bleesing JJ, Dianzani U et al. Revised diagnostic criteria and classification

for the autoimmune lymphoproliferative syndrome (ALPS): report from the 2009 NIH

International Workshop. Blood. 2010 Oct 7;116(14):e35-40.

. Madkaikar M, Mhatre S, Gupta M, et al. Advances in autoimmune lymphoproliferative

syndromes. Eur J Haematol. 2011 Jul;87(1):1-9.

. Constantine GM, Lionakis MS. Lessons from primary immunodeficiencies: Autoimmune

regulator and autoimmune polyendocrinopathy-candidiasis-ectodermal dystrophy. |

Immunol Rev. 2019 Jan;287(1):103-120.

. Verbsky, JW. and T.A. Chatila, Inmune dysregulation, polyendocrinopathy, enteropathy,

X-linked (IPEX) and IPEX-related disorders: an evolving web of heritable autoimmune

diseases. Curr Opin Pediatr, 2013;25(6): p. 708-14.

10. Verbsky JW, Chatila TA. Inmune dysregulation, polyendocrinopathy, enteropathy, X-linked

(IPEX) and IPEX-related disorders: an evolving web of heritable autoimmune disease. Curr

Opin Pediatr. 2013 Dec;25(6):708-714.

11.Lee WI, Huang JL, Jaing TH,et al. Distribution, clinical features and treatment in Taiwanese

patients with symptomatic primary immunodeficiency diseases (PIDs) in a nationwide

population-based study during 1985-2010. Immunobiology. 2011 Dec;216(12):1286-1294.

12.Chen CA, Chung WC, Chiou YY, et al. Quantitative analysis of tissue inflammation and
responses to treatment in immune dysregulation, polyendocrinopathy, enteropathy,
X-linked syndrome, and review of literature. J Microbiol Inmunol Infect. 2016 Oct;49(5):775-
782.




B A8 3% IR IR

Autoinflammatory Disorders

AER B SR RIBEES



106

=L é’é"'ﬁﬁﬁ

Ewn
BRESAMER (XBEEBPHREREE) » B0 HIEIHKIE
o —BHAPBERARBERE (innate immune system) BEE LA
BYNERRBUEEEER LWEERFNHAESEBEREBERE K
PARBEX EEX - MEBEEAURETRIRIE  ERZEH K
AETEHESNFEENEERR  BREBRMERFE - RPERK
(ESKD) » EERETC - EASHENERRRERAR > BEBERX
MEFRNEERABEREAEEEERREENHERKREEN
B2 o RIRHAME T RE IR R IEEN A » EFE ESR~ CRP RIER X 1%
AR ER > A0 L8 K IL-18 o BEAREYINBURREBMEFRER &
HAXC RRIE H NF-«B HERI BB A M HER (relopathy) ~ BABERK
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NMEsERE BRI ERXEEHRIE > MM
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FRERMKRFER EREBXHMBRETRE27%HNSLEERE
MEPHHE-—BENE_ETRZNEENE > BN TEZR B
ENEETERREMERRIRERM o ZIREMRE (primary Sjogren
ssyndrome) M1 2 G MM ERBERAER > EREZFEEN N TE
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