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a. Chediak Higashi fF A% BoETRE, EXUY ‘/““*JL, NE BLUFT— T ﬁ‘ e AR LYSTOZEE, U/ — LEwg
EVHETE, AVENIRES, BOEREERE AT SR
b. Grisceli 3548% 2 /% KOS — T HIHEVER T, AR RAB27A : secretory vescicle D
%ii‘é%ifﬁ;ziu, ﬁwfx S OO R GTPase DEURFLR
¢ Hemansky-Pudlak fE8E #8108, NKBIUFI— THIBEHEET, AR AP3BI MHEFER
IFEREED, mEE
B ik ey
U 2y GREER S (FHL)
a. Perforin WHEYE HHEDZE, I NEKBIUF I THRERET AR PRF1L: 73T 4 U, FEEHNE
ORI E TR
b. Munc 13- g BIREDSE, BB, NKBIUFT—THIEEEET AR MUNC13D : Unc-like priming of
vescicles for fusion DEEFEE
c. Syntaxinl | #3858 EHEOZSN, L, NKBIUET— THRERET AR STX11 =vesicle trafficking and
fusion ICEIfRS AR TR
d. STXBP2 i BSOS, B NKBIUFI—THRGEHET AR STXBPZ 2558
b€t DA Lo
XLP)
a XLP1 BB w1 b RN & DR E B BB XL SHZD1A - adaptor protein regulating
FEHPEL ) B BAETREBRG U g intracellular signals DR
b XLP2 EB "7*‘.’13»‘715?@"4{.31 DR E N D BRI KL XIAP DER

B S tE S R

a BEREN
U o EFERRRE (ALPS)

1) ALPS-FAS
i) ALPS-FASG
i) ALPS-CASP1C
iv) Caspase 8 SIE
v) AL NRas S
A KRas HBE
VI} FADD S
b. APECED, autolmmune
polyendocrinopathy
with candidiasis and
ectodermal dystrophy
¢. IPEX, immune
dysregulation,
polyendocrinopathy.
enteropathy (X-linked)
d CD25 JlidE

. TTCH 2048

SCHRIL L NTAS AR R S HPS, Vv %S

Y 2 SERT A b~ AD R,
B R kg,

W, Y o SHIEE,
Y 2o EESEEE U A5 DS

U SERT W b — 2 ADRG, R,
FIELSa i ERE D, A—T X

Y o SHEE,

3 LooSHTHE, R
TR AR

BRI,

Y easEk

U R,
FETECOREN, s
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ey A o RGBT
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BT R wyxfl)é 1]

U L2 AR
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B - BEEE, U RER
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TR b= DR
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§£§“JJ! HE, B
&f{i [Ep2ias
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B ol T SR
/iR,

UwSEEE Bl

CERACAE, BRI IR,

KEHE

SRR, HHRIREL ik E .

AD (FRcHEE
AR)
AD, AR

AD

AD

AR

AR

XL

AR

AR

TNFRSFS : cell-surface
apoptosis receptor DR

TNFSF6 : ligand for CDS5
apoptosis receptor DEEHR

CASP16 : iniraceliular
apoptosis pathway DZEE

CASPS ; intraceliular apoptosis
and activation pathways DZ0

NRAS OIEHETZER
FADD 258

AIRE : encoding a transcription
regulator needed to establish
thymic self-tolerance DZEHE

BOXP3 : encoding a T-cell
transcription factor DR

IL-2R & HDRH

ITCH %5,
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45 BRMEOH, B HHVERAOSERNNMERTESR (85
BflfaL IFFROBENERS DD, EH, EERRERET 5. REERETSEDN 20%2 505, K%

ITREBEFHRT 5. 7

5 OREROH. B BRAVEESOERNIRERTES

iR EK - HIR BEER BRI
UpeR e B
a. BHEREF R IE 1 - EEBEEE RO A AD BLANEZR
b EFEE R 2 1Y B/T 4 AD GFI1 5%
o THFERIEAPPRGEDaE 340 — il AR HAX1 284
(Kostmann 4B
d. BRI ERE A 4 1Y G-CSF i hskigid AD G 6PC3 &5
e BT b {Ednas. A ; AR GBPTT 2894
£ BT kg DR, fOEE AD ELAZ : mistrafficking of elastase 258
g FEGIFhERd i BRI MBI XL WASP 558
Goss of autsinhibition)
b. pl4 JREE GERED, Sy FTTUSME, AR MAPBPIP 212
CORMHREIHEINT, MaomTE, WBEEE
i Barth syndromie D, REEE XL TAZ R
j:Cohen syndrome HEhuE, s, ERER AR COH1 2R
k. Poikiloderma with neutropenia MDS, Poikiloderma AR Cl16orf37 258
Rt OB
a. B IFHBEAAE, SR, AR ITGB2 - adhesion protein ZE44
HENZ:, AmEEs
b. MR RE 2 T ETn BRI ypel OZTRAC AR FUCT1 : GDP-fucose transporter
INZ T hh S & UR SR ZR
c. BlinaREss a3 B FUEEE RS wpel OHIVRIC AR Cal DAG-GEF1 5% ,
; ; BT g A VTP Y VD Rapl EALEE
d. Rac2 KIBHE SHERIRIE, RdRiES AD RAC2 : regulation of actin
. cytoskeleron 288
e B-Actin RyLLE RIEARIE, Byl AD ACTB : cyioplasmic actin Z544
I BEEEEEERER AR DR AR FPR1 : chemokine receptor 2558
g. Papillon-Lefevre fE{REE RS, B, EEomin AR CTSC : cathepsin C (activation of serine
‘ ‘ proteases) R
h. BRI R BT TAPROITATER AR C/EBPE : myeloid transcription
factor 225
i. Snwachman-Diamond 157 i};’mmm PS4, AR SBDS %5
BT IIERR
Respiratory burst D&EH
o, HEISIIE I SEIRE (COD) BT T 7 Mcleod ZEEH XL CY8B : electron transport
protein (gpS1phox) ZM
b. YRR CGDs AR CYBA : eleciron transport protein
(p22phox) ,NCF1 (p47phox) ,NCF2
(p67phox, NCF4 (p40 phox) ) £8
4. MSMD
a IL-128JL-23 S4B 1| R Mycobacreria & Salmonella AR IL-12RB1:1L-12 and ‘
Wk B Bk 1L-23 receptor f1chain ZI%
b -12p40 R Mycobacteria & Salmoselia AR 1L-12p40 : subunit of IL12/1L-23
e (L-12/1L-23 pERITIS) AR
o IFN-y AR 1 B Mycobacteria & Salmonella ARAD IEN-y R1; IFN-yR binding chain 255
T B SRk
d. IFN-y 250k 2 i Mycobacteria £ Salmonella AR IFN-y R2; IFN-yR signaling chain 28§
IR B B
e STATL it 285 H) Mycobacteria & Salmonella BET AR STATI 48
DA N AR HT B BRI
{. Macrophage gp91 phox KEHE Mycabacteria ie 33 % F4 XL CYBB &4
. TRFS Jiiise Mycobacteria ({C 39 5 5ERHHE AD IRF8 45
5. DOV
a. IRF 8 JATHE Mycobacterla, 71> P HICHE B B AR IRFB £5
b. GATAZ R3E Mycobacterla, /SETI—<TANA, AR AD GATAZ 2642
To RIS B BEYE, Wilid 2 o3o9E,
MDS/AML/CMML
c. il & a8 g [l & 2 oR g R T O CSF2RAZES
FET D AN
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451 RERERERE

[f£%] 1BIEABSE chronic granulomatous disease (CGD) W AMIIBOMBPREIREOREDHRE - BIER
WER BT B EREREREETH 5,

[AEE] X 8T gp9l cytochrome b BEFER, BREMGKSER T p22 cytochrome b, p47 £72id pb7
{%@d&&ﬁﬁﬁ%ﬁ%ﬁ*O%ﬁ%%@ﬁ%mﬁ%%&@%c&Ké?ﬁ%ﬁﬁ%ﬁ%ﬁﬁ%éﬁ%ﬁe

DRIEEE] BBOT LSBT EERBOREZMET 5858 (NADPH A3V 4—1) &, BEHEOY
4T 5SS BERT B gpol, p22 B LHEESED peT, pdT O 4 DO phox BEEEST CTP A7
HEM S E NS, 4 D0 phox FERAD 3 BO 1 DOEHICXD CCD WHET 5. HESEEENRZ L3
gp91 KIBEDBEENELEY (7T5%).

[ERPRREIR BRI TR LRI X D A 2 R - EHAHEORBINE TH 5. WHERIEATFREMEE, U 27384, 4,
BRIEILRE, CIP4s E OBUERT <, I BITHT B, AN 55— L - 1,0, SO (71
TEE, 75 LAREEE, BEED) REE FRULVENVA, AvYE) BELLS, SEEEPEET S HO,
WOBENZ AR Z—~EREEICN L TREROEENRSFED NS,

[B27]
» BHRENEE S A C NPT (nitroblue tetrazolium) B35BT, (b2t (FINIREVR) B, ¥

PO TL BT, TO—H A P AR ERBS,
TSN D T O A F AR, Y AZVT O ME BETEFCXHDBE,
[a]
- FHiRE ST AHI, IFN-y
- BEMERE LA - PUEERNRE, R, AREE
- IRIRESE L BMREORIWIN S B, BEFIRFIICRIIEREE,
* BCC BHEH T 2DTHER,
(] WE - EFEESLTHT LFEEHEmIE 30 #51ik.

46 BERGERDIMRETRTES (R6)
NEMO * kBABETREIC X B ez M 2 BITENTER M2 (EDAID), IL-1 receptor-associated kinase 4
(IRAK4) RiEE, BFIAVARE, BURERE D VYRR PR ERAEICEE RV T VEEOBER S 5,

47 EOKERESE &7 ‘
BORMEEESRLE, BREEOHBEIL IS TERINTVRLDTIRAEY, BDETH VST 2450 EE

T, BEAECHTAEOHEGCERN THROBREL LIBT3 s M §5, £< 0BS70OREERT
ERGBEROERIIC X 2 50T, —BOBEETRIMHUEROERLEE- TS,

4.8 WEERIERE (E8) )

RN ERA LTHBINC I 3 M K EREOR 55, SEakoRE: b EBERSER:L
TV, Liehis THIERBICBBET BIMRFTE, RE, BEYELBIYS - M9 collagen-vascular disease 0
2D BNA, :

1) EREEOTERISEATSS Cl, 04 BT C2 KIBETRAEEARORENE 7 72 I R - 1

ORI G < BB EBEABNTV A,
2) €3 BB BLABIERIE LTHY, 7Y = ARREED C3b, (03b, EIEEAETS Coa it
R T, C3 RIBE T SRR L BRI - S AOHEA B 5 15, |
3) RIS C5-CO ICHIRT B BE TR LU TREMEC D5 <, DB TIdRiC C7/C0 MRS
BRSSO L CO REVEE BASETIEIE 0.1 %OMETHEL, BATELEE G
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RIFETH %, REBBBETEEY, ERAID FRCHEBEREEREICREELRT .
4) Cl 772 —RIBER, EREFEEEEEE L D REENEHEFE HANE) WET %, RETIE C3
BIEET C4 OEARE NS, BETARICIEE Cl 4 Ve © 2 —WHINER E NS, B FFV—ia%.

£6 BREFRORRE LHTES

I ‘ i - R BEER  #H
SRR S TR IORRI S (BDAD)
a PHESTE EDA—ID (NEMO S2hi B SEFPESIE L SR IR S (T ;?f'@'é%‘i% XR NEMOZRE
RIS +HHA z&v‘?’i {M,mbdcieri& btia
b. HHEEEE EDAD IEFEAOEREE - TR L OES AD TKBAZFER
IL-1 receptor-associated kinase 4 (IRAK4Y JR3RME - OEAUME {iﬁ?ﬁ%} AR TRAKA 8
MyD88 ZE SHERREME ( { VEED AR MyD88 R
Warts, hypogamimaglobulinemia G oY vfuE, BERERS, AD CXCRA .
infections, myelokathexia (WHIM) SR - REREEERIC Y, R JHPY R B TEE R
g retid=siA e ' HPV {group B1) BB XU R AR BYER1,
B AT
a. TLR3 Jd8 ) AILRA (HSYI) TR AD TLR3 225
b. UNC-93B1 #4ft A (HSVD) ERSS AR UNCO3B 1 &8
c. TRAF3 R AL (HSVE) B AD TRAP3 258
CARDS KIHE B A VR AR CARDO ZH
BESRS A Y Y FE
a. IL-17RA ARG SRS Y UHE AR TLITRA 255
b L7 i ' RERERIRIIEL > 2030 AD TLI7P I
. STATY gain-offunction 1‘@*}5&?@%&5@5‘/:‘/@% AD STAT1 258
APOLI 4T R YT AD APOL1 2R

®7 SCEEERR

Fl FHTBHL BEEA KEBET
AV TITIV—LEH

HyperIgD syndrome AR MVK
Cryopyrin-associated periodic syndrome (CAPS) AD Clasi {aiso
HHER! Neonatal onset multisystem inflammatory called PYPAF! or
disease (NOMID) #72& chronic infantile neruclogic NALP3 i
cutaneous and articular syndrome (CINCA) *
£ E'fz: Muckle-Wells syndrome®.
e R E OISR (FCAD) LB
NLRP12 BHfE (Ui B cgsise i 2 1D MpERL, BEE AL BUEBN, USoSHIEE, #ME AD NLRP1Z
£ TSy~ LB L LR
TNF receptor-associated periodic syndrome (TRAPS) AV, B 8B EDEEIONSE AD TNFRSF1A
Barly onset inflammatory bowel disease AP R AR IL10, ILIORA,
LICRB

Pyogenic sterile arthrids, pyoderma BRI, it s AD PSTPIPL {(also
gangrenoswm, acne  (PAPA) syndrome called CD2BP1)
Blau syndrome TR, PUPIMEGR, EmE JBE, RO AD NOD2 (also

;Lwr:w%-‘f““. Z o called CARD15)
Majeed SEREE Chrenic recurrent multifocal osteomyelitis AR LPINZ

Rl R L, AR

-1 AT v % A T RIBSE (DIRA) R S P AR ILIRN
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=8 BHEROBBERVES

R o]

Clq XiEE SLE SRR, U oS RuRE, R

Clr i = LB BHERE. VTR, B

Cls i SLE Sfeilt. LA E RS

C4 s SLEBURIRE, U e S RERE, R

C2 miii SLEABDE, TR, SIONEHR, (DR
C3 A e

C5 R Fo B TR, SLE

€6 KifuE FA )T, SLE

C7 RfEuE F D TR SLE, M4

C8 a/REBES
€8 pledyE

FA 4 TG, SLE
FA U T SLE

CY RHHE FA ) TR

C1 inhibitor KHEF R

Factor D R T ) TR

Properdin R3HE FA D TR

Factor I K4 R A ia il edased

Factor H /REYE TR A, BUIRRERIET A

MASP1 R
SMCYERRE (COLECH] /3D

YRR, DIERER, PUE, RRE - - WREESTE
AN, B, Ui, RS - M - IR

MASPZ KB SLE sElel, (U

CR3 RHEHE # 6 DENMBREIRE 1 e
CD48 Ry SRERACTESS, JRIVIIN HUS

CD59 Rt s, dk
et ias fosk i

Ficolin 3 JCHEHFICHE S Su i aand

B IR, B, BRI T kRS

51 EERETEE

5. BROFREMES

EEEA NIRRT, BRSO EMEIIRE RIAEETH 5. ADA KIBIE, SUBSaky BEE X
TSR SCID 75 Pic i LIBETRENET b MRS 5 N TV B AR R T 5 5.

52 FE&LUTHBRORBERT LD
Bruton &4 V) F 07 Y VIERSERREREN Y07 Y XETE, Arvyavy voRENEERTS,
117 IgG 0 5 7i% 500 mg/dl DL EICROBED S 55, ZNLLEOBEPBELNES 2, 4

53 ZOMO&ERENIRETRE
FNENORRCEL TREERTS D, BORMESESEN R0, BETREIMTDATIEL0, HHEES
FRERER L DB E T EE R TH B,

54 GBERORHEBILDES
e L CEMEsEgE D E L B BHRENE .
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55 SEIEON, W B3VEEAOERNARERTES

IBIEEFIEE TIR RIS ST 84107 F 50 F V-V EOREIE & ) BRR IR KU FHT 52 L NEETH
B4, IFN-y OS5I £ 0 BYEOBEMET 5 M0 B 5. $i, EMSMEBEOREIRLE TEHENEL,
EEFERORBLEENTV S, |

BEEFIEHFHRADE TR GCSFREZITS A, BERELIDEFAOY AV D, BhSHREHEOES
55,

56 BARERORMGERTER
TREBEVENEIVETSH D, BLORBRIEUTHRZT 3.

57 BOREEER ,

TNF receptor-associated periodic syndrome (TRAPS) TiX, 2714 F, Etanarcept (TNF-o[HEHD, anakinra, &
JREEHERHEER (familiar Mediterranean fever, FMF) THIONEFVOBEHESRE SN TV 5. Cryopyrin-associated
periodic syndrome (CAPS) TR IL-1 L2 72 —#H#l (Anakinra), HiIL-18€/ 7 0—F VREDEDERT.

58 BHEREE
Cl AV 2 —RIBETIR, SIEAREICILE Cl AV Ca— BRI EE N5, SELREnERRE IR
C5 FAM SR BRSEE R I E LAIIRIC a5 5,

6. REE PENEEROEHE

6.1 BOBTEDRRSR ,

To—Y A b A— & —%FIZXSCID, JAK3 (—) SCID, XLA, X-HIGM, WAS, FHL, XLP, IPEX, CGD,
IFN-yRI RIBE, IL-12RA1 WIEJE, IRAK4 RIEJE, MyD88 KiE%E, UNC-93B1/TLR3 RiIBfE, NEMO B ¥,
Ataxia-telangiectasia (AT) , #FHER IR RIVEDREBEIEOMADEA TV 2, AT BHO EBV-LCL, EHELT
HERE, %%ﬁﬂ%#ﬁ?ﬁ%mmfﬁ’&ﬁéﬁﬁ%i HBNOEREREREL, MEPY VB ATM (pATMD % FACS I (2
i BoAREEIE DNA IBEE IS THEEL TV 3 SR BTV A, i) DNA EEREFETL BEEDTEEN 55,
FMUMRERVZ 70— b A— X —FIC B 5EENRE SRR 3 8, B vz CINCA EIEROF X
| ORERWEE, SR (FRYU—il) o TRECs Ml IC & 2 BB A TUEREE, KRECs i K58y a7
VIFEDFER A U — o v FHEOMEMTON TV 5,

6.2 REEOER

6.2.1 EMEEEBIENE

{SPERFRESE & Wiskott-Aldrich fERH OB MBI INES 2008 £, EFESUERSEOENRMITHEEE
% 2010 ElcRNFE U Tz, IgM FEIZEE, CD3 delta RIBFE, EEFREFPEEAE, Chediak-Higashi EEH, & IgE
SEMRIE O MR IE ORI 6T > T 5,

X-SCID % JAK3 RIBEICHLTIE, MLEZ L CEMBHBELTIZELAETHSY, HEL UTHEESESE
HEELENC EPELALTES, COEEET 5o, SHIEENTLEC X 3 EMpMEBEEZIRR LT
VB, TLBOEICOVTE, BHOFERHRYT 375, FLU+ LPAMZHVA3HEL, FLU+BUEHVEA
EOWERTRLTVS, ZEL, HIARES-BORB R~ 5 OBEOE&RE, LERL TEEL T TIAE
LEEDNEET BHEFEVED, FLBE LAV L E LT WS, £, WlEORSEREEL, L% 3hALN
BT A5E, EEOEERS AR L ICRHIBREARNETHIEHEHRL TV,

BRIk (SCN) IR e e BT A IR EERETH 5D, CCSFHREIID 95%
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B b DR AT PR L o7, Ui LBHIRSIC & D41 20%DHE6IT MDS/AML AOBFEHH 5N, B
PEL L ERTFRICEERER TW5, BEDL TS MDS/AMLERNOSWEEIC S 2 008, Bl
KOV TR BRI RENTVE, G-CSFILRISTRETH BN, GOSF OB EEAmD, BrRs
RS BREITIE, MDS/AML MEENIC S B R L & 5 BT 5 C LM TH B L EA DR,
5%, T OBEBICHT B SIS EOBRIC T THET 5.

622 BEFHE

BFRE B 2RO T T, ADA JURE, XSCID, LAD, JAK3/RAGZ/Artemis DRIFIC &% SCID, WASDE b
BEFREMTPNSBEERNL TS, LAL XSCD OL oy VAZBAGCGEEFERETE T M As
DEENSRCEH SN,

7. SEROBSNBIEE

71 EEFEEA ’

FERAERETSERETE,  MEETERE, BONCEILTYES, AOEROEETRRTRZEE
BEFEREDEFCEA L TOB T £y, SREETEAREET 2 BETREERI RN bERR LT
0, BRBEENTVERY, BEXEEGERSEREO—BTRE, SnBRlEo—BTtEEBRETFZEBEL, »OFNH
HEREEAE R REE TE SRR EIRR T E ALY S . B9 zine finger nuclease Z R RIICIE T2 5 41,
NS YRRV URFETBAE, AAV-TF /A VAR B—F R0 A FEREPRALN TS Y, BEFEEN
B35/ LEEEERERZ T PIC X0 ERBEERTTA B T WAL ENES  OEBRRES R AT ENTETH
5o

7.2 PSHEREEAEVCEERTFR ,

2009 7 A @ Nature TANA YORREL R, HRETHOTT 7 o —ElBE bR PSRV TEREERER
BETE2MAERZRE LY. CORETHRRECAREREETZEAL TR BEHERETY 513 PS il
PELAETERPORETHS, BEREEEETSELL Y 7 OB &3 CREFEECES T2 BEFOE
BILEBEBPEEMONTED, PSHEREROAZLT, PSHBERENICERICEETEET B RZHTT AT

LEREETHS,

2009 4 9 BITIX PS HIRIC BT zine finger nuclease ZH W THIR I ZF—F v F s VT3 HENEE T h
72,2011 4121 sickle cell anemia 2235, 181 A ZFARE B8 Hisk iPS M7 zinc finger nuclease % F L THEE L 7o,
TS5 2 T EERE PSHIFRE LY F U A NANRY XV TOBEETIERE, osteogenesis Imperfecta S HIE PS
M AAV N7 Z—F O TOREBEFEESRE N 9,

73 FRGEE .
HEREEREBICBOTREENVREENZVLONE L, FROFHKELEOBMESNEENS,

74 (ESFER
BT REERICBLT, VT FHERBEBOTHEESN TN X ] &é&ﬁ\%ﬁﬁj@%%ﬁﬁiﬁ;?%%c
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v b OBEEEFRRECED R TBY, D
BEREOERIE) VF -2 T T2y iy
EOIEERNERERT BERE) 25 TE v A
FUBICEDODATYS, ZOLH I MIERET
IRREZEA LI Cnlifiigiic g5 5.
WREFERICEA L ZBoEnEsE, B2
Z29E innate immunity & BB EE acquired im-
munity W KBIEN 5, BRGBEEREICL S0
Blek BB LT, BTN 5 ICEEID -
TWABHBHTSH A, I hio LIEERE,
AP EBIUR ST A LTk BRI
BT HRERIEL V. BERTRIE T e o
M LUTHFET 20 F 2Bk L CH# IS8 &
NAY, WERETEENEROBMEDICEE O
S AL LIRS B 2 B BUS AT &
ERSEIER, Fhikevrorr— YR 0
BHRS, A VARSI GET L FF Tk
25— (NIQHIEY Bk L 2 5. —J, #HEGE
TEETHE) OETEERN L €75 — 2 iy
BTl BMlazE0 U iERTHL. BR
Sile LIS SIE IR TN E N o R E RS B
IR TH B8, IH X FEIEE L TEET 5.

FEROMILES 5{LiE T b OEMmERE s, &
G B, EMEMEIEIEe 3 B YRR R
L, BESHEICEBEFCBHTAE. F0OBEE
WEEL, REChIZYERICEET A,
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pro B 418 (. i
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V—Dly SEEF 4
EHERY T
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A5 BEFREE
V) SBEF
B

mBPNA

QBT AR
(& BEFHIER

THEERSE ————————1

)
i

= CH BiETEE
T é (5224 9 F)
© © LB
LigE LigA oG Ligm Ligd
1502 1.2.3
2 Elrlda

12-2 THEE B H#ElEOSE

(WHO Scientific Group)

A 5N A. pre T ML, R T ML & Bk
LaTHBETR THRLETY—dak B &
Anity & SO LI 2EEOATFOSF A v —
THEAEL, CD3 LEIIZHEET A,

THMlEEEAE L~-12 8B U v
JNE (BB ER), MIE, F MR 14~15811
R RET 5. ’

B iBlEDFEE - 7ME

Bl Sl e 7T BIC B RFCIE L E
%, BMUICO T IZE4LEE % b 0% el

b AEKREMBEA~TE L, 0% B AR
FENTIy PLTwAEALNS pro BB
FEANOGFEPECE o T aREET O 7Y
HETFOFERFPCEZETLTVRY), &kn
Copre BHREETFOEREIZRL IegM o H
HAMESH, REL#L MO HBOSESF
AEBE NGB OME) 28T, R#BBH
FRREMIC IgM 2 oA IgD B ), HB#EB
i (BRI IgM & 1D 2 EBICL D), BHE
Ml (g Hdia) ~ & b5 5.

%
2
2
2
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g 12-1 RENEYCRERE

WEMAROTERICL Y, & FEEEHEED
FE4RFTH D THIER BHMEZRGE
AR BHEROWTNLOSECERT 50055
L b, —HALIRE (7 Mo Rk, ReskE, KB
H, BBREL D) oREE AR TR RN
5. FOBBTEH TV ZUALICHE ST B HRR,
EAHETFRPREBEICHS T 2 MG LEETH
5. [ UANTE © S AIa PR A TR G, S0,
FWELS, TheF, LIFTASEE)TEE
2T MR A RSB <. T A WA TNV
NATANWARE, A MAF T, BEiiops
), BRET A VA EE T EERCHL
25, HERBRI Y A VATH ALY T2 [ LA
(RUF, 27%vF—, o), HAEREIA
WA, FrIFoALNVARETIE, T4 VAR
PICHEME S A2, PRI VERTHL. EH
B ORI TR A E 8, 7R
NRNVFNATERITPIROEETH S,

FMBREEOREASRETHY, —F, =
- BEBICIEY CSRIERA LAV RIET
5 (E12-3, 12-4).

AR THROREMES Y A v A IR
Rl A MR EREE, RA LIV L e
BTFLTwE, UrkaAdyOEEIZONTH
IL-2 DR EIFTH A, IFN-y kA

-23-

LB CE% L ERmL, 1R T50%, 3T
ANUrOVIET 5.

—J5, B RIS B D S DBITH MR
LS TYS, BITEEICHRRE =R
ZBHW, lgGH T2 7 ALY RBERBITEER
L. RO IGHER MBUREEBHEEEL
WhE L 2 A, BHEESED 1eC oFREIE 1 2
AThYy, HHERO CEEIHERLVES
WKEDLNBLI A LD, WO lgGE
AR 4~6 A THRAED 30% £ T THAT
5(E12-5). ZoKl»SHE—EBREy-IJO
TUVINELX BT 556055, BERSLTEN
I ERFRIE(UGR) B &, HMAERO IgG s
TE R IESFTHE, ABEOMICh-> TE
y-FO7UVIENTE L, HARMN, LR
Wiz CHEBEEERYT. —F, BEleM iz
felEa BB L 2wy, B L CRBEEEL
CTlgM % BEET 5. BHMILP O IgM E2° 20
mg/dl UL ETH B EEMBEORELLY, ¥
7o RAREERD IgM iR o, RIREEO
BEELBETH 5.

2E - BEREMESRCE, HralR - REhcE
AR LRWEBLD UVERRBOUTITE,
SEARBROENA SR, Thv/3T5
AZICRBERP EB 7 A4 WA X A BB LE
REEPEELZ LRI, REROREELME
LTWAARENIREBIN TS,
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TRIBER A

hyperseneiﬁvétyf; , : _
B LPTL S,
) T [P igien
il [ T ¥og+
Bz / SEIE SR 5l :
ae 2 g ¥
= & B2
[c o L 22 =
g v s e :
o = g2 &

. ' =
| P

4*%%@7941?j %;z 108 20 # 305
o e i
,f B et
K B2
S BBROREENEE
Bhk |
H12-3 SEARERORBERKE
Db« gslfiidt, (BMGE, BURSFEL L) - SR RASRRGER 1. pp255-308, RILTEE, 1971)
DOEGEHT, 140 D EoBETRE, 2000 Lo

BUBHIC
RIEASEIRAREERDOBEND 5 VI TR
PRI & o TRIET BREBT, ZHENE
FW: (R REARSERE primary (congeni-
tal)immunodeficiency syndrome, #EFEHERIER

EHEERE secondary (acquired) immunodeficiency

syndrome & FEEIL A, BULFHBR OB ENE
T 5 EZEZ NS, 7, OFERERET
2EESE, ORRERBTRERSEOLLLTH
BEOPRBHT5S.

FRMERETSE & IZRERIEEN BT

BhomErabnTwsh, BEICHLHER
HiEEO-OEOREEE, TLVE—ER E
HEEORENSEEL 25, £ TR —BET
DEEILLBY, BHOBEFORE, Hi0vid
HEFLEERTOHERRIZLIZ2DDLH 5.
I OOEBOFRERER, 1000~10 F A1
ANTHE.

SGEBEEERTIOE L TRD L) £
FHERCIBZHESHVRNEET S,
a £EKHE - BE

DB EARTAE EFE immotile cilia syndrome 7%
EHEBEORFICL D EYOBEEDS (v
ZWERTIE, BABRACREIREZRILYT
v, OAREREREF ectodermal dysplasia (2

Y

)
=
&=
=
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ligG; - IgGs HitE |

ToOTr—
ESIYL: 3

mid

&
f’/’/

}NK%%%}g
(%) g i e
100 Lo 7

e

AT
/o lgh FiE

50

S mHOSA T SO

2098  HisE aﬁ\ﬁa‘ 1% 5?&

B 12-4 HERMICHcEREBIORERE
B ADBME 100 & LUEBEOIEEE.
(M~ ERPIEEEUET 210, p202. MotELH, 1991

{mg/100mt}
1,200
1,000

800

: P A 75%
[T OB g A ) 20%
o o U S R ek

0 2 4 6 8 2 4 8 8 10 12(A)

Hi%E

K 12-5 BBE - sHEROmBREIOIUY

{(Lewiz DB, et al: The physiologic immunodeficiency of immatuwrity. In
Stiehm ER, et al{eds) : Immunalogic disorders in infants and children,
5th ed. p687, Elsevier Saunders, 2004]

LRI RINT A A, RERK Wik
BeDRT, OEofl, SEREGEE Do EE,
ERTREE, BRI, RESEL L
b £IEBSFHNER

FETNE, BEOHBEER.
c 4B, BY, #F
d BEEHE

IR i AR AR A B & R o B o
fFEfEoTwWAHbHD, HEFET L.

- 25—

FEAEZRSBROFHEZOIER

OFBET b, QERET 288 OFBET
LGy, QHMABRERLEDENDWERKICL S
B, QBBECIVFHLEZVHI2VEEEDS
PHEATRE o 72581, RERLTET.

REAETHEIERE LT, LIELEEDBR
BIERIE, AR LB UM MR EEo
BTH 5.

a FRIRSRIEIR

REE, BlRRgEZE, RESRgE Mgk, RESUL
RIEZ EB Y, BIIARZORERELS
V. BIET AR ERIERERYEL, BERE
FREIEELIRIE L 220 E, ETHETHEZ
EVHEETH Y, BURRESLETHL. TO
EPCEEERE —ao—F Y AF AR &

Zu,

b LR

FAEYE - MG O TR RN 24, etk -
PR RZHRERE L D ICA SN S, MlaRE
AT, ORI FERALIS.

c BEEER

B, B2, BEE, EMMAELE, g, HE
d ZOfk ‘

B2 IERE L TEBIAE (REMINFR)
BALNEEELH L. BEDAOERE LT
i, RO RN - RERROREIILLY v
FERR OB, BCRERE TLL¥—
EEPEETHS.

e BFFICEIO S N BER

MR (BAER EEm, BimEgm, P
R A, MR A), U v oNEB LRk R
EARER, RERELD, RBF BESEL HEE
&, ) VoNEIg, FFIRNE, FEAE T A OV A RREAE
(BRI A P ATTTA WA, SNRAT A VA
&), BEFRE WIRE, MEE, B
%, FUBMREEZ, BolgE, gL R RE
BYE, BHONE D75 roRlfEEIRA
BCCHEBEFHERLR )2 L

D REREIDRA Y
Hid= (B BBy, Seaedk, R (jE
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gEp X AR (iae) - T%@ﬁ?twb
B R E R (PPD) EHER R R
e U R L RG
U GRRaEE
NGB
L FISH(CATCH22) e )
IFrRIREs, Foak a1 sk;n window S
7T ELaE bigi e %%ﬁa
W ‘%‘)’?E = (MPO, GBPD EE)
| CDh11b/CDig BiIE iﬁfﬁ?@?ﬁ o
AT IEE alternative Damway EE
AEND OHE | chemotagtic factor B &M /éri‘*‘?ﬁ!,:&
;@m?ﬁiﬁ A

HIE), BREIE ORiE, B, KER EORGE, 5
BEEOFE, 7MY - BOREER), ¥
PP (£ 7 F Y B Oil) D N T e i ¥
L. BIITHREBEOR ) —= v 7L TR
B, REOCHLEBRIAHTH L., $2THlk

PERET 4, & B\ IZB R IEIESRE T BCG M)’
BT 5.

B{FFE

FEAR, RROREGHE, B £
R, WE, WBEE), EEORE, BHEHOR
(220112 R EFEFER (CATCH22) ), IBBk& B

DEBMMELTR, RBROFSERR, WEME O
W Y VSREQATE, ) VBB F 21358
EAR, LR, FERIE ERe 2B o
W R, WEBZEEER, F - WEEELR L
PR FTHE

P IRES (32 12-2)

BA Y P ERICTTH
W5 20BN D5 HICEET L. BEOWKH, &
BiloTHAERZREZWALH S, F72, 4
BB EEEP LT LA IgG It Y, Ey-
a7 MEOBEIZEETH S,

ERHIEREEIC L DY

: Immunologic Disorders in Infants & Children, p305, Elsevier Saunders, 2004 £ 9 ““%ﬁ&ﬁ}

a XAy U—T%E

v SERE<1500/ul TY Y oSERRA, IFehEk
<1500/ pt (ALIB M ELRE), <1,000/pl (2L IR )
THPRHRADEEZ 5.
b BWARE, FHREE

BfaER, THEEY, EWHREN, #HFE
FOFELZWRE, BHRFR A7 0—=v 7k
I DHELFPEENZEEIS L-BHER
E, FHREERT)

}?%ﬁﬁa’ﬁﬁg’%ﬁg’%ﬁ |

FEF1E WHO Scientific Group 12 & 245380597
T w7, 1% Id 1S P Q%ass;f' cation
Commitiee [ICESHEIREBRICRREINT
wA, 2011 @&@@c T, @T s»fﬁﬁ’} B #ifa s
EREFSE, ONBRZLEBETLIRESE
i, QBRI LERE BT ARIERSR, @OfE

EREORE OO0 - B - WHo%
FERE OHAREROEE, QOHOIUEEERE

B, CHBERBEOSEHIZKUIATYA.
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i
=
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T MRS, BMRRRF W KEEA S D, MRz

DR LKA S 0T B, RENZES
RV 5. FERRB SRS D 10% T
H5.

PEEEaRETSE

" severe combined immunodeficiency (SCID)

MR - MEREOM A FEBEICHEE S, &
BaHEEREET L. RERESEES L

iU, FLBENCEIIER & % b A REAEIE

TH5b.

S
T -BMilEoFEEIILY, DTo38II45T6
nb. '

[T B EEEaRETNRE]

SCID »# 50% S BMile % &+ 5 X EGHBE
SCIDCFA M4 VILESERyHER)THD,
L MEEAE . HREMESELE(JAKS OER,
IL-7 SBHEOER) L H 5. ‘

[T"B™ EEEARENEE

RAG 172 BETFEREDO V(D) ] BREREE
[k 5 SCID ## 25%, 75/ V¥ F7 34—
F(ADA) #i{zFERIC L 5 ADA RIEBEF Y
15% % & 5.

[Zoft]
Omenn EEFZ EOBEETH 5.
[T"B* EEEaREISE

Bififa#s H3 5 X E#B SCID Tk, ¥4 b
B4 Y(AL-2, 4 7,9, 15 21)3LEEEMy 8
RGO, THRSMUCGELRIL-70Y7F
WAALT THilROSEEENES 5. BT
BERYyBP OOV I TV EEET S JAKS ORE
XY Bl A § 5B adgiElma SCID
AT B,

[T7B” EEESRE I

RAG 12 BIsFERETIX, T -Billg: i
SALAEE S NB. 7, ADA KBTS
SCID BHED A 1 = A LGV EZ+H5EH G~ TE
WA, ORI LY deoxvadenosine (dAo),

deoxyadenosine triphosphate (dATP) OFIBNE
iak7zv. dATP OFMIE DNA 65, dAe®
FREHEHAREHEET A2 LI, THlRY
EHH TBEIEZ SN TR A,

o

X TR R P g PN R
. BOHE(OES v Yy B 12-6) 2 B %
FEL, RERIRESEETHL, —EWE W
laP A (BCC A SD), Y4 VR, H
B B TOREKH LERERERL, B
PAEBTIE 2 EUICIB T A, ADA KIBSET
EIRERIERAE <, SERHIASE b 005 5,

=

T

(RAE]

S5y VoEROMRIEEL AR Vo H A

€9, Rk ED Sy,
[EgeE]

Fg#F X %, CT, MRI TR O KB ZHERT
4. ADA KIBETIE, ¥BEEICEIE %SO cup-
ping 2 5 (B 12-7).

(—hgiaz]

U > SER S 3 (< 1,000~ 100/ul) ¥ A,
Billla#E 74 SCID CRIEEODZ L4555,
[RERE]

THIBEEER BHMESEER~-EETH
5. IgG, IgA, IgM fEid ¢ T~ "B T,
FEEPURRE AR RIS B SRR RE R UG R,
U BRI AR, MEEEEE A A
VEERERE, A A A CUL-2) OB ER i, &
A T B REO RNz o 5.
(DO~ ~ A5

HOBRAEA y T A E S a— HEEHFRIC L
DEWMTE S,

[ADA FEVEEITE]

ADA FIRFETIZ ADA SO RMZHD 5.
LB ETFERAT]

BERBETFORFETVEAHEET 5.
CEREETD
CEmsHaiaEiE]

BRI HLA —E 5 0BfEETH
D, $90% FWETAH —FH HLAR—FF
T L OEEDAETFERIIH 0% TH 5.
[EREREE

ADA FIRIEIZIE,

RyZF L7y a—

_27_
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JGRAE
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e

3, Omenn fE{ERE T
4, DNAligase Vi8R | ED
5. Cermunnos/XLF HEAE | F
6. CD40 ligand JIBSE TE
7. CD40 WiBEE F#

12.,
18

14,

PNP J38JE

CD3y RIRHE

. CD8 RIRIE

1. ZAP-TO iBRE

Ca™*F v RIVRIBTE

MHC £ 52 1 S8fE
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VOV IBRA O

S | BB Ve |

o, B

BRI
L, W

P

HEE SBRE| AR

INBBIE, BT |

HEIUGR
GFERERED, TR

A, BmEAN.

HEERE | AP

AR

AL

BESLUFOR|

#, BREmER
s
W0, BmERAN
BRESLUFOR
% EARER

BT IERIMMEE

0, FEROMER

e

i

AR

AR

R4 A

IE# Uik, B | AR
BEERE .l

E# GH IR/ AGE, | AR

Cernunnos 82

CDA0 ligand 52

lcowze

|PnpzEE

| Loma BT ER

STATSBZE

=
&



266 @m12E BEES

®12-6 BOECRLVITE)

B 12-7 ADA RIBAEE
Mg miB(a) SRESEIHD cupping (b) EER5H D,

polyethvleneglycol (PEG) T4 L 72 PEG-ADA
WL BBEMTRENEY TH 5.
LEmFRaE]

ADA JGORIEICH L THA TR LO ToREF
WEN TN, BYEIIHE TR, -7 £
D, EETAEMAy HER X EHE SCID (2H
& B EEASERD B2, EBERIC IR A
fEL 7z

bﬁﬁﬂi@??ﬁﬂ R E S T-BEEAEEO
BE¥ , PUREASEEEINEREETSH
&ﬂ%ﬁiﬁrmﬁ%sw‘w,%éﬁ

%ntxuwmm;&}

?i,’i i "éﬁ ASECERES SETRLE R
*@iﬁ’ DiGeorge i‘ﬁﬁ??z%ﬁ&} L§"\’”CGD§‘D"7§A§7§EB?

. RRENT 5 RBR T 5.

B EEmRy -J 07U VIE
X-linked agammaglobulinemia(XLA)

&% Bruton(1952) 125 72 A& Bruton BE v -
SOTJUVIESE bvwbhits, ARG
{#7T, Btk(Bruton's tyrosine kinase) B{E T D%
BIZLY BAROSILEERBIY, T30
y-r T T VEENERL, FORDEE ST
HERAEAR AERTH B,

XLA o EREEFIE, Btk EEEN 5365
%ﬁ%ﬁvy#%~%z3~}bfmé.MA
BESZOBEFERICLY, BthiEGEIHELD
LLREHT L. F7 “’%?”“"5‘%& LA pro Bl
fed o pre BB~ bBEEORBIEE, v FE
fgiﬁ%#’(&‘w.

B faﬁf} @é}’ftﬁ?}ﬁiﬁgw?ﬂ‘?&@“% 7z, Bl
BEBICy-ra7y VEEPERTS.

BATHAR A 9 2 FL IR 2 1 0 0T e
(3 I 25 13 %»(ﬁ“h/'z REXE, hEHE), &

R (B E), EESSRYE (B L
R ) 7 )% AT 5. BARHRES T Pk
B, BEERE, 4 v VI UHER EEEAE S
B, PRSI ER Ry A VA (T O
AW AT EVICREEFE RN T ;0
T AERY AR, T o—v A4 Lk BN
F 0y A VAL ABETREL SRS

DALY BER A 5 o By iddett, BUE TR RIMEE
W MHE X TT A4 FEBORBER 2 ER
T A BEEUEIEE. @MBEE TR oG Mt
200 mg/dl k6, IgM, IgAELZEHWMBY),
BFEPAEAROEKT, REmIREERE KIET
L @7u—H%A bPA—FICXBHEO Btk &
HEHET L. BEEZHOITETHL. DBk

@jtmuﬁgmga}
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0. Ey- 953?&1}21&;‘&‘(2 ;'

‘J&‘f( ?fu_iz B %ﬂgﬁiﬁﬁ%“&}t 3255?)

<@§a

) ERH 1gA SIRE

= :',‘;j\ o

BOIES R

a) gé&%ﬁ“@ﬁ oG BEUIABE | BERERE TS SE, =]
(oVID) - ' (F/&?L;t gV BME | R, —EiEE o 0— J’{’*J:z’ , .
LIEEE, BeSEEmsEd
~ SRSt R
b)ICOS RIBE oG BEU IgA B & AR licOs .
OVl IgM & N s
cICD19 RiBEE GG BRUIgh B L | AAEBROEH AR | CD19 b
. O/l gV EE | o | B z
d)chet KidiE 190G BET IgA Bk | ABBBROSH AR | CD8T "~
B UVETzlE gV B8 ' RO o
e)CD20 JEIE GGEE AR 1CD2O -
LigM, lgA: B8 & ,
, i Ldfm:&f[. R o
£YTACH JH8E GG BLUIGA B & | BERERIFTESSE AD Z/zld | TNFRSF158
U/E1E gV (B AR EzlE
complex
lgG, lgARD, E%fﬁ*ﬂﬁ L igm JEE Bl . o ,
a}cmm%ér |G llgaEs | BHIRER FRHEL HER| X | CDsLER
' LM EBERAEN | REs ‘ ‘ e
b)CD40 RIBHE 109G & lga S BB FokEs AR CDAOEE
R oM FIESAT | I o
¢)AID SBIE TIgG S lghE | UTEER AR A/CQA%%%
CAYUNG RIEEE G &g | UCERRER AR LNG: }{;i‘% '
g D
. "’4 VA TER a‘:%ﬁ"}&?ﬁ, B AHIEHIES o
a)lg heavy chairi ,\%@ﬁ : gG/!gA U705 | fEER AR BEF 14q32 K
R, g K S :
mxﬁﬁﬁ fﬁ“fmﬁfﬁu MR AR | KEEER
TURAES .
c)%ﬁ% loG *;*‘?f?ivz,&. l9G ‘ﬁ'?’i’?:&@x i J’“«ﬁ” THETE T
iEE ' i?ﬁi kB R
d}ngng *jt?”/:v;‘i:‘z gA/gG *j?f:?—:m %%ﬁ%&ﬁ@;@% ‘ SETE A
, gAf &J:O gAZ B EHESE TUILE—ES 53 TEEFE | TH

| EEAGOEE iﬁgf
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ST, GFEMIF O B Ml (CD20 Bk,
CDI9 ) 12 1% i, BHP O pro B AL IE
., pre BARZAEFEET S

-

HMEMRES 0T VI X ARARETHE
@Gﬁ%ammyduixﬁ

MBS e, BITEORE
TIREZ A UIPBALSTHTT 5. finEEr
fFoTwThbra—74 VAKX AEERMEE 5
BT AT EAHA. FNICEEBEIRETS.

lgA RIBE

llga E3hiBfE]

M3 IgA A5 me/dl BLTF T 1gG, IgM @85
FREZVWLOTH S, MIEF IgA, HWE IgA
DEL LR, HANEWHFIET S
ligA - IgG T 70 S A RiBTE]

TgA RABFEI 1gG F 77 F X,
m@&@@ﬁ%%%&?é%w

E;jl bz ngg 2

Z‘i@ (Sm) IgA 4 B Mg X SmigM/1gD % &
@L%%&&%T>w§06w%brxxo
SmigA R4 BHIEE F 0B E TH 5 o{bEE,
HHVIE IgA RV — THROERET
BREREZLNTWA. BSEEE LT HEMOGR
TADPASE), o400 ZARBEYE, HOREERE, O
//\viﬁ?ﬁﬁéé}"&?‘*aﬁ%b RERIEEHTH 5.

IgA biﬁi‘%ﬁiﬁé IgA LT, HILE - fERE
DAFEZETARFIRELHST L0, 3L
THEDV MBI A. EREORKICH AR
%%%%QM£@ HORERE - 7LV —5
BoAPE 2WH IgA PHHL T s/l
5 fﬁi?ﬁtﬁ%’;}é’} EREDWEDDH 5.

[EeE]
FAEH IR 2R LT Vs, IR T
HAGELS . FOED, FEEKEEL B

TR EPBE SN TS
(7 UbF—&RE]

RETRBEOREICL YV BRLEEFEAL, 7
M —WRBERGEET A MR, LATE, 7

...3‘[._

LV E— R EARE STV D
EEr =
S

T BHA, KB A, WA, TESARESW

B IgA ASBHH L T B8RS BT A B 0 585,
FEEMN) NEREORE L ASNS.

M IgA A5 5 mg/dl SR THIVEAHE & B W
L., B5C5WE IgA, IgG - IgM, IgGH 77
= A, f‘fﬁf@%@if"kzﬁ’\ A

%ﬁ%$@$ﬁrkéﬁﬁﬁﬁﬁﬁﬁbﬂ&
ooy - u T YRS RHE ST LD,
IgAICH 55 IgC I dsEd sis l, Yo v
FEREITIEFMENT WS, Bzl y-
a7y YEHEPEHATARIE, [gAFELAL
EHENGTVEAEZRBIRLEELCERT A, F
BIE—RICBIFTH 5.

$lgG UT IS ANIBE

v IgGlid 400877 A GEEN(E
12-5), H7 7 5 AMICE, #ELOEWZTT
2, BRIy Ty 9 A BREENH B
FREIEARH TS 5%, RERORMEICRET S

o —HC HEEEEREEF(CH OERE -
BaREDHENH B,

FRAEIR E LTk, BT ARl KEX
7%, W%, hEZE %%& &mfﬁﬁﬁﬁfﬁ
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common variable immunodeficiency (CVID)
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