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NARBHEBERR T ERNEBHER (NEHMER
flm BRUMEBX  BYBHE) URREBBEERR (A1
RERFEUREEX  AIRYERE OEXE) 25 ZE—#
ERARIAXREREREINGENRIE > KB TREM
REERIEAEL  (Primary immunodeficiency diseases, PIDs) © #8
BB EERER > REUERERBEEEESEER > EX
FHREESSRMREHE > BRIFAE - UF R KEREKRD
KERERH % B IR P AT sERYE2 Er B4 88 > ALt »
WRME TR BEIME A FR > BERRRE - 7 FEVE KR
ERZEHNEE - SEESEBESRE - ZERN > RAHFTE
HiE - REEXRHERAPDsHRALE > REERE; &
ARMEBBEAHEEERNHEESHBABEERE - Fa UL o
EEETESREMETHRE 2E8R{UERRRIBERES B
BE FBEFLEARBRIL EREHENER °

FHERZNRANMERIEREMFINRELER
g (FER (AIMESRE - SILH B - BERERM - FEE
BAT - FRER BT AT R - REBHEEM - MEREM
SREGIREEEM) EABIME > BHUR - TERNESE > UREER
ZMANRE - BE_FZ > 98F—ARRREMERRRBAE
Y355 115 BUBF] BT A 4% o

HEREREERZERNIUEENEFEIF - a8RE
BHRAMEERRARFEREHGREHER 0B8R LERE
BRIBAETES) —F > RAEE B BEA - BB@AE5 >
HREARBEBERREER—EBNRE  xEBENEERRKR
mB N R RES BN RSB REE RIS T R R E RV B R IR 5E o

oEREERRMEEREARRESRS
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Taiwan Primary Imnmunodeficiency Disease Guideline

RN R BRIBEZ /048

Introduction to Primary Immunodeficiency Diseases

BERSERERE

Severe Combined Immune Deficiency

= REIKE R MAEIRE

Hyper IgM Syndrome

RE BRI IR B R BRIE

Syndromic Primary Immunodeficiencies

DhigsRis A E R R

Predominantly Antibody Deficiencies

7 Hi Al A e R R 18

Congenital Defects of Phagocyte Number or Function

S % 5 B 2 M BRI

Diseases of Inmune Dysregulation

B #2338 MEBm

Autoinflammatory Disorders

AR% KRG

Defects in Intrinsic and Innate Immunity

FHESERIRE

Complement Deficiencies

MR BE e

Phenocopies of Inborn Errors of Immunity
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Introduction to Primary Imnmunodeficiency Diseases
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&
B34 %% R1E (Primary immunodeficiency diseases, PIDs X

# & Inborn errors of immunity) BRERBCEBUERE » F18%
ANERBIBERSRE  R%%X#HA (BEREEKRK polyautoimmune
diseases + B f#2 & X J& /& autoinflammatory disorders) + R & & #
B - FEHMEBEULCRIR -PDsMBEXRBEGHANES T+
BHEREI-I0AN (BE217/10 BAN) » EERERGHT
F) 1/1000-1/5000 ° 2019 & B [ Bt & & & 2 & International Union of
Immunological Societies (IUIS) PID % 5 & % 1% 406 & % /& k18 &%
% (BoEERBE) FAPDs> RAEREREBESZLK 36-39%
61-64% ©

BN PIDs ABHEPRREE Y (secondary) REIER & RIE > &
REMXRBEUEREREBECRR . RERE (LHERHVES &R
ABIgGET » EZEEHVHREXRETEE > MIER anti-HIViiEE
EERRIER) ~ EBRZ (malnutrition) ~ BIREMREE « 184 -
AEBEREEREARK - EALEFN - ZEARKERR (&
& al-antitrypsin @ EF) ~ EBEICBEYAEE BT REINHIE
ME -MNEERRERENERERE > S BEBRHBERFNES
BRERIAHHERE ©

RORFEM R RRER > [RTAMLFF 196 BERT » ATl
HEEMEINEE @ anti-AIgM (ME BEZL O &) -anti-BlgM (AZ{ O &) -
anti-HBs Ab ~ anti-measles IgG ~ anti-mumps IgG ~ anti-rubella IgG
anti-VZV 1gG 3 Z B8 & (Pneumovax®) ES R BREE LR
1o BEAEERMEMEFFEZ K PIDs ©

FREEREREZER

- O 00 N o0 Ui A W N =

11.

REEMENEZEMAIIEE PIDs > AERRE
—FBB4RUALWPEX (RAB 2R/ F) o
—FBB2RULBESERE
FRBE2EAMEREABERRERE -
—FBB2RULEME (RAB1 R/ EFEH 2K /35F) o
BRERVESEINER (RABEMERELABERK) -
REMREFNXBEREE (abscess) o

FEMIEOE (oralthrush) SRR REHE RS o
EEBRICESAMER T AT TSR o
SEMANU LR RLACIEENE « B8EX « BEAE -

- REEERFEMREREBRZARLUER ARFRRERTL

RIERSE ©

BAEBREFRSRRE (FREXE - BB KS - warts £ ~
condyloma B %) ~ JEREZME D ®KIZE (non- tuberculosis
mycobacteria %8 NTM) HASEZMEMRE o




JREMERRERIBAEZ /T 48
dibimadiint -

R— + RERIBZERARRT AT RERE

RREEB AL AJRERE

ErpRiE B #BAE/HTBE TRIE  FHRBERIR

TR E B AME/HASTRIR A ERERIE T MM ERE B IRAH PR GRS
RESAESRE BEARRERE

MR PIEEE R (HHE) B ARfE/MBRERIB RS ERIE

R« RERIBZEBERRRRSE

D E BRI
1. BAMRERIE HMRER BB BRE/MEERE

(Immunodeficiencies affecting
cellular and humoral immunity,

or combined immunodeficiencies,
CID)

A1 1 X 22 (Pneumocystis jirovecii i 2 &8 ) ~ K2 5

. A R RIEAEIEEE (CID with associated or syndromic features)

MNRIETFVER R BiEEE

18 14 2 88 B30 RN 4 ~ 37 5K 5 (ataxia)

AR BZ /8 {4 M = 1 ok ~ B R

M 85360 55~ B B ARBRE T~ B R MO R
RN 2 e

TR5 il 3B L2 it iR B (pneumatoceles)
BERR SRS AL EREE

Wiskott-Aldrich fE {22 (WAS)
Ataxia-telangiectasia (AT)

DiGeorge Syndrome
BB KEER (DGS)

Hyper-IgE syndrome
BIgEEREFE—TY(HIES)

ZE A BRPRTRIT
8. #ERERIE REMERERE REH) BERE

(Complement deficiencies)

JEEARYTA IM PR S E R B

9. B BER !B (Bone marrow failure)

RERRE

RESEMPREAFERZIRERER
(Predominantly antibody deficiencies) k& /RS kidElE S E RS

Sk B RS % b B 1 A DR I fE (R BY

(Diseases of immune dysregulation))

. HHEHAEERE(Congenital defects of phagocyte number or function)

1814 A 25 B 5 o o L N <
(Chronic granulomatous disease, CGD) AEELR BB A
HImEkEEhi8 REAERR BEEEEE - BORSTRE

(Leukocyte adhesion defect, LAD) ECR & ME

B AR JE RIS (Defects in intrinsic and innate immunity)

(Mendelian susceptibility to mycobacterial & & 49 #5742 & 8% 7D P9 B & R
disease, MSMD)

NEMO t#48

IRAK-4 /18

1B FE R S S BRI

Chronic mucocutaneous candidiasis
(CMC)

BEARRR AERR INEERE BTE
BB RER A E R

7. B EE S R AEIR B

(Autoinflammatory disorders) BRI BB B3 B IE AR B ED AR

10. REMREREREY (HRMKNIEEEESR)

Phenocopies of inborn errors of immunity

Anti-GM-CSF Efg#iks

Anti-IFNy B 8858

FEBK B RS BE 3% (Cryptococcal meningitis) »
P ER B % G E (Pulmonary alveolar
proteinosis)

TREMEDIRE PPIKE Cryptococcus
Histoplasma ~ Penicillium species* KR 5 B

HET MR RRR

= - REMRERIBEZERRREE

5
RREF
RABRE

IR

Hthi5

THRESE
23 (<6 AR XK)

HE RS HE
PJP B HARE

EERESIRE
B4R
FEB R

failure to thrive

Graft-versus-
host disease*
$T5EBCG
FKEREBEE
e R

BHEFERE

>5-7 AKX
(R E)
Mycoplasma~
EEE L RBE
BF A

8 BRI
B 15 B R
BRER%
Mm%
aREeR
S

BUMEE
B

M
(Staphylococci,
Pseudomonas,

Serratia,
Klebsiella,
Salmonella)
&
Candida, Nocardia,
Aspergillus)

RSRE
g ea ik
EEAR ST ERK
BERE BHEX
SORETR

fhEe
EAEL

AHE
(Pneumococci,
Neisseria)

BB AR %
B>

ELEE R e

BRREER
(SLE)~
MmE R B
mEMKE

(angioedema)
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RIS R BIIE 2N

xR - REHEEBERERA

R MER SEREMEAR R RERIEZEER
B %% (BHIRRINEE) - o : .
MEIgGIgA-IgM~IgE 2 B @5 B (%) 1. BEEBLEREER]E (Severe Combined Immune Deficiency

MmEE—4NBRE
& i booster FEIT & 158 & &
B 4HA 42 80 E (%)

BB ERERERERNE

AR R IE (T, NK $EREIHEE)
4 SR EFE SCID (TRECHI£)

CD3T~CD4T~CDST NKAA 2 B (%)

BN BHREHR
(Delayed type hypersensitivity)

NK 48 1 55 3% 73 1% (Cytotoxicity)

THIFER 3 BX 88 B (%)

BRIMIRIR (mitogen) HTRRIEUIME IR
A58 [ FE*

THERR B RRE M

BIHONRBHERRERCD ARERNE
RARASEYE

H L # A (Phagocytic cells)
EJIEE e

KRR R E
DHRzZZNBTAI &,

Respiratory burst assay
REFEDF (Adhesion molecules)

LB A MRKREEINAE (phagocytosis)
B8 15/ FE (chemotaxis)

f2 % A& (myeloperoxidase, G6PD)

FRAME B A & FE (bacterial or fungal killing)

= ‘BW |
CD11~CD18 AR
###2 (Complements)
CH50 ({54t B8 1= A I IE %) BRI E

AH50 (BB EAMmIE M)
LectinE& 1€ I8

EEER

P! (Microarray)
Alcopy number variation

BERERER RUEKX2EREERF
(Whole exome/genome sequencing)

*Mitogen s i1/ Ri#H BEKIJE R FE (Lymphocyte proliferation tests) : <10%EE{E5B&ERIE,

<30%IEHIER RIS, <50%Z ERIES T

BIBSAD) FERGRGNE: FEBMURIEMBRKS

(Cytomegalovirus f&#5 CMV) REKZ o

FiE PIDs RMEEABIERMREQMER (HE) REBFRER

REAHEER (M) zmARME -

SUREAFEREABEELERNER / MBEEYSERHE > F

MBBEXANMAZTERAEREAEZE 21528 K °

RRIREQEBRT BEFREBIKE B TR AEIEKE £ 400-

600mg/kg/month (intravenous immunoglobulin, IVig B

subcutaneous immunoglobulin, SClg) > 38 & 7| 2 LU 35 19G 18

EREESR 700-800 mg/dL U £ (BEELXREEEE » AIRAE

800-1000 mg/dL) ©

FEpMmERFER !

- SCID: # # F (1) trimethoprim/sulfamethoxazole (TMP/
SMX)  (—1E B AU L F TMP 2.5 mg/kg bid, 2 days/week)
TERG PP MM R Z » BEE R TMP/SMX ZE4738 8 & 7] A
dapsone (4 mg/kg weekly) B§ quinolone 3E#Hi4EHE{t > (2)
fluconazole (/NR—EBAZERR#EF 6 mg/kg qod » —fEA
A E#F 6 mg/kg/day) FEPAEEREZR > (3) acyclovir (12.5
mg/kg bid) TFEFA herpes fE RS o

- BAEBGHHRIE (D) : FJ#RF TMP/SMX o




R R RIE

- BMAZFERRE (CGD) : FIH#EF TMP/SMX TS i & R4 -
it %3 F itraconazole (13 BRI TFEHEEE 50 AT LT 100 mg/
day » 13 BRI L EIR8E 50 N E#GF 200mg/day) FEBSEIE
RAF o

- BREBMMRE MARGEFEAUERER (amoxicillin/
clavulanate ~ TMP/SMX ~ azithromycin ~ clarithromycin »
doxycycline ~ inhaled gentamicin or tobramycin) o

6. BHEZFEAEXE DC HEBEERMMEUERSHEN

RAI EFRFEMHZEE (inactivated vaccine) EEHEBAFMRAREE

THEFT o
- & E T/B/phagocytes T8 : FIE B EER G RERERER "
. THEEEME I EEEER
- NEREAET 0 MRAREBE TR AME
* EE CDC 3R -
- C(GD: 2BCG BER (HAAEERFESITURSEEM
HE3T) o
- REBMBERIE  Vig B ERBEAEIT EE RS EAEN
B o

- IR RETE B BEMARE > MANEKE > MEXEKE
(Meningococcal) & °
- EEERSEIEEEESBR 14 X (prednisolone > Tmg/kg/day
3 = 30 mg/day [BBE AR 30Kg U EE]) ~ LBREEY -
EmEHpEBER  KERIHEERFE 1D 3IERRFE
M EMIRERE °

14

7. EMEBMMETEHE (Hematopoieticstemcell transplantation, HSCT)
PRERERSHEZKRENTRMERIE ZABEEERE L — °

8. EEABE . $HH X linked-SCID ~ Adenosine deaminase (ADA) ff#
Z CGDELRFEMZERERBESF °

0. FARBREASEAZER (8% 2UAR EHES.
DR B BE - BE AT ERE) o
BN

THEEUHREUREREREESERERZEH > BRNERD
HEREFREATERAITEREREZR TRHPULANHE > 2R
HERBZMEMSE . IRAEEER (BREFIXERER)
HAEHKITHRENERNEE T ERNBEMEMETEEHEHANBE
B JRERAFACZERRE « REFEEETREE (carrier) HHE
HEBEENEA > BRERCEGERN > THFOEZR > EmoyH
RBFARAE T —PRESHENZE (prenatal diagnosis) *» EHX
PHO O ERREMARERBENEEE N (FINEYRE - 1Z
BEYAERERARE) o
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Severe Combined Immune Deficiency
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BERGHAZRRIE
nindiniea® 2

EEB %R EHIE (Combineimmune deficiency) [E] B & £ #
BUERERMEMEE (Cellular and humoral immunity) ° & &
AREHRBN S BREECE REMIE (Severe Combined Immune
Deficiency » f§#8 SCID) - IEBREE A B GRS R EAEREERMNE
BERRRIE ERXKEDZE  BEERERRERERESEELHER—
TR REEREMEEL

xoB
BEECLERERIEEELT MRBESHRERD o M B HE
(Humoral immunity) BINEEHZE > EHFE LA RIHEE - 1
50% By SCID BERE NKififf > IR B EEBEENMERKEE
RRMZESN - AL NKHBNZE > A SAD BRAOFE - RS &
FIAEMREER » ETEZHNMESE - (BR)
[EE - #E82017 IUIS classification » EEEFRE S FHEHIAIERRRI L

Severe Combined Immune Deficiency (SCID)
CD19NL : SCID T-B+ CD19 {: SCID T-B-
SCID T-B+NK- SCID T-B+NK+ SCID T-B-NK- SCID T-B-NK+

yC deficiency IL7Ra. C;J‘&ogg;- ADA def. Microcephaly ?
CD3d | Winged Reticular
CD3t
DNA ligase | RAG 1/2
def.
Cernunnos | DCLRE1C
def. def.
(ARTEMIS)

DNA PKCS
def

MITIRE
EBEFER SCID BBIRERFT DM > & 58000 FEEHE 1489
BREEAHERERIE  oBNBERTSE 62,000 NGHE 14 -

HmRE
EEERERER—HETUHERDR  WRKREFERTFTEAER

SBREENTHEEBHERNEERIIZE - BERBEMT MLk RR

BEE > EE45H BHBEAIRKE -

KIhEeER1E - 4§ SCD WEBUREH EE LB/ T :

1. EM#REENEEIRAOCER  SMHMARKERREER > FK
ERENBERMBAZRANE (MIL7) > SUETHEBNAR
1t o Reticular dysgenesis 2t Z Adenylate kinase 2 F7& B & i
BEHRHECIL-7 REHEEEE » HZ 8 (IL-7 Receptor) I
THNMEEERS AR EERABHERERSELER
18 o Hrh CD132 (IL2RG) > XHE A y 8 (Common gamma
chain > fBR yC) > BZ/NBRZE (3B IL2 14117~
IL-9~IL-15 0 1L-21) AYSEFAEE o LLER MRS X & > 2 SAAD
RERNERRE o

2. BREBARSER: BEEEKE (Adenosine deaminase, ADA)
B Z & M BE R adenosine & deoxyadenosine HE L E E R A
MRE > ER T MEEETCRERE (Thymus) #F o

3. EEWRFTEEM T Cell Receptors (TCR) K IhAE

AT B TE B R TCRERE o
AT TCR 24514 (repertoire)  ( Defective VD)

recombination) ©




B - S8R RERIES FRUBEEHIGE: Bt RSN EHEEN
CEFREE - HRBADA Ri8F IL-7Ro Ri8 (BRLGEIEEEE)

NK cell
vC
JAK3
yoT cell yoT cell
Adenylate CORCLS
kinase2 /
HSC + CLP ‘ THYMUS CD8 T cell
|| C |
IL7Re.  Rag 1,2 SO
Artemis ‘ _‘
Cernunnos o
DNA ligase 4
DNA-PKcs
B cell

Monocytes Granulocytes

B R R ER
BMEMS  EEAEREBAETLEREERES  #E
SCDMERBHER—MEANRBRBUERBRERR  RIIE
B ERER -BAUAERMNBOE (REMKEIHKERE)
OERS - AERAERREREE > HIUWRKE CMV EBIRE
(EBV) ~ HMIREREHE (RV) - BRMEZHESE (HV) - R
RESFHIEKEEHG HARRENERERE > THEARGH
ERmERAAMMERSR -

ERAKRER SCD MBRBEREULRSEE > AJREEEMR
ESHmRE - BE > EARELH > SUD FEEXHISHEEEMN
EXpMARE S ZERINZERBENEETHRCREEEREYR
BX&% (GVHD) o

— LR RERIEHY SCID EERKR LB H S S5 - 40 ADA RRIEE RIRW
B % B AR (Chondrosternal dysplasia) > H 2 & % REEHE o DNA
ligase IV R38R & H/NEEAE (Microcephaly) o

%8

i

EEEESHER

INFR 25 B9 BB & (a) CD3+THABE £ B )\ K2 300/mme Z¢ (b) CD3* THARE X B
AF300/mmiE Rk Znaive Tcell AREDTF 22— :

1. BEAEEMBHES X-inkB R R Z 8 1B 0)RE o

2. RemtE R - BB B A IS M SCIDAYZRE B o

3. BREF AR EUES (ADA) BISE /N A e FRAR Y 2% SHADA bi-allelic R & HIRBE;
4 BENTHRZ BB EANR o

ATRERSER

INR2BR > AEmIERIRY R B E (a) & 5 CD3THA A A 52 itk B 3K AEY20% »
itk B2 HE AR BB /) h23000/mm? > LUK CD3*T #f S ¥ Mitogen B 18 5iE fz FE/ NS
10%EEEHOEHROTHEZBABREALR

BER SR RERIER » FMUTHRE :

1. BIREX Y RBBRWIRES > 2 SAD BRMHAREZR > 18
HIRMIBRES 5 R BEBERR SCID BI AT BEME o
2. Z2In#MAEEtE (CBC) : BAA SCD BEHEHMOKRHEBERIE
(<2500 cells/pL) o
3. TH#IME (CD3) #8% : <300 cells/uLo HLESCID BE HAERNT

B ERTAESE 1500 cells/ul > ATMELE THHEBEESHEE
JRHY CDASRO" S IE M T #HAE o




BEEARGGRE g
WRIEBE

BRERE RELERBERENFEABIRERELLAE (INRZ_ERZEE
T # B ¥} phytohemagglutinin (PHA) & concanavalin A (ConA) B2 ES [PEG-ADA]) - EREENCHRBBRHPIEEAT °

% Mitogen @SB R FEE T HERE (52 10% [EEME)

0 B A
1. BRNK#EEE
2. R KEREE BEERLEERREXRERLMIE
(Agammaglobulinemia) o B4 5 i & & 8& K 5 & B8 19G 19 72
EMELUERE - REREBIGAVMEREEZT2RZ c BER
RAG1 T} RAG2 E[X Z2#£A) Omenn syndrome » H IgE EEEE FFHH
BEHIEME (Erythroderma) &R o

R R

FERM SCD BB NEBMMS (Gutherine card) A2 T 4
B REYIRE (TREC) MEEME Naive T cell XM EWITE - #
HFERRR  IEREGIRERENARLR  BUHEER
RERFETUR - T-—EHERERAENHFERRFEER > SCDH
HRREEARGUENERMEERGE - HRMET > KHiE 408
HRE2RMNEE  RRAF—EREERNSCDEE -

-k

NTRERTENRE  SERBEAITENRRLR AXREKE
B MERNERAEREERERIERSER - BRI HE
BHEERIEZRE  BNRIENAERAXNBEMHMEZE R
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BRBEREL MR _
B MR

Ewn

1961 £ » Rosen H RIEL T 2 R EKE B M JE 1R & Hyper IgM
syndrome (HIGM) EJ5&f%l - HGM 2 E L B HERNREREHE
BlgEnE 4R (Class switch recombination, CSR) 48 » X It 75 4% 78 %
Immunoglobulin Class-switch Recombination Deficiencies o 4§ 2 175
PIERE (HE) 19G 2 IgA FIgE o AT IgM HBE AN R [EEEEIEM o
E—HEEMBZERNEGHRE M LRRE o

B

F7TEWUSERHEMEREREBE S E P HGM K 57 E =E
Predominantly Antibody Deficiencies (Severe Reduction in Serum IgG
and IgA with Normal/elevated IgM and Normal Numbers of B cell) o
PAM B MAEAITREREQFEEEHRTIRE THMAAR > # IUIS /Y
PIDs 73 BYE #5EAG HIGM i STEE L o

MITIRE
HIGM ¥ & Fr B R R ERIEBZER 03-29% > BREEARE
BIEME - KB HGM 1 HNBITRES 1 TEEZERZTR 1 REE -

HmieE

%A BMEER (naiveBcells) FHETREREQHIEHREM
EEIgM UAMBEERERER o M T HEB (T-dependent B cell
activation) B #IfEELZHEER (CSR) > BEEHMA (Somatic
hypermutation, SHM) B8 EEEH o IR 7 MR » JEHH CD4
T#AMRIA CD40 FfE (CD40L ; 5§ CD154) - £ Bl RIZAY CD40

EE (DEMBEKERET (NF«B) A EEEREHENL  EMESL
FEFERME EKE (Activation-induced cytidine deaminase , AICDA
orAID) K FRMIEEEE B (Uracil N-glycosylase, UNG) — {& E& CSR
HEANEERR - %1E > EHETDONANWEREE R (Double strain
break) M{ERBIEFESEEMMIEM CSR & HSM o B R IthBREH
HEEENBERHRER > §E8EM HeM (Blt) -

Bt - Bt EL R EHREHE - CSRESHMEEZE V(D)
recombination > Bind to mismatch bases > Nucleotide excision
K:DNA repair

CoaoL o G & @ Y 4 3 Oyone
' ) 32 W %
b @S Coa
CDA+ imﬁ- 5z Cytokine
THEE TCR = B Receptor
MHCIl | @ >
(I
@ Z

HE2

5% B HIGM B4 BE EAY CD40L 2 F (TNFSF5) 228 > (57
HIGM B 65- 70% ° f& T CD40L > NEMO £t (K| 22 # 7R & 2 X-linked o H
BRIERBURHE L R A EEIEMEME (Autosomal Recessive) o



BRmREN VTRl

BRPR R
HGM NER R R E G KIBEERREME - FH L > & HIGM 28
598 (RN\) °HGMI R HIGM3 BESEERRIB - =92 -H
CD40L BRIBEEGHHMIKMET (Neutropenia) © HIGMT K& HIGM3
RALARZRAKBERSHEZNESE XM XL - HGM1 &
HIGM3 fs Bt & & CMV RN SHF & (Cryptosporidium parvum)
REMEMATIERSR - CDA0L RIBEBEERZEEREBHRE »
BREEAEBERRERLKAEY SMEREEERERBIEM o HIGM2
BER_RZBESEBRAKENR > FHIRMNERBIEE - 9 20% B
HIGM2 BZEEREERERHIIE - R LREBZH LS HIGM A1
EERIETE HIGM1 ~ 2~ 35 Bl R HIGM4 - RS ER QBB ELEE
BIFM D FIRIEMS o Fla0 CD40 B B EEF TS F NEMO R & fR
7 HIGM RIR » ARBHNRBRRIITE - ZERAGRFBEHL TE
(Conical teeth) » JFERFRZ KD % o (2% Z XHM-ED : Hyper-IgM

immunodeficiency + X-linked with ectodermal dysplasia * hypohidrotic )

RN\ « TRBERIBHIHIGMERR RS

CD40L CD40 AICDA/AID UNG

Deficiency Deficiency Deficiency HIGM4 Deficiency
(HIGM1) (HIGM3) (HIGM2) (HIGMS)

HEERK CD40LG CD40 AICDA Unknown UNG
EEE XL AR AR AR AR
BRRE op?iﬁtl?r:iigtic op%?)(r)tﬁrrwiiz,tic Bacteria Bacteria Bacteria
Frie&RR Yes Yes No No No
BieRE Not often No Yes Yes No data
meeE No No Yes Yes Yes
CSR fR% Yes Yes Yes Yes Yes
SHM RSk Yes Yes Yes No Yes

CSR: Class-switch recombination; SHM: Somatic hypermutation

&

]

ERERERRLFREXERRERRN LML  pIE—F @
AHERNEEINEEEEENE - L RA B HiEPEETT
CSRELLAl (REHET) o FIBM HIGM REBHELHEETER
DHTIREIRER o FEIERKS BN HIGM E2 E#lA LB RE o
CDAOL RIBEEREFMAEEY THEREAGSEREEE T
¥t mitogen I8+ RFEIE EEHBEHR (recall antigen) K FEE o
BHET #if# S phorbol myristate acetate (PMA) & ionomycin ] 3&
BEIARI CD4OL (MEMRIME) o M CD40 RIBERETEHEINE
B MM K BE X ERRMEAY CD40 > HERIE (EFZRH) o ZE HGM
FARNE FERMINEHEANERENTREEVERES
BBRY 19G > MI&E AL E2 AV R 2 o

AE

FMEREERREREOMATARE (FELHHE = 400-600mg/kg/
month) ° HIGM B2EEEEREERE » EEFRAREINHEL o
CD40L & CD40 RIEREBRESERKZRIE > BEBEHEK - B
ARG » TMP/SMX FZRTERS K ia A # a2 ffi & o M nitazoxanide
# azithromycin A BEFEH F a2 R - BRRHMIRE TR TEHRE
EABBENMENRREZFNART (hG-CSF) - REEmBMBE
HEZ CD4OL 3 CD40 RIBEEBENM—BRAE - FAESE=FEMH
CD4OL SR BRI TN B o AICDA #1 UNG FR1E R HIGM4 : [EE EEK
B o




FE%
BERABUERE HHE/IEERHFREMER & CDAOL K
CD40 RIERE R HIFER o AID & UNG fRIEREZ B EBEMTER °
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Syndromic Primary Immunodeficiencies
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[ h 1
TEIRBEME R 25 oGR8 (Syndromic primary immunodeficiencies »

&% syndromic PID g Combined immunodeficiencies with syndromic
features) BEREAEERK > HAROREEERNER » 2ERBEE
FFRAHEESF - EREESHRZTEME  SEREZTE
it EERFRIESRELRERIBEUNNTREER o FEREFEREEY
RRREAIAZERERN > SHRERARKEE XL WEEH
B ERMEREMEN - [RTRERRERBSZEEN  ERA
ZhlETE BRE -ER FR WEREBRRENEE - FE
Eim R ER R AN B RE AR B BARE > A Re B S8 — (B AEAK > TIFRAF ©
HELERRTHREERSR

TRRRUANEFRRIT - DG, T8 DNA (& #53, DNA
BEMEEEH  AEEHERNHFE AL RIER > M Bloom fE
{& ¥ & Hoyeraal-Hreidarsson JEMEE¥ BRI B —HEBNAI IR - BB &
B DUAERRZ M Wiskott Aldrich SEEEEERT o B4 EEE 22 M qNn
EiihkE (DiGeorge Syndrome) BHEREER » DREFMERTE
B o BEEHEAMBRERREES R Wiskott Aldrich fEZEF - [RERE
® AE{&E% > Hoyeraal-Hreidarsson SE{&2% » 5 IgE fE1&Ef » RENETESEE
BRERZBE o

FHEHGREER  MEtFEEAREB T IRRER - RSK
RA—ERHENKRE » EEAHEKRZEH  FE2EEZARERR
ABRHRES - AERGEEERETRZNMARESES o

RARRERGBRER EEHZSEAXRERN—EZH - —KM
5 RESFEREMAXRRERBHOFGEL > AIRITETERE
BEEEEF/NOFG BHMERERTENRR  BENRRE
RIEBATRTFTREHRED - BERBRBRFAEFTERARE > 11 Wiskott
Aldrich JEf& % > MBERZREAE2F > GMHMARBELIFEART
o TP BARRBEBERRSZIBIN  DNAERHEERREER
mw > HEBREREMEERZES EaREBEEEBRH® > HE
MRS R aRRENLERAGERE - EM#MRBER FEE
ERER > BEMHHREBEEERZEIER Rt AKEBERRER
REFER > MAREE > £/8 > BEGMHMERIRREEHEITE

=
I:To

1. Wiskott Aldrich JE{ZEE (MEEE WASEHERE ) S35
MmsERE - MEMEE - RZ - HBE - BREEER °

2. WIPERZIE (REEEMHESE WPFIEREE)  EXHEEMN
R R RP - MEYEE -

3. PCIBERZHE (REREEMEME > ARPCIBERERE) @ HEREHE
MR ERRX s MEBEX o

1. BEHLAEMERER AMEREE) EHLH EMEEER
FliR G ~ FETE o
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10.

11.

12.

13.

Nijmegen B iE1&E¥ (NBSTERREE) /NSE - BFR EE -
T #BEE E R ©

Bloom fEf2E (BIMEREREE) @ BEZ/) - BER - BILHR
B~ BERE=IB - BlE ~ HEE - RRRERBE

PMS2 R Z (PM2BEREE) @ MEEFNE S HEE - EHE
A~ BERE sa MMM BEREES « BMMED o
RERBERABGERDOFABENRIBES (ZBRERERE)
REBER - EE - MiE / ARMRERE - RKAR ~ S4ER -
MCM4 BRZ (MCMAB R R E) © &mE KFE (EBV HSV»
VZV) ~ BEERIERIN o

RNF168 fRZ (RNFI68 ERIRE) © BBEZ/  EHTEHIEER
BEEREHRA - SNEEEZLERR - KERIEREE/NEE
IgG L IgA B E D o

POLET (REES: KB 1) BHZ (POLETEREE) @ EHWY
Wil R~ BSPE X SRRERE, - FHE  BERV )\ (FILS E1REE) o
POLE2 (REES e XBr2) BZ (POLR2EREE) @ ERHX
2 2BMBGRE - BBRE (F—EBKRE - FREE
BF) ~BBER -

NSMCE3 BAZJE (NSMCE3EREE) @ EEME (TSRS
) “KEREREAE  LEBERN

ERCCO6L2 (Hebo#kZ) (ERCCOL2 BERE%) : RRIPEA /NS
fif ~ BEERIE « BHEHELD « ERREREL  MEBERAME o
BEBIRZ (ULGEREE) | ERWRERRE - ERER
FEICEUR M ~ MEE o

NS1HERZ (GINSTEFERE)  FERERER  AHEKERD
BARFHEHEED o

Immuno-osseous dysplasias & - BREBFTAR

e

MEBEEEREALE (RVRPEREREE) ' ERAKBE HREE -
BRI - HERE - EE BTEREY HEBRIBEEE -
Schimke JE{% & (SMARCALI EREE) ' BERN FERE
REE  BlEFR2 1 »”es - BEkL-

MYSM1 BRZFE (MYSMT BEREE) @ BB EX4BHER
B BRENAR - BRER ARE  RFER o

MOPD1 #tZ (RNU4ATACERRE) @ ERMERR HEHE
BX - FERERER MABELEELR - BRI -
EXTL3RZ (EXTL3ERRE) | REEH - BSH%RE - B8
EARBER— RBER-

i B R 48 (F BE S X 1 2 B

1.

Ch22q11.2 BRKSE1RB¥ /DiGeorge/ 3B - 10> - RIEIREE (REEERE
MEE) | BIRRIRINEEET « #EBO0EEBE  EHEARAE
FREB T ~ B SR o

CHARGE JE{2EE (CHD7 ~ SEMABEERE %) : L£XEBE - D
HE  S%7LEHE EHER - £HERMNEREE - INSE -

Hyper-IgE syndromes 75 IgE JE{&8f (HIES)

e

AD-HIES (Job fE1REE) (STABEREE) Z84 ;¢56
BERE (BNMEEMRE) - BE MESR EEMER
LERE RP  HEREME BERRMNEIT  ERAE -
LERE - BARERA o

Comel Netherton fE1&EE (SPINKS BRI R %) : LR MEEE -
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PGM3RZfE (PGM3EFERE) ' EERMUMHEE - HERE
R%E-EBREEFRE ERMAX  EEEERE @ENRSK
ZRMIBE  BEHERTRRE -
DOCK-8EREE : ¥R p.49°

Dyskeratosis congenita (DKC) e X Bt F R

1.

Dyskeratosis congenita e X 4 At AR (ZBREREE) ! F5
RERER /N EE - EREEFRE - BENREERR - KEZE
MEXREBERNEZEEE o

COATS plus SE1REE (SIN-TERCTC-TEERE)  BEAHBK - B
Bigh c FEAERER NERESHNERELN - S5EHME
@Y~ 2MEED o

SAMDY (Rfafefait s » SAVDIERRE) ( FENERERE -
MREE B LERIE - MDS # monosomy 7 B8 &5 5 B4
PR -« AR o

SAMDIL (Safegait;&E > SAMDIL ERRER) : 2MmKED -
A 5 T B MDS 14 B8 monosomy 7 B ~ #iE 4 FEERTHREFEBR ©

HERBR2MERNHRE (ESAOREEN > RERERRAD)
WERBR BEHEBRZ (TIMEREERE)  20KEY  EE
HRAEGERE HER -

EEEERRKAR (SLC46A1 EFEE)  EREKRAESE
BB ER o
DHANGERREE 1 RZT (MTHIDI ERER)  E3%dE
RAZ  EEER - RMEEREAD « RRESE - B AR -

ETHNRERSTRIERRERE

MAKBREAE - 2BREE (MR - 2&ER - BENEEA)
R~ B~ ERNTEREBEEER— -

1. NEMOEtZ (IKBKGEREE) : MHEE o

2. IkBoEHZES (NFKBAERRER) @ REREBEH4EE-

1. ERKEBRBRBRIRZ (PNPEREE) (BRGEANEEM
IS EI5ME  KIRERM ©

2. REBREFRESRMBERE (TTARRES) ' #ME (K
ME) - BE FERR S TEMHBERE FEREFER
FIKBZHMEE

3. HRRMEERFGHREERE (SPII0EREE) : H@RRMEE
R SR ESEBMA - CMV s RERE RS M/ RE A ~ FFEEE
A MEEROEEEHER -

4. Vici fE1R3 (EPGSERREE) ' HHERBRXSFAZ2 -BRE- D
mE s FEERAELD  EHER  /EE « 1BMEBME L
BRI o

5. SEMTEERE (SREFREE): ABRE - AKEER - F
HEM A ARE o

6. Hennekam B EERIE - MEKELERE (CCBEIERER)
MEEBERENMMEKE  FREREESMEMEBAREE o

7. STATSbRZIE (STATSBEREZEE) ' £RBEFBEMKFEE
BB RP REIRMEMMA BEREEE o

8. KabukifEZE (ZREERER) ANKBHEE -BRIESH
BHREE  BREE) - SHER - EXMOBERIE 50% £2&
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BTN a#ESE RERS

DiGeorge syndrome (DGS, 3 & FAE&E% )

72 P 1% 1
REDRBHRERE 22911.2 BAE—/NRERKATEA > Ef40 10p13 R
KR 17p13 BRARMBF A2 RE o

BE

ALZHYRE 2 HEAEBRES > 10% REXBHES (SBEREY
BE) c BEXENREREER  BEBRNRZEHERNHERRE &=
REHE 229112 REOER - BET—HRIE 50% HREGIILIE
(3=

BRRRI

1. O - BRSEE - AREEEE - ODEDRRIE - MEKXES
FRE -ZHNRABZELOWES -

2. BB ABLOEHERNES - VHEHREEZERFTNHEA
THESZEHIRE  ZEAEMERE (NBE - FER) k&
MEs5|%E GVHD > i85 complete DGS > EEEH SCID °

3. RERE BREo

4. BIRIRBRINEEET : Em5 - FHERPEEMS o

5. BRRERRE  BoRAGEME) KEEPENEEMERE
AAENE - BBEES o

6. Hfth: DEEEHE - BRERERERESR

R ERERRR > 90% Al IR 22 HREE LHH
B AR ENEZE -
2. ZEEHERKAMERZH LR » KAPHUOHEZRRE -

BE
1. BEESE:

- MRTE2EZXFHHEA THEBZEESFSEESE (&M
SRl AR S HE S O AR S 1E o

- MRSHEERA: THREBBDVHRE  BEELCER
HIngeh BB G180 » BENKEGED -

- IR E R  EREERSHE T MR

2. HERPEEHEAMFERE o

3. EHIORINGENRE > BREBZRBE  RIARORERE -

4. BERERPEEHFELEHEHERYT -

5. RNEBERKREEAE  MARRREHEEZEE  HEFRHRE
RAOLRERFLEESHER -

fE%

1. FBRIARHOBEZRBRNBRED  BIRRRETHEE - £&
RREENEE -
2. FURFEMOMEAERMBHEEMRR o

o,
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Ataxia telangiectasia & #l Il B & 55 £ 75 K 73

% P 1 1
ATM B RIZR 5| ERVR R » IWE R DNA BEEBR - EEA N
BREERMTEE-

BRPR R

1. NEECEMEESRA RSB EREY > SHRERGRERE
K (truncal ataxia) > FEZE/NEGRUCHER EUEEEHEE >
FZIRIEER (choreoathetosis) ° FREKZENLT - FEFEHIER »
RZHENE &> BEXBEE - +REAIEELEHH -

2. BBERFES4E6 kK LIRER - BREEEEENEHLDERE
3& (Oculocutaneous telangiectasias) o

3. BEMHETE - BIMREEREN -

4. REHRE: —MRBAB IgA 109G, M 196G, RZ > EBEREBEMRE
REAMSEFHEMPRE - TREER > E2GMHHEERE - BE
RE R AN RERD 0 10% 5 1gG M IgA fRZ > B IgM [EE K
Ae > EEAGEBERENRG -

©

B

HHRARKRE > M LERERERZH - 5 RNREEHKHE » &
EMMERR > HILBEHZE - BETRERR AT EEZH - BRE
PHREENZ o KRERLA (95%HFATE 18~24BAGLEA) H
fthARERL0 CA125 EF » BRIRAIE o

=L

#AIRA  BNFRESE - BRARESRER - BER R
R ; S8 > BRDEMKES QRS - TERAFFELGT
BERE HERRAGEEAGE EITEEEEE (B3 RR%EE)
REHLFRITES - RFNEERE A HERDRR o WA LS
RERE > BOWRHNEE > BRFELHHESER -

RmEAHBRS RS CEE R RRE » Kt B s metiRes s
TR - RARBRERKIAREE °

%
FERAE > BIE 0 WRERARFEREZFETHER o

Wiskott-Aldrich EREE{&E# (Wiskott-Aldrich syndrome,

f&#8 WAS)

7% P 1
XREERBUEEE  RENERZMUN X REE Xp11.22 UERN
WAS BH] o

BR PR RIR

HI 1 RN E LR SERMELD > HmMEEE > BRI
YR E (petechiae) K¥EHE (purpura) ° EEBRERFAIE
BRBEMNE -

MR BEBEFARRENRS ©

CEERERE 0 OIEME ~ RERERERG -

S




TIRBHE R RIS
BRERERREE: ERATHRERARKRNEMEEM - Hyper-lgE syndrome B RZIKE R E IERE

MEXR > BERERREREAERAS HEBBREER

Z |
EZE5EMEE B o 2 R A

RREEERE SABEREE - RMEEE R DOCKSERRE o
HthB 5
MERLLELAHBEWAS BEFA#EBEM/NIRRAD > BE
RegRig EERKBEMN BEEKERKE ; X#BE Xlinked
thrombocytopenia (XLT) o

T8
RER? > REREE > WEERRKRIFE IgE & eosinophil ©

BR k=R IR
5 e 1. BEEMBEESHRERENE iERE (Job Syndrome)

o % H b > ] H‘E >
ST WAS B E BRI BE > HERBRAD - oM %%ﬁ“§§§i2f%tmm57fﬁﬁmiﬁﬁAm
KBARAD » 196 TEERTE » 19A Kl IgE ARF S o 11T B8 Al RRR - LRARR - EEERRBEEEUATH

~ KPRBRIL T - B ;
SRR RO M A A O T A B TS AR o SRPRERHIR  RAER ST BEIE  mRILBNRE
R o A MR R A R KRS BARMR

R4 o

21
S I AR B B B > T R COBRC AR EERERERRERL RERENT
. - . REE SIS RO AERE « MAERE  EMISERAR o

WAS B F 18 EQEBERT 52 o
BERBAR WASP ER BB A B2 A8 RS o

2. RBRUEEESREKRER EERE

NN
B - BERW RS BB PEMCERR BB E TR -
| g & S B = REAT A S Sy . " "
M MERI REREQ R FAR RS > M/ k& &/ s MBEUEERELE RFe g SRGERELGRES - &
N=RA DD 2%: A So o = — TN = L = R
hES . =LEAECREIE IR SERERKREMMARMNERE - THAMER R

RERRLEERRERRERH o
R RTHEMEERENRE BEEFEREELR
SERERPR IRBBREMNBERMEHKE (Molluscum

contagiosum) > BHiEB R o i
50



REfBAFIE IR B R RIS

3. fENE FEMSEMER DOCKs BE R B E 8 5 A T H R B R
RERMEE o

RE2
MM IgA ~ 19G ~ IgM B EEIEFEE » 1B IgE K eosinophil & ° 5
ERH IgE [EEEEABRRILS > tIBE—ERBSR IgE FEHE ©

©

Ef
BEARKRIEM LIPS IgE - BEERRERZPHEERIGE T ° A5
871 o FES2ESE STAT3 ~ DOCK8 R KA o

AR

ITERXHRA BRERPURARRE WAV BEEEMEA -
BEHMEREREETHNERTERENRER - KE - MRRE
HBERERFUMREIR - MREEERERE BESFREATE
aRNRE - EEARFNRERSREERRARLEN -
REEBITRENE  FEREFTERREREQ T -

i& I #H AR 15 4E

BUEEESREXRELEERERE > EEERAGMHMERS
fexReE > AREERARR  BREERFIVEEH RIS
RT- - BMHERSREKEQEEGRERE  GTEELRRR B
BryE AR EEAENHFHRRETEE—DF(E -

Cartilage-hair hypoplasia N BEEREFTL 2

7% P 1 1
REREIEMEME > RVRP EERBFTER ©

B R R IR

BPREREEENNORENNKFE REMEREE > F
RAEMNRRNEE - MABRKREZERA > HtbAER S E M
IRERK > BREREAZ > BRAEMNENR - BH—RERE > 7
ER L2 o BB B EIEN Non-Hodgkin's i B8 > 2§ £ K #ll i &

(basal cell carcinoma) ©

RGP

BEAMBEMERERE  MRMEZBEMEME > BENKE
R - AEANEREEREEKRK > EREEANMEMD > B
REHRE

RMRP EL A %38 o
aE

KERLEHRH acyclovirc BERERERIEEE EMBMEBAE o
FEi%

I IREERRE - ARERERBEFTIEREMHERR -
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Predominantly Antibody Deficiencies
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DinteRiS R EERIR __
p———

Fh - EIE S RIZE

fBESERIE
RREE
RERER/SBER/MHASHER

o RS 2%/ B T /2 B2 RS/ B B R s
B —RRGREAL HERERS REERZNRET SERRRERL

PIDRTRE &R/ — B2iRE AIRERPID
R IR B R T
wipEE bk
| — HIRES = l

REREATERE (IgG/A/M: mg/dL, IgE: [U/ml) CBC/DC

IgG<500 IgA<11 '9“":5800’ IgE>1000 %Nﬁggﬁ'é%ﬁ;%

v v v v v
BN EREHEME—D MG 28 « RREE L FEBHIRESS

'

RIsAIVIgEREfthia iR

w RERER

| REKE R M (Agammaglobulinemia)

I. X-linked agammaglobulinemia(XLA, Bruton’s agammaglobulinemia)

]

1952 FE A > KR B cells fR18 > SERBREM S RIBHE R BRER ;
BEENENEBACR  BREECHRNRENEREERER > B
BEMEBEERT B NS M FERE » B HIRER > BTK REME TFR
BEEREIREQMAER 85% » #AERKE 1/379,000 o

EE (BREXREQMIE )

EOMAL LM EZ MK B M <2% (CD19~CD20) > HT
fli (CD3-4-8) IEE > BRSTHIEH .
1. 15185 19G<200mg/dL ; 1 5L kR E 1gG<400mg/dL 5§ 19G
I[EE1{E IgA B IgM B IEBEREE 2 EFE%EE o
2. RERFERFPENZBANSRRBEREKSE °

&

M EEEE > & Xg22 £ B BTK gene ZE5885& BY, Btk protein i Z & &
IE& » {F pre-B cell LY B #f it 5% 28 K] A 86 #& H Btk protein FiEF 2
i A2 A immature B cell » B iR E BB AN TR IL > F2MAK
AL B HERE > MBEAELERENREREQEIZRS ; XU missense
mutation REER ; 4B XRESE > M 6 S de novo mutation
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SULTYVES ST

1. CBEEAKER (encapsulated) > WIFMATEEKE - B RUEEMAR
C BEXE - REREF

2. JREWBEEERE (echovirus, poliovirus) » BFFER CHFRES

3. HMFER WERI  INrIseRENMAETIEER TR IBOE »
Pneumocystis jirovecii % » BBV R o

fE AR

1. BREBERFLEOIANEAARIKAFINEE RBECEER
£ (fix- 28X PEHXBRERENR) - B / BUI0EE >
FAEN X » PRim S A ARAE X - 18MAF A ; oTeE B 1B M MR ~ FRM
DBES& (Corpulmonale) ~I1EMEBX - FEXBAEHEE

2. BRBEHBAMEKR A3RFAZRLEERREHENREER
Fa/RAEIR ~ RARERTIEEET ~ BRMBRAZEF o

SRERE

RPRRR ~ BEBE ~ BRARRS ~ NIBHZ Peyer's patch ~ HBREEFE R
B, BEUAARERXNEE  BEERRARENERBREBRES
REBERR -

i)

RERE

ARARERET; BAEEEZINEERERET (196 -
IgA ~IgM R IgE) » MBREEET - EBEEERNBELET (A%
IREE ~ Hib MARKESE) ; AZ2ONRURBRERELTE
BHEAE (<2%) FEABEERABKEARREE - UREABRES -
MEZEFRETURERBREMSFA ©

Vet
BESBRERBRRECSMHEIEEESE

1. RRIREATHET B2RUEEMBHELT > TR REBRE
B o RO EEAEESET X » BIfEMA IVIg 8¢ SClg » UHERFR A 19G
K12 700-800mg/dL BEIE > BEREKAZERIETESHEMN
HIFESRY IgGfE ©

2. EHMEMER A Z R T W amoxicillin/clavulanate » TMP/
SMX ; MEEREXREERSHERIEA » KEAR macrolides
BEEHRENMEENBRAIUER » U azithromycin REFEA o

3. REERE ZENREHEATRRMRALE - BHoERE ; MR
REERERE > T IVig iR > ARIEITEEREEE °

II. B B2 BB 1 3 0 1438 (52 S o 2 BK & B M AF
£ 4% IGHM ~ CD79A ~ CD79B ~ CD179B ~ BLNK ~ LRRC8 ~ PIK3RT

TCR3 FERBEEM ; BRARE  AREREHE XLAEE -

%
—iRRR > BEIERERERELE - AR ZHLRRERAE
> FEEAOFULENILARES  BEEREE -
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UnBREATRRT

wRERERERIBIE

(Common variable immunodeficiency: CVID)V

o
o

CVID B—EXmiEH > 1971 FERKIEL - TERUERIEHNR
MERE » BERERNRBMERERIBIE > 1535 5 ; RRESZER
ZREINRERK > EMREREREBETHER ; KELE B MREZED
LS HUREMRRIEREERE  WRMRELZEEEUNRE &
FERELEMBEEMERR BREE RHFE EEERARAS;
REAELRE - BEEMAT IR > FHZHGLEEN 58 F - (1
3R 10 R AKESE > RERBERES - MEAUZHERS -
WERFEEE R AR ZHEFH 1/10,000- /100,000 F3F o

EH

I9G BT (EVERERHETYENREREE » EVRRER
ZEMERTE » AR 95% & <450mg/dL) » BED 1 BHMRR
HRERMET (I9A 3% IgM) » BB RIIFREEE
1. REREBERERBEEREN L (HR2VELEEE) o
2. MERENEARANEEEZERBENEEEENIET -
3. HEIREMERREREQETZER °

eS|

BEEXRR BHEMNBALEZLTRED, MAEREIK
EREMEEHEEM B MR - MM LA AT > somatic
hypermutation By 4 > ¥ TS ERERN 19G T IgM MEEHAE ;
BN ZEHEPHNB MR LteREWARIRBFEEH VD) E4E ~ VH

BRNVEXRTER FEBREMB MBEREEREG MEKNERR
BRRNEE ; BB B MER 04-0.55% > B FERI AR E KX
BREREMENRET BR%EER  HAFEBES ; T MR
BMiIFfEESMBHNRENLARZTEE » ¥1ia CO4'T MERERZH R
BE N EAEMABERM L2 IFN-y ~ IL-10 BE /D T /% > SR AERMEAE A
=6 EHZ o

1. KEE/ KRR WMXERE - BREENRE - 88XEF
BRENRERD

2. AU mEsSRBERERD R (8 Cyptosporidia ~ PP ~ &
REPTELEERMRE ; BRERREEEZE R Ureaplasma

urealyticum BB BE o

BRR R

1. MIRE : e/ REMXEMER BT - BBX - E
REAFEIE ~ WERER ; 3MANBAZHNEEL — XA > &&E 3
R AZEREBBMEME - XREBKRE > FHWHE HHVE
FABARRERAFEE KB ZBEE MK (GLLD) 1
ERERRE CVID ZEHNAIEE > SN ITRME X XS HWRAE
ERBIENER -

2. BBEE (9 9%) : norovirus « Campylobacter jejuni ~ Y FIECHE
W EREHRBEXLBMUEEE « BIH ~ EERKAR ; B3
KXMBAX (BD-like) » NBHERE - ERERELBHFE - /)
FHEAEER -BEWNESE, REFEB/NE ZREBREKX
IgM 1K -

.
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HEEIGARE > BX - BEX - BRZERREMEER &
MBS SiEFERBERANMEN TP BRAMHEX B
MEN - BRREERRKERERX - AHF  BARXRRRELURE
KEFERE °

REFEZHE N82%RAGTRE > i« HEHK - BESFH
35 > JFRBRK > BTN E WD EERR o

WERBRIGE | #7 20% RO A B R ETEER - HEPRRE « BEED ~ AR
BX; B8R BRFBENEHE » SEMREEREEIEE
BHER . BEXN6% FEREMEBENEERE ) EXB
BiE ; EMBEIEH L non-Hodgkin's lymphoma B E R ©

Hith : fAEKENEREENCRIERMER ; REMRKER AR
B IE ©

B BERE > ERZBREEHIEREMY IgARK (selective
IgA deficiency) B LA BBEBERRIER o

BERE

RERERE « HEFERE « FAEHLIE « REBEBAEFRER

IgG ~ IgA ~ IgM level : 85-94% & A 1gG<450mg/dL ; IgM < 25-
40mg/dL HE|WE ; IgA BEIEBEDGA AR » BREMZRH 57
FES < 7-10mg/dL > BLefm AFEHALL selective IgA RIR » 2% 19G
BETEREREDS  E21%9RAUZRZREKEGETRR

DU = B 65 300 7 o B BR 9 B

- THIRE /NKHEFEEIE | AEEE > T MENINERIESSZ
EEo

- BHIFREIE : KEHIEE > BIIEEREE o

EREA  MEARDBABEERRE o €5 CD8T ~ TNFRSF13B

TNFRSF13C ~ TWEAK ~ MOGS ~ TTC37 ~ IRFBP2 ~ CD19 ~ CD20

CD21 ~ TRNTT ~ NFKBT ~ NFKB2 ~ IKZF1 ~ ATP6AP1 ~ ICOS &5 o

THREMIEERERMBRIENVEE | BUEYFERNERE

B2 ~ FUBMEY - rituximab ; BEERRNIESEHREM B MK ~ MK

B ; BRERE - EHERKERHRE - EXHNEEERSE -

-k

—
.

» w N

RERREOTHE T . F2RE 138

BEERE . F2RE14H -

M mER -

EEE -

- THEE%REMIKIETE > 5 A prednisolone 1-2mg/kg/day »
BIVigRfZRIEFTREEE » HERAEEREZ AHA K
ITP B] & & rituximab HY35 % o

- AFERR . BEH BERGTFTERBHERCEBERAM®
R BIfERA °

- BRRE IR RMUBREEE -

BHE2BEAEHEDRN EEZEFMHYIKERA o

BEYME  EVSFER—XRIINEE




UnBRERTRRT

Tk

BB REERE M > CVID A 20 FERTEIERM 30% KBRFA
Ees% BESEENTECRET  EEMBYS  ETEH
PRI LM o

66

EEMREIRER A TRE (selective IgA deficiency)

o
o

EERNREENERERR  TREREBERE - BRRER
AEBERR 5 Sl EREE > 9 1/1,600- 1/19,000 °

E&
MR E o MA IgA<7mg/dl - BE i GEERE QI IgM ~ 19G &
EE > WHFRE MG ERIBRR S oI 52k o

5 E

MARFEER IgA > &R~ 27T~ RR - BEFREMEFZE
BN BE A JERERRRERERK LR - AHRRER
BESRXREERBENERRBOAE - 2 FRERERM > 7]
FEZR B B MEFRRYINEEIRE - BRI THIRB AN ESHH T HEMS
B REBDEBRERE > FJaER B IgM REEHE 19A ERREET] S
WAR BRI RE 1A BEEZE—SET ; TURRRZFELH
ARG BMBEEEDUREL I9A NEME > 2 10A 2R HRE
ARBEFE > UREERREAREESRE THEFHE -

EE

BERGHRER > WA—FHE 50 EHEREL > ERMREER
ERERKE  B45%; REREZWMELREER 4p iE ~ Trisomy 8 »
Trisomy 10p » 10q £ 4p {1 ~ 17p11.2 R4k ~ 18q FEEEF ~ Trisomy 21
ZEWBRETBSHIE > ARIBEANEESREER -AESHZER
K Z fR18 o

SRR
HIEENXER > MMARENKE BEEONRE (RER )
Moraxella catarrhalis % > EBIE&RE DR o

BRR R
REUBRERFHEBHERRE  AANEHMRREBRRE

BRI ©

1. RERZE:HECVDMEMR; EXRBME » L8 FRERELHEM
E > REFEXFAER

2. BEER BR>O EE0gEEM—JENR > BEXRES 25-50% 0 8
REGHEREEX - BBMESKX - EMZ - BREERZ - BYE
WERR; EBEAS ; RERIGEESME IgA TERERFE
EMEREDEFE—RAREMENABER ; 34 19A RIBERA
MAEEH IgA Z 19G B IgE 188 > XTI D = IgA MR
NmF > BFIRAUREREAMENRE -

3. BR%RER - BEERN5-30% RF -

4. BRUBR BEXRERERES > BISHEBEARUZEH ;
Celiac disease th Al =14 2-3% > BIEBKE 10-151F ©

5. BMER VB BB EE ~ BHElHAEERNAIEE 0 MR AR
EBREBER o




BRI AR E M IgA B2 5Y » FFE CVID ik RIE2 I o

EIZEDR > ARRERATES IgA MRS m BT RERYE BUR B
(2~ IMERRER ~ M/REE ~ FE5RMET ~ BFLR®
TR ~ REREAE) o

ik
SHBRRY > EIUBERFRERD (VD> B 46 (B
BHPBE—R -

RRIRE R G X2 ERIBLE (I9G subclass deficiency)

% 5

I9G; ~ 19G, ~ 19G; ~ 19G, —fE FH — B A L #R1E > 19G #EEEF >
IgM IEE > AJRESHH IgA B & ; B4R 2% > RBEREMER AR ;
REUBMER T E 16 REBLRS LA -

E&
RERZEFEUATHAEGRS

1. EHEIgGIgA~IgM (& H IgA & T B B 5 & IgA with IgG
subclass deficiency) ©

2. EDWMIHIMAE—REU ER 19G subclass IR AZZE(E 2 M B2 ZE
EUT e

3. BEEINREENERELES -
4. BERR T HERRER R FEE o

&l
B 81 & 2 A BI BE o

e S
R o

R AR R

1. IgG BZ  HIgG 519G LR B (66%) » B I9G, R Z & »
REEPARE IG BT > igﬁéMMGmﬁT~ﬂmAﬁ©Mz
ﬁT’E%Emm;%%aﬁﬁgéé/%%mﬁﬁ@%’m%
Rl ARUTHREES G, RZBEZ BB RPEREERE
REQMAE (TH) o
2. 190G, RZ  ZRPRBRRRE ; BBEBFLEHEH 19G, T IgA
RZ ; B I9G, TEHRMZDHEEBRERMMAEIRE > B BIEMIE
B URBMEBEXAERE > HEBaRIEI LiRRSEREEL
i~ 28X PEX BE; TRAFEREERE > B 5%
R EERMALREN—% > MARKELRAZEIERN
RFoMIge, RZMBALEEREHERLEERERER &
BE2EMARMRE - F—BRR  EREMEKEKE > 58
REMERKET > MEBEX (LEZ IgA FHEIAIHSP) > BE AR
RZZEHE I9A HRES CVID IATHE ©




DAssEREERE
IRERKE

3. I9GRZ I MABRER BHIGGRZ EHEFEL > EI9G,
F E ¥ 1 Moraxella catarrhalis 81 Streptococcus pyogenes Z M
component ' RZ BERZEIRE LEMEBREBERE  RiH
BHUEREX BERR - BEXKELAS

4. I9G,RZ @ AR S » ZEEMN > BEHEMBELEKE « B8
MEX s ERAERZ - HERAYMODERERERS » URIEY
EEMEIHRERREFRERE

SRERE
BESFEMCRSE  MEGHKRRME °

ERERE
IgG ~ IgA ~ IgM ~ IgE ~ 1gG subclass % BB BE G B X ST R I R A £ #E
71 FEESTINEE o

-}

BEEREBEAFOR BSHEERENEEERRESR > TEH
BREUSHEBERNBELRE REBHRR - RERRE (46
R/E) FORFEHRER  FANERDRERRETZERTRE
RERHE

faR

6 RMZERELEER > ZHRFEL/N 196, RZBEGH I9A BRZ
HIWEEREREREE 6 RRMRZ - BERTERZ - BHERE
EEMERNIEEZ  AEEMFRESEAEREERSRARERR
CVID > &= 6-12 (BREH -

BHRIATRMERZEIKER M

(Transient hypogammaglobulinemia of infancy: THI)

=0
off

—RAIE B S 558 196 BIRENIEKIE » BBHEEZ 19G 12 3-6 fE B KEs
HERE  BEANBNRREMERLEZER (B+) > 2RE
fCHE > RE—EEHEHIRAEMRRERBR S AIRED » REXRY
0.6-10/10,000 > BRLLHIKT > FERIMIEEZE - ARZIEIRH
b2 BRI BE ©

B+ - BREEREEANEESL

1200 -

1000 ~

800 -
B AIgG
600 SEREI60%
400 E.%gGE@ —@ |
300 SRR O HERIGGH

00 =10

150

mg/100 mL

125
100
75 4

B AlgM
EERNT75%
B AlgA
BER20%

50 4
25

12

ZRMEVPMRAE 196 EERFILBEZIREE ) BFET
B
1. HERREMIER 19G & T ZWIE °
2. EmMpEE IgGEIEEE -




BRREER o
7 RRER

DR E R RS o

EAR
BLEZMBARR - AAUTEREER o

1. RETRERE (50%) | LHRE -PEX ZREXFBRER >
BERRDE -

2. BEER:ER B IEARERYEH/ MRAR - BAEIER
BERUMRER ZREEXEAOELEEMHE -

3. Hfth D gEMAPMEK - MVMRET - BRREME > VR £R

BEIRRE -

BRBE
REFEEERPHEY SHUERURUMERBEANER
Bz o

BERERE

ED—FBRBE—RMAIgG IgASIgM~ IgE EEIEE ; $BERK
ZFEAREBMEETMESEHREMEKR  ABARETEHR
selective IgA ~ CVID & LT ©

RERRNRE > IZEREMMNER - EERERELRHT
A AR E R AR R E AR ; BEH 196 EIEE T ERBRE
FE(S 1E8T - RS E

FEERUMNOHMRERERR  BRTORI -
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Congenital Defects of Phagocyte Number or Function
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BREMENRIERBEEER RS R H RN TER !
1. BUEREFERR (CGD): KBRS  LIRMEREERX - B8R -
FFi=9% ~ MEREEAE o

2. Chediak - Higashi fE{2 2% : FEREX « OEER - FTHERNZ
B FERBE S REE -
ERERR

BERMABENREEHPEESESE - HEELEAREES -

FEELEERIFEBANBRREE o

1. Z2MIRFERERFE > BREEMEE (RHEK) BFEEE
BEE HEBMPUHRBEINBERT  KAEERA (BYH
R EREHE ANC)  (FlInEsB 2% > B 1 @B) o

2. WAAMmMEKER CD11/CD18 RIRE ©

3. FEETHREBEZAESNT  URAERHEEERELERIEHEE
MEBEMSENEEES T -

RRiE - Fabs -~ HER REAEE A
BERMRRENLEE > ARERENERRRIEERRIER
RRFETE -

MR ENMEREE TMP/SMX > BEERERHBH > BIA
cephalexin * BAMEY CGD BEMATAFMNNEEEY

RUEAFEZE UMM EGEHRUBRENRERBEE -
—&ﬁ% D*%Em%#*ﬂﬂigr MERAL ~ ESR (#I
MERTMEEER) R CRP (C RIEER) » UHRZTHIEERE - 1R
HIRRE s FERBRARERE > EEFTEUHEZFMECGD &
ZFEBEENT MK B #HEINEE o IFN-y EFRRTERS CGD BXZ: » &R
N BRHESBABRENE (flW > HOBRERENEEER) » Hit
BEAGREERMBINENENRERE o

BEEEE

BN ERRAZSHEEMREERENESHRS > HEFRE
RpyREFAIEREMEARERLUNER - RE RTINS HEEE
B HtE A EREREEREES - FMNREREFEEE -
ERRASCERBRER O RRE > JUFGERARRER > LHEE
REFRRT




R+— AXUBRERBENIHERE a: PHRET

SEIR B AR

Shwachman-Diamond syndrome. SBDS. AR.
DNAJC21. AR. IR/ Sh o3 bR ARENAE
2 RERFFR

G6PC3 deficiency (SCN4).G6PC3. AR. &5 1814
OEBREVGBREBRAFREE N E X
THRMEENFRDERR SEEND
RE:BREDE - BEIERA 02

Glycogen storage disease type 1b. G6PT1.
AR.ZEPE K I ¥ ~ $LB& M EE ~ S M A5 ~ FFRE K

Cohen syndrome. COH1. ARBET B BESE B
TRAR B KR

Barth Syndrome (3-Methylglutaconic aciduria
type II), TAZ. XL U4 AR &R £ RIBAR

Clericuzio syndrome (Poikiloderma with
neutropenia), C160RF57(USB1)ARABRRMRE:
BREBE BB EEREE

VPS45 deficiency (SCN5), VPS45, AR. S BEINE
i~ SEE MM B EX

P14/LAMTOR2 deficiency. LAMTOR2. AR.F5&B
B1GE £ R ISR (R HNIFEKER B M fE ~ FE1E
CDs#iaE %

JAGN1 deficiency. JAGN1. AR BERZIE:B
BERE AR LE

3-Methylglutaconic aciduria. CLPB. AR.53 %14
AR RIEEE/)NERE VM MmAE AR AET
ERLA - BREF - AAE-REEAE

SMARCD2 deficiency. SMARCD2. AR E &
B BRHRE - BHEORR

WDR1 deficiency. WDR1. AR. 5 O & R {E£
%%Dﬁﬁ‘cﬁﬂﬁﬁﬁﬁﬂ‘ﬂg‘:’:ﬁﬁ

HYOU1 deficiency. HYOU1. AR. {EIm#E~ 25K
it

ERER B SR

Elastase deficiency (SCN1). ELANE. AD. % &
BEESAREMS(MDS)/HNFEAE SR
Mo BB AR MR M ERR D S B HA M P 4
Bom > (SR ETM R 2 MK 1(CBC)i#
&E/4i8)

HAX1 deficiency (Kostmann Disease)
(SCN3). HAX1. AR. REHAX1 R84 & 117
B BE AR R EREE  BHMDS/H
mxa SRS

GFI 1 deficiency (SCN2). GFI1. AD. B/T #fE
BRimIME

X-linked neutropenia/ myelodysplasia WAS
GOF. WAS. B BERF b B IR ME &
BHERE.

G-CSF receptor deficiency. CSF3R. AR. 2 /]
LR EI AT A

Neutropenia with combined immune
deficiency. MKL1. AR. S I/\AR3E 2D 2 bk
B kiR M E

FEIR B R

HAENE TEIECFTR AR
Eiﬁg;ﬂﬁﬂxéxﬂ?ﬂ&iﬁ@iéﬁ\iﬂﬁﬁ{b%&
=R

Papillon-Lefevre CTSC
FEX ERAEE

Localized juvenile periodontitis FPR1

TFR%
B-Actin ACTB

B ik 455 FERZAE

LAD | ITGB2

R 75 3¢ AL R YO B 7 S AR 0 B R B IR R
B RERRRE-FRAREHFERE
i % -CD18th = (CMF) RN B EE M
CD1sHMEAZIRE R

LAD 11 SLC35C1

BAER EERAHEELEREERS
REPEBE IR (SRR BEESF B K
ZENR - RERIOEBEREG BEAME
v B Bl H o

LAD Ill FERMT3
BRENMER AR RLINERS, 5 ER
FROBREMZESG) I/RFEERE Mo

R+~ AXMEEEMAERPE b : THRERRPS

ERFEREFHRR | DHRIRA
E%

GATA2 = (MonoMac SE{ZERE)GATA2~AD
HOREE ILEBHRS AR REE MK
BkEAEZRM -MAERBIR 58
4 B E/AML/CMMLo BB A% K8 /D iE o
NK#A R 21 =R 1K

Y5 E BRI ER Z JiE C/EBPE
®wiiy

fiEZE R IFECSF2R AR~GSF2RB ~XL
fhaE IE4RM R GM-CSF B EIER S

2E

CGD XL CGD CYBB (gp91°") AR NCF1
(pA7P"%)  CYBA (p22°PhoX)~ NCF4 (p40Phox)
NCF2 (p67°hx)
PHELEBREKRE M RT, (BHE, S
MR FTEE RN B R R RS
ARSI AR RIA

Rtt 2 FR= RAC2
SORE T EBRLAD RE

G6PD thZ 55 G6PD
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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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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




SR RERBRA_

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
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=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
(inflammasomopathy) « F# &% & (interferonopathy) - f K
RO RER o

ToRVWELNHREEEERERR > SEREEP B
(FMF) ~ BEZEXTRFZREEMNBHAREREE (CAPS) B R
EEER DMJE (HIDS) R BEAZAEIREE > H)40 cryopyrin 48 B8 E HA
MEAEMEEE (CAPS) > BERKEMSEMEBENIEEE (FCAS)
Muckle-Wells JE{&EE (MWS) R FTE REIZ EXR M B X KK (NOMID)
/18 M 8R R K7 FE R ENAE 1R B (CINCA) F o sE—+F2RAJ 3837 » B#8
BN ZREREBEFTZHRALR > WEAR 7 EE SRR ERE -
15 Majeed fE{Z 2% ~ Blau fEIXEE ~ WIRM BB X « BHMRREIE
FEEAEREE (PAPA) R IL-1 ZEIEMEIRE (DIRA) ; UREMGE
RERBANER > GIERIAAERE (PFAPA syndrome) ~ BT KAE
(still's disease) ~ BEYFFE (Behcet's disease) ~ FEEAE (Crohn's

disease) > LR % KAEMREELIN Schnitzler IEIRE - ES1EEELER
P BBUALAEANEERNREEHTEGERER - A > &5
EEEMRESEEERIL -

E+ER AP ERBRAMERRNEARDANEZRA > M

FRFERBANER DEHNEREREE DLt EFFER

(evidence-based prognostication) RiIZHEEHMFE N RER > &
FEMERSUNEHRARE  [EEEFIRENAEER

HRBAMERRNZE > BiRREERNTGHTEM&RE
B> ZHEIERBRANBRERRE (FIM0: RENEE 172 - B
B REX .. F) REEURREMER (W RE-8
BELER BENMEGEREMRERE) B - BEABIEH
NERZEAMERSERLACREEMEN  REHESLLELAN
ER -BRASBUBERFAEENEERE  ME—EEHFNER
WE > FRLGEHMNRELIEEEE o Bai Paediatric Rheumatology
INternational Trials Organisation (PRINTO) £ 2% B LU EGPRiERTE D 032
EHNTR > EER@ANZENLERRZEHNES%ER o

ERALEREERBRAMERFBEA > BHRTRE - BE
ZEER BENMEMREERERIER > TLETERERNE
FoRZEURERBREFRABA (MREF) WERBKRE o
2015 FXEBHAFRREEZE (AAAA) HHEILERFBHNZ EE
FEoniz o ME+TA

.



B+h - BEREEREERENZ

‘ — Bt BB M e R G E p—
KRB RRSE et (PIDD) Bt AR —| EIBEH
AR B HERERRNER? = 2 B i
=
RIS ~ mE RS A
BERZIE - R AR KRS B8 e ool
= 5 ] N L
BB EEE R/ i 1 e
Y \J \J
- WEE - B :
AERE = BRHE
e W% WE
| Y Y \/
BAIL-1RA # Rl Dar- 2
g{1L-36RA PSTPIP1 HIDS PSMB8
138 CIASH 1l 15
K NLRP12
= PLCG2 NOD2 LPIN2

BEREEE

MR ERREAREEANERIEER  REMRBUBRE M
GRET BRERNBAZEEBEIERAARE] o ESR~ CRP
2MMEREFE  EHEERERIERMIEZEA A (SAA) EREH
HEETAE  UBRBERANEE - REEREBEBRET LR
T BRELEREEMEINEERBEERE - REETERAZRS
EEAFAMERMEN ERFELREERE LR ERBRMIEEN
mEE—SERVRIBEYR > BRETEEMRMDTEN
1A o 1RER cryopyrin HEEHAMEMRE R > AT URHBREE « IS
BRMNBERTGERE MNP S IgDEEMNRIEE SN HKKE

(Mevalonate Aciduria) A2& IgD IEIREF AN BB IE 14 o

Bt - RIRER AR ERZ

mAZE

RERIE
{ HIS R

- 3R E B HA
R 1 IR R 2%
-AREES
+/-HBREEX

-

RERERERN

\

HIDS

\

FMF

v

&
ZREFRN

\

CAPS

-

PRGN

\

TRAPS

PFAPA




A e 38 ¢ MR
Oalamados M

i — - EREBEFIRXMMERBNERZR - BARRIAHRRAR

REAREF R

SH{FETR
BEsAE

EEERX

BEAR
RERMUE

BRER

RERE

BRRAARIR

e

RERSRIR

R

HIDS

<15

3-7X

=

rT—xE

AR

MVK
12q24

Mevalonate
kinase

i B

R &8
AT

BEER-
FE B TRt
fRRE R

LM EEE
A~OREEEE-
_LET_ %jjjﬁﬁ
B-EMD B
%EF RS

MmAPARBERE &

HD(IgD) # &
|RAEEEES
B PRI R B

CAPS

NOMID/
CINCA <13%
MWS, FCAS
-BR~AE

<DR-FFEEE

F—7
AD — FCAS,

MWS, NOMID/
CINCA
Sporatic —
NOMID/CINCA

CIAST
1044

Cryopyrin

BRI
(FCAS- %8
HSBUR

BRE)
PR

R & % (NOMID

CINCA—
BRERER)

MWS,
NOMID/
CINCA -
BEERE
(NOMID/
CINCA -

1R AR PR K 2
T B %)
FCAS—iZfE =
RBEARER
TR B A

2 /N BF o

X NOMID/

CINCA-#% ¥
FREZRETE
HIREMER
14 Bl IR S A BB
B RAMRE

TRAPS

8a
~205%Hi

1-4/8

F—5

AD

TNFRSF1A
12p13

p55 TNF
receptor

BT AT B fF
BB

BENRER
dial: o

BEER
B AL
(Y0 AE e ~ PR R

MiEE%)

AR KR
Joa A AR S

BaTENR
KRR PE
R B Kk E

PFAPA

2~5p5%

3-6X
3-6/

R R1E
BEHOHFR
f' DHII;’;
SEEER M B A
fE K o123 MF
M RER
BEMEKE
EHIEE

£ — - ERABEEXMMERMNERZR - BRRRIAHRRER

HIDS FMF CAPS TRAPS PFAPA
F> ) S (1T
DU > 25 1
E’J?E’K °$ i
Bkl =i E E
Anti- IL-1 ~ fEaEE & i EJLX,%E%EE
. anti-TNF& | oFE% . AP S i ma R
i NSAID &  (interferon s Ant-iL-1 a;}ﬁ"mfg RS o 3 78 4 5F
EE anti- IL-1 & = WE TR
anti-TNF ZMREAH
Bk OBR B OBR
?‘Tﬁ (<]
MWS-70% | oy u, -
graamy BN REE
RWARHE T RAPSE -
Apappy BENES FRESM
wﬂ;ﬂ%ﬁi° 1#%’_‘_’%5/1\ §ﬁﬂi°|§§%ﬁ%
BEFE4LIERE BpEmEe NO7MID/ “i14%mBE MERE
e RREEAAE HBINAEEE GINCA -FT Empl-BHE (FRHEIRERB
AR B BRRKES T 3% Rk g REMIER
REBRDR BROFEe Tge =55 BOATME CZRAE
ez FERERAA iR B B 178
smpEnE TEOL5 X
Elo i 3 MR tatals
MEmER. DERE
HIDS — Hyper-i i ia D; MVD - kinase FMF - Familial mediterranean fever; CAPS - Cryopyrin-associated

periodic syndrome; NOMID - Neonatal onset multi-system inflammatory disease; CINCA -Chronic infantil neurological and articular
syndrome; FCAS - Familial cold autoinflammatory syndrome; MWS - Muckle— Wells syndrome; TRAPS — Tumor necrosis factor receptor
associated periodic syndrome; PFAPA - Periodic Fever, Aphthous Stomatitis, Pharyngitis, Adenitis

Sh
MR

MR —FR > FOKALE ~ BEE - anti-IL-1p K& anti-TNF B Al
EREKRRBRE AR RERINN - HEFENHEERH/NOARE
B SEREEFRMEKENEL BREEREAHENRE
FAMERNRE 0 RS MBHRBERAIUEZ E/ER




112

A e 38 ¢ MR

Fak

BEREAMEREEENHERRE  BRERER > F2HNER
HEREAEE - BEERMN CAPS & > FCAS R EITER ERIFH »
BZ &Eéﬂ’ﬁﬁ’]ﬂﬁﬂrﬁ*,mE%%%%E’Ji,ﬁ a8 o H® MWS EIR
HEE BMERENBEGEESETEHRPER HERUER
EMNEAHSEL— ' ONCARNREEE Hﬁcm_?ﬁﬁbuiﬁ’goﬁﬁ’\
CINCA/NOMID % » ZHiFERBURA R EER MBS IEENBRER
E-BEUMEREENRENRE RERENEZSLLEEE

SEE

r 2EXR

1. McDermott MF, Aksentijevich I, Galon J, 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 Apr 2;97(1):133-144.

2. Toplak N, Frenkel J, Ozen S, et al. An international registry on autoinflammatory diseases:
the Eurofever experience. Ann Rheum Dis. 2012 Jul;71(7):1177-1182.

3. Ciccarelli F, De Martinis M, Ginaldi L. An update on autoinflammatory diseases. Curr Med
Chem, 2014,21(3): 261-269.

4. Hoffman HM, Broderick L. The role of the inflammasome in patients with autoinflammatory
diseases. J Allergy Clin Immunol. 2016 Jul;138(1):3-14.

5. Manthiram K, Zhou Q, Aksentijevich I, et al. The monogenic autoinflammatory diseases
define new pathways in human innate immunity and inflammation. Nat Immunol. 2017
Jul 19;18(8):832-842.

6. Picard C, Bobby Gaspar H, Al-Herz W, et al. International Union of Immunological Societies:
2017 Primary Immunodeficiency Diseases Committee Report on Inborn Errors of Immunity.
J Clin Immunol. 2018 Jan;38(1):96-128.

7. Chen YJ, Yu HH, Yang YH, et al. Recurrent abdominal pain as the presentation of tumor
necrosis factor receptor-associated periodic syndrome (TRAPS) in an Asian girl: a case
report and review of the literature. J Microbiol Immunol Infect. 2014 Dec;47(6):550-554.

8. Ter Haar N, Lachmann H, Ozen S, et al. Treatment of autoinflammatory diseases: results
from the Eurofever Registry and a literature review. Ann Rheum Dis. 2013 May;72(5):678-
85.

9. ter Haar NM, Oswald M, Jeyaratnam J, et al. Recommendations for the management of
autoinflammatory diseases. Ann Rheum Dis. 2015 Sep;74(9):1636-1644.

10.Holzinger D, Kessel C, Omenetti A, et al. From bench to bedside and back again:

translational research in autoinflammation. Nat Rev Rheumatol. 2015 Oct;11(10):573-585.




BEERMRR

/

11.Federici, S. and M. Gattorno. A practical approach to the diagnosis of autoinflammatory
diseases in childhood. Best Pract Res Clin Rheumatol. 2014 Apr;28(2):263-276.

12.Federici S, Sormani MP, Ozen S, et al. Evidence-based provisional clinical classification
criteria for autoinflammatory periodic fevers. Ann Rheum Dis. 2015 May;74(5):799-805.

13.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.

14.Vanoni F, Theodoropoulou K, Hofer M. Theodoropoulou, and M. Hofer, PFAPA syndrome: a
review on treatment and outcome. P Pediatr Rheumatol Online J. 2016 Jun 27;14(1):38.

15.Giardino S, Lanino E, Morreale G, et al., Long-term outcome of a successful cord blood stem

cell transplant in mevalonate kinase deficiency. Pediatrics. 2015 Jan;135(1):e211-215.




AR REIRIE

Defects in Intrinsic and Innate Inmunity

AER B SR RIBEES



a - %TE//

BN ERARERE EHEX s ERREBEEFARURIEMEEMEIREESFRR ©
BARRRARESRENMEYNE—ERR > 2ENERES
FECRMER -« BAGER - BAASFMRE MR « RAKIR C imEEEL o KT ZHHERNBARERIBERNERRENEEER !
®t = « ERVBAREREREFHERFEMESEN
BRAREREFAISHNBRENETHERHERSE > e ER " BREERE EEEN
o [ & 1 W4 2SR o NEMOE (X FR P tERAREIR B¥/
RUERHL TEEH) > FIRRBEBRRREREHRRR N Y By — IKBKG XL
TIR (Toll/IL-15Z88) 51 S SR B RRA
BARAGEBRIEESTEMERENER S TEE (PRRs) » &S MyD88 RZ/ MyD88 deficiency MYD88 AR
- N IRAK-4 FRZ/ IRAK-4 deficiency IRAK4 AR
s D St Al o f& b 5 e Bo
EERMENNKRERE  LURRWEY - RABBZBHOER 1814 R B RLER R IR EIE/ Chronic mucocutaneous candidiasis (CMC)
HEEERERRE RMEMAM toll-like receptors (TLRs) o B#f CARD9 2%/ CARDY deficiency CARD9 AR
r % V) RS A S e o IL-17RA ##Z/ IL-17RA deficiency IL17RA AR
*&%IEEIJA*E‘ TLRs E 13 E ’ EI_LXE#E&@'EJ%-E& I%HJ Tﬁ& ﬁﬁ IL-17F RZ/ IL-17RA deficiency IL17F AD
EEBMEYIRERRE o STAT1 LEE@AN/ STATA gain of function STAT1 AD
ACT1 iRZ/ACT1 deficiency ACT1 AR
BB HlBRS RS2/ Herpes simplex encephalitis (HSE)
NEREZRMEE (APC) BRFTIRsMTEMAE » EhaiEE R TLR3 #Z/ TLR3 deficiency TLR3  ADorAR
S o UNC93B1 #i#Z/ UNC93B1 deficiency UNC93B1 AR
H@ *ﬂj > %H] H@ L/( & B 'ﬁ EL-'K TLRs _§ é% E,J ﬂ' = % ft% 1«( El ﬁ? 1§ H E,J TRAF3 fiR:Z/ TNF receptor—associated factor 3 deficiency TRAF3 AD
HESEHARAARSE > €3 MyD88 I TIR (Toll/IL-1 288 ) Bk = TRIF §3Z/ TRIF deficiency TICAM1  AD or AR
4 s E b s & TBK1 i#Z/ TANK-binding kinase 1 deficiency TBK1 AD
BERXTER v (TRF) WK BRESEEECNERNBBRE IRF3 42/ IRF3 deficiency RE3 AD
BEAF - BEENTIRFERENIBETENESEERTEE: (1 ) AR 85 R B/ Epidermodysplasia verruciformis (EV)
&Lﬁ ¥ «B (NF—KB) (2) ﬁﬁ"‘f‘ﬁ E/ﬁ'f’ﬁ = E| ,%Slﬁﬁ (MAPKS) EVER1 f#Z/ EVER1 deficiency TMC6 AR
a EVER2 iRZ/ EVER2 deficiency TMC8 AR
(3) FERZAZERATF (lRFS) ° WHIM fEfZE$/ WHIM (warts, hypogammaglobulinemia,
. . ) CXCR4 AD
infections, myelokathexis) syndrome
BARFHERZ
BAREREZ &R CD16%#:Z/ CD16 deficiency CD16 AR
E ﬁ%rﬁk*ﬁ 8 rr_l_ﬁ:':% > 1 ﬁl] TLRs u_l. %EE@'{‘«HF’E’ (@ GATA-2 ii#Z/ GATA-2 deficiency (MonoMac syndrome) GATA2 AD
EDA-ID: Anhidrotic ectodermodysplasia with i ficiency

a NEMO £ (X FR 3 48 B8 B9 14 Bt & B & /% ~ TLR3 284 « MyD88 i = ~
IL-1 ZEEFERARES [IRAK-4] IR Z) - BAREEHIER RE & & B ik



120

e

52 B e 4B A AR BR

PHEBRBRANBRREN  SERERBERFLEEETH
MERFERE  NEREMEMERE BEREREIHERR &
MEPREEMZER NEILRRERREFF > SHARKLELE
BEZEEN—=-

ABPBEARERENFER > EERFNERXEERFT P HT
Mg - MERE - REREQREURBEBEKRZIES > FAUA
LiE@mRE MR - RIEEQ CRP RIEKER ~ HleFH
FRERUREMRERERIEERR HHRREARBRENKSE > 7
BIBR TLRs BTN 8E » WARIRER AR RBME— T HWER A - 2015 F
The American Academy of Allergy ~ Asthma & Immunology (AAAAI)

and the American College of Allergy ~ Asthma & Immunology (ACAAI)
HE B RRNZERE > ET= -

Bt = - BARERIBZZERE

SR B AR RIS

an
A EETLRASWE

TLRINAEGRIE?

£ & EDA-IDg}
IRAK4 fikt8

BRARHESHA
CMC —%?

BRARREE SR
HSE—%?

fil

tHRAE A R B
52 AHSE?

ZREEMt

HRE AR TR
5274 CMC?

22 Ay TERBBRARE > BREEARERIBZRE o
BB BARARBERBRENRRR ABNKEREFAR » &MU

NEMO £t [ i B A8 BEAE % B¥ 3¢ TLRs 31 2B IE RS ERE -
— 5B ER TLRs UINAEE - SN R TLRsTHEE R & » #Z & EDA-ID
o =2 IRAK-4 F18 o

2 EERRBEBEMBZIA > ETHBERS FRA - R
HEEB HSE» IREEETRE ©

2 EERRE BB EMEIRE RS B CMC > EITHE
BMERSFRE - IRELE IMC> KEBHETAE

tzﬂ% TLRs DB IE W AR HERESS B HSE 3 CMC > SRIRIRERFR
REERHEMNBEARREER NRBRRBIARBER
BERETHE - RERED - @R  AERHBRE > E
ZRHEMBRERIERRA

AEER

1. —JEFH IVIg/SCIg ;% IRAK4 R Z /MyD88 ik Z ~ NEMO fiE & Bf
WHIM SE{RB¥ o

OZEETEMBRMEBHE | NEMO EIREE « WHIM EREF o
BRBEEIREER | NEMO fE1REf o

fifi 58 28 fif X FEBH B - NEMO SEfRB¥ o

R FTEMMERMEMEEY | IRAK4 FRZ /MyD88 R Z ~ NEMO JE
2B « CMC o

6. WFIEPMEIMREBEY © HSE e

7. ¥F G-CSFEMA : WHIM SE{REE o

wi A W N




122

% 775 (Bl 5

TIR (Toll/IL-1 288 ) S (FIERIEERPE (MyD88 FRZ /IRAKA FRZ )

EERIAEEENEERK RESHRARERERSE  flW
REMESA BB BEA - BEA - BRERBEIKMIE > B
EXGRE FENBFEESRBEERE  MAEKE « IR
BE - AZEREBEE 2 RZUEERERMEERE  RTBRERS
RELERZREIECERENE B R IREMERE » M8 LERKE
KEZFRERGHHRE o

EREHRERBRERL  BREXEUREZIHERXME (W0
CRP) BEREH > FEEZ RIS o IRAKA TRZ 3 MyD88 iR Z i
EREMNBERR  FIURBRERIENENERLE  WRE
BARKEEEE  REEENERE > MERZENMEREX
EHEHRK o IRAK4 FRZ B MyD88 iR Z 2 BE FEEEM X S2 KA
MITHERMARRE « MEXEREEFEH o

NEMO B [X] ik P& 48 BB i (% BF

MECEEMRR  IFREREMY » TERRS IKBKG HEEZEEERE R
8 > 518 NEMO B A BLES ARG » T NEMO B A 25ELEIREF NF-
kB FrBE W BRAEER

NEMO RRIBMRARBERKX > BEBNARERXREAR « BE
MERE (SHEFENRE - MARKE - REREE) - ARER
R (FEWE - 2RER) URKRE  BERIFERE (HEF
B RHRNEE - FAHRT) cBRERFENZIUERXAYE (10

CRP) BERBEFEHEAR - EETHEOEERE > EAZHR
BRENMAERERR  FNMERX « KEREEBRE - R
BEER - BRNBRRBERRNERB - £BAFNE (BCG) FREETR
PifE R mEIEI R - NEMO RIBBREB ARG LB FNE I REREE K
Ry S MRS ©

NEMOJEMRBENEBRRHE  BEMABRELHERAEESE
MAABIKERRE - RTEANEENEERREN » BERA
BARFHERK TLRs NRFE - 5 R0 MEEERERRENES
FEREBHMEETANERERER TN AR -KTFAMERESR
UkfmBRMHARHHNGE  IRFEERRED TR RREMEE
REBNMONEERAR EMHFMREBELETERNAEA

18 1% R 58 3R B BRBE (CMO)

BB AREEN S YREM 5T RIS
AMSKHERR BEHBBAMLRENE AR EFEER
AMBE RS -

STAT1 (FREMERECBRET) hEREEtRERERH
Hp—RBERRE  FEEAUREAHAEERRERRK > HINRR
FRINEEET ~ #EFRWEMEKET o

MREBENER RERYBEHRERBIKRERR BER
CMCRIE2HT - AZHBREBAEREMZE > B0 ZEEDMAL
FTHEZ ERALENKFNERREZATREZ (BRERT_HNE
HZRZ) » FBRFRAERNBREEYER ° :




124

E MRS RS X (HSE)
TIRREFEXRFENVIIEMKERF  IKHTERNELEKRTERE

Mz RE (HSV) BAKMERRE BERH 1 HEMMBZRKRES °
TLR3 ~ UNC93B1 ~ TICAM1 ~ TRAF3 ~ TBK1 5, IRF3 S R K28 %t » §E
TIR3FAEEERTEZIE - FENBRARRREEVRREBEMEE R
SRNE5|EEMESHA > BERER IERE6RM » BEEM
MZEA BEHERASS A EMNERAERRE o

HEBRERERTER (IFN-o) EHMBSEY (L
acyclovir) A% - AR BN R BAEMNNEMMPZHESEE > HSEER
EREZEEREMMERREED -

ERREBEEFIRERLBRENER  BERZZIAEL
ZRE HPV) BRERBERER - HALPSEFIERILBKRAER
RHERIGEEERNENE > 2R IE  MEKREE 0 B RIS EERS
MR EEE - BRIRIFE TMC6 5 TMC8 (BB 8 EVERT & EVER2)
REERARNREHRH MELERREEABARREHERERNK
BHEER -

BENBFEAELRFS5IENRENERE > BIZRRESR EV
TEZHEBERGR -EVEENAREERRRNARRENRE
i RR R R BB ER AR o

WHIM ( % » {& gamma EXEHMSE + B2H  myelokathexis) fE{&EF
WHIM B8t RFZ8 XCR4 BRI ERBERNBLREEAEN

HfR o (XCR4 BEREBRERN - SR EERERRH - BEEHIRTI
TEREE  BIERES WHIMERE > 8E8ZREABLRRS
BMER  OPRRREQEERE s REMAFMIKFEETEHE
i &R M A R (myelokathexis) »FRIARI ZHE B BEEE o

WHIM E &2 & EEZ Bk HPVEE » RSN BERERKE
RESaE « GCSFERAURERERNBE > BOBRBEER > 5
BRI ZEEmEMBEBE HEEERBRERESN K LRI
RRBIERER o

BERARFHESEARARZME > EEESHEREBAZR
ERAMBNMEE  REZREJZLNME - BARFHEBEER
DHMPHREFALREE  MPREXRKBIEEMMBZ RS BV~
URKEREZ BrEXAMEEREBARFHRREERH > &
ERLEBEUEGHN D6 HEERME ) URBLAERBELEGN
GATA2 HFZR & o

.



ARGERE

MERRR—

* BEXR

1.

Chapter 18 Innate Immune Defects. IDF Patient & Family Handbook for Primary

Immunodeficiency Diseases 5th edition.

. Textbook of Pediatric Rheumatology, 7" edition.
. Primary Inmunodeficiency Diseases: Definition, Diagnosis, and Management.

. Picard C, Bobby Gaspar H, Al-Herz W, et al. International Union of Inmunological Societies:

2017 Primary Immunodeficiency Diseases Committee Report on Inborn Errors of Immunity.

JClin Immunol. 2018 Jan;38(1):96-128.

. 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.

. Chapter 19 NEMO Deficiency Syndrome. IDF Patient & Family Handbook for Primary

Immunodeficiency Diseases 5th edition

. Clinical Immunology: Principles and Practice, 5" edition.

. ESID Registry - Working definitions for clinical diagnosis of PID. Available from: https://esid.

org/Working-Parties/Registry-Working-Party/Diagnosis-criteria




i A2 BRIGAE

Complement Deficiencies

AER B SR RIBEES



BRI R H R ERIRA
EtE - HERARERE

= l (Inflammatlon)
cs(H 0)Bb b—-
C4a
c3
Factor | C5a
C4b
lll———ﬂﬂ = fmah——lll

(-) Factor |

B+D
Ampllflcatlon ’/

loop Ba C4b
) CabC2b CabBb
(c3 convens.se) __________ (C3 convertase) &\
}( HIE(ER

B omoen R — i
C4bC2bC3b C3bBbC3b roperdin (opsonization)
(C5 convertase) \ (C5 convertase) )
3
g ]
C5b

e
C5b-C9

MAC) — ;’gﬁﬂysis)

@ HAFR{EClassical pathway @ C3
® FERBELectin pathway B8 & HAnphylatoxin
o FREBEAlternative pathway a RIRERE(HA)terminal pathway

Y R S (h

HIBRBENFIRERARE  OEEXNEENREMREXSR
BERfEER NEMKERE (BEERETRKERERER > N
BEREBERBENNGER > @FERNESODE M KERTEEN
m) BEHEMME  MEAXZEUHZERE BMEXEXRE N
meningitidis] SR EEKE [N. gonorrhea]) RERAMEE > BEETH
BE R BLER(d o

D FRRZ |
1. HARKHAERE g sCirsCls~ 4~ Q2
- Q REECABAKEPRERNGRBRIBE - EREMR
BHREF > QREERPEZRENDR  TESMAHE
EREDERE L IRERE > ELEYRARKEREHEEPRER
REE o
- 2EMAMMRELREFTER ' HABEE 1 ~C2 5% C4
RZE > SHRIEERERHEMEEBRERE c AIREHR
BEMMARKRERR > TNAIEX ~ FiX N EMAE o 82
WL%EEHEE%MHE/F%@A%FE XEER > 1
BEHREREENERARRMH RZIEERIE -
2. &E%iﬁ%««%ﬂﬁiﬁiﬁﬁki : MBL ~ Mficolin ~ L-ficolin ~ H-ficolin
CL-11 ~ MASPs
 BERZZBREUTIRERS  HSV2 ABRRR - REBEE
CERBEEREE
3. BREBEH®Z . D BREF K Properdin

- DEFHEBHFRZERIER
- BEBREREER > MEMBERRNEAR > LHERER -
4. GBERZ

-c3ﬂi¥““ » HFEER - HRIECEMX - BMEKBLE
REZSMAEENERE  ALZZREFRERELERE
@A%ﬁroﬁﬁﬁﬁﬁﬁﬁiﬁ%@%’%m%%ﬁim
o URBEHEMIEERNBEMIREX
5. RIREEERZ (59
. @@HDE%*DE’J‘EE’\J?%%EE*@% s & B FE W RE

o

5]




132

e

ﬁﬂﬁ%

Properdin iR Z
Properdin 2M— M EHEENMHEER » E&X -~ BAERMIMX
THEAAUGHREER  BEMRELRLERNHERERA
BHEABEINEERE o Properdin RZ ERNMHRBEREBME
MHERENZZRY > HARBERNEMERXEIRE > ATEEH
BENKERX  RAARGREOEFUFEESREITLRER
RS o
CTEIZERRZ (HAE)
BEEMNEMKE (HAE) B Q1 MEIEARBEHNER > Ba
BERTEELtITES— B ERAERBEMEELE
B REREHRFHOEEKEREREE - EXB—AZIE
LRAHEA S0%MBEFERE - UF 5% HRAHBEEEREE
F o ERBEATERANEREBHIE - ELEENMEA - 20~
BE-GHNEREGERER FEBLLRTUERERE
FrEERENEE  BEMEREERN  HAKCESHEZME
o BEMMNEKENREIUKREERUIREFTERAT G
BRFEETHNFM - ANFHNBERBEOMEFTEGSE) M
FE O HNRAEEERGRLERE MEPIUERSELR
xR RESRWEETRETFN - ELXERNBEEFBKE
SREER (MEHR) EREBESEHNE EMERER -
kIR EEMEMKE (BR) - EEHR QO NFEBH
SI0EMRY UKk G4 EEREMM L2 E - BFRAE Clq B »
RHEELER - U BEAXNENSERTE €1 O FE
RERELZ (AIERRENRMEHLENRR) ; ecallantide B—
& kallikrein #0 &9 F ; M icatibant B2 — IR AL 2 SEEIE A o
T aBEaEEERE O HFER

A% 1A5E (Anaphylaxis)

EtHE - BEEENESKEHAEZBEREE

@ q Facllor
Cir Cir

o HMW Kininog gen : - s
/ Fa)((:ltor N UL Prekallikrein
CoTplemqut e C1INH d l
protease ctiviation L I
ooo -—0—/_ Xia | —O—----- >
Itk = B2 58 1T

HMW kininogen HMW kininogen

e 2\ | Flasminogen
Cis Cfs Xia /0/? Kallikrei
/“*n» <= '\ AL
———C1INH an
allantide

C1INH and >

Jiiaci ! Cleaved

| HMW Kinino gen
oF & < \ /
01— Cis “ Fibrin Bradykinin
- allikrein

Fibrin

degrdation

complement lysis C3a.Cha B2R
mi2AZAL (Thrombosis) MEHRR (Vasosdilatation)
2% (Inflammation)

2% (Inflammation)

DAF/CD55 K CD59 ##Z (PNH)
DAF (R# 0% X F ; Complement decay-accelerating factor) HJZK
RRZ AN TERREARB R > WA MmN S MR MATE 5 R
(paroxysmal nocturnal hemoglobinuria) » SELEfEAR B R e E
CRERFRER > EFAMXZ RBMEETNRBERE o
HEF#RZ (aHUS + AMD)
HRAFRZESEERER  HAFREERZGEREHFHFARNE
REEEMRBEE GBEE EBEANHATRZ » HREH
GEEBEIFAEFEERNBRAMBERKR D RZEL - REFERD
BRRT > GEMEBEFNEgHRH > EBERERNEEY -
BRTYRBEREREUN > HATFRZHIWEEEREEEHHNE LR




WERRE

LA BEBHEANERERM » SFEIFREAMYREERE
(aHUS) REF=EMEHE (AMD) °

1. EHEREBNZERES > CH50 BREMEKIER > EMNRR
BREBEERE - FA AH BB RERREHRZ » BEHE
BIRZINEERAD » FEEMRREMIBEREF DM o

2. HAEEZHMERZENERRS -
RYUIGREARSRRBHOE M KERLEEZEN GG mFER
B rilRRABREEN GIFEREERETHN 4 MFTEE
EHEMEETT Q-INH IR E ° 21R C1-INH 75 R E TREAIS HAE
WA MR C-INH MIEREIES > BEBHMIATLGETT CI1-INH 89
e R REREEZHRT R EEMMEKERA - Lo LGETT
EEMMEKEER AR SERPING T B K 7 51| 28 8 9 #7 3K e TE 52 B o

KU HERIBNRRERER ATRERES

Meal  Waak  VENEN
EE EE EE
EE & Properdin =
EE 0 B B D AFiRZ
15 EEHE RIRETHFE SRERMEAEREE S (H BF 1 EF) AIAEERIB
0 EE C1+-C2 = C4 AIRERTETE

0 0 C3 8 C5-C9 AIRERTFTE

RE - fEfh « HEERRIER

1. MERTERAETREERREMERIBENEE -

2. BEEREREREAERAZERMARKERE - TEHERIE
BEE > BEETE Prevenar® 5 Pneumovax® 3% i & R BF HE$T
LATERA Bl % SRR R o

3. HERBENHEEEEERBRRERK LERZEHAHMR
B ERBEMERE BHRIRERX » RRZ -

4. Eculizumab @— I GME > I EMIEBRHEBIEEEEREN
FEAR > B35 aHUS Kz PNH Z B o

Ba o ErUEA B HAE R EEY

TERE > RMABEMEE (danazol) » MMHEAARE (HR
BIR) > $i#AMME (FFP) & C1INH (Berinert® » Haegarda® > 8
12020 £TH) AEBAER  c ERELER > NEBKRKEEE
FEYHEEMNEKELERHENER - SAEEHNEKEN
RABBRERNERNDZEHRBINNA R OREZE > Hi0EH
Tl EE R EREFRRATFERETIRFN  ARFMHNBRBHEE
Efo




Bttt - FEERRIBAERI S BT B 5

BHRERGR - iR
EME ~ B -
25 M MHE

:

BRERR

f

o8 B2 &R A R E 99 A
CH50 ~ AH50
5 T8I E 2 A A RS HE R A

&

& KE
MEERIKFE
fefm

:

?%Tﬁ%

ClEREsINFIZ R

&

SHRER > FENRARRENEM  ETRERE SHRAE
I

MERTERAR - &8
it 2% SEER AN B AR X R e
ERBRRERR

LU RTARTAHE « 2L SRS
EREC1-INH - Kallikrein inhibitor
bradykinin receptor antagonist

* BEXR

1.

Complement Deficiencies, in Patient & Family Handbook for Primary Immunodeficiency

Diseases 89-94 (Immune Deficiency Foundation, 2013)..

. Complement Defects, in Diagnostic & Clinical Care Guidelines for Primary

Immunodeficiency Diseases, Edn. third edition (Immune deficiency foundation, 2015).

. FRISERED EEMEMEEKE (HAD- B2 RE5 iR . (S ERmEHEE ).

Bonilla FA, Khan DA, Ballas ZK, et al. Practice parameter for the diagnosis and
management of primary immunodeficiency. J Allergy Clin Inmunol. 2015 Nov;136(5):1186-
1205.e1-78.

Kinoshita, T. Congenital Defects in the Expression of the Glycosylphosphatidylinositol-
Anchored Complement Regulatory Proteins CD59 and Decay-Accelerating Factor. Seminars

in hematology 55, 136-140, doi:10.1053/j.seminhematol.2018.04.004 (2018).

. Puissant-Lubrano, B. et al. Alternative complement pathway hemolytic assays reveal

incomplete complement blockade in patients treated with eculizumab. Clinical

immunology (Orlando, Fla.) 183, 1-7, doi:10.1016/j.clim.2017.06.007 (2017).




AR B e hEs

Phenocopies of Inborn Errors of Inmunity

AER B SR RIBEES



140

Al iRER B e ke

NMEsERE BRI ERXEEHRIE > MM
B & B B iE (Pulmonary alveolar proteinosis) # [ /& ¥%& % JiE & &%

(Hematologic syndromes) o
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BRIRL > FIBEREBEEVE—RIFERORIFR RS - HERK MR
LITEREHE - BER 2016 FHRE 46 AR EMIEERKR D NE
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BEERTME/ ERMEEESR > 28@KE (622%) BHEHEE
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