6. BERBEFE

NEMOXRI k BAB G TFTRECLZ BT E &K
M5 R EE R R A £ (EDA-ID). IL-1 receptor-
associated kinase 4 (IRAK4) WIBREZLRLIIHAKIE
ICEBERIL-1®Toll-like receptorZE D ¥ 7N ARED
BEHDH 5B,

M BPIEL I REREERIIE R 2BV EBETHE.
TRAZ) = IREBELTTZA—Y A MA—Z—%H
T Toll-like receptor (TLR) 4% 1% OTNE- « B4
{2 & DIL-1 receptor- associated kinase 4 (IRAK4)
RABIE, MyDS8XRIBEDRMMHHETH 5, Hl~IL
RAMBEBRE TR KA - TREELT7a—
A MA—Z—% A TTLR3M B OTNF-a ALY
UNC93B1 R484E, TLR3IRIBEDRHEZWHIWEETH
% (H2),

7. BOREMEKR

KR, TNF receptor-associated periodic
syndrome (TRAPS). BIgDIERHETIX. BARRE
OHIEEBICEETAN TFORECI>THORESZ S
U5, CINCASEMRE: (NOMID) CiRlE#EESHiha[BETH 5,

C.iqp

8 2 DB L DRIBICIEU 1= W ) 2 b & Ok
FHiELEETS, RENAIERICOVTHNS,
- BREE S RISTREE T, BWRREIICE MEHRE
DM ETHZ, HLA—BFEMY S D EBREHE—E
Rebsh, BHUECEEHNBMORMEOEL, %%
3HAMNOBHETIEI0O%L EDORINETHBLDHE
bz, BEGSHREBRLECHLTE, HEAEEES
AH{E S5 ®HAELT, Fludarabine+L-PAM% F
W HLE 2 AR AR I ZBHESTh B LSk,
BEDOQOLMHBEINTES . COEMITF M BT
SERBEOR—LR—JICARTEFETH S, LKL
HDOBRT X — % OB E FRETIEPIPSHIM %

Ru-BERBMRG. EMEvVRARBETVREZR]

VTZOEHURRENLHRELFHRETTDH 5,
* Brutonfit 7 v/ a7y VIER 7 A REES >~
a7 MEETE,. Arerad) OERNNRTE
179, MEIgGED M 7E%500 mg/dIPL LR Din
Bh3HDH. ZRAULOBREVLELRHILH S,
- AR R IEE TRAERBEPSTEHPA M7 aFY—
NEDHRGICLYBRELRGLETFHTEILHERT
HBH IFN-y OBRSICIYBRIEDHEVBET IS4
Wb, i, BIMEANEBHEO KRB R E TR
IR,

FRREUEREFEEISBORBILLY, Zhzehd’
LLRHIHm Th b bH, PIDIR—LR—Uh6, JRF

MRS SEEMEMCHRLEH OBRBELZTHH
HERBLTOADOTEORELTO &0,

SCHA
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Committee. J Allergy Clin Immunol 120:776 - 794,
2007

2. U HFEIRAEMEER SEMRIECETIMENE FR20
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3. PIDJ (Primary Immunodeficiency Database in Japan)
A—Lt— Thttp://pidj.rcai.riken.jp/index.html
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#1 BERUREFSERBEOARIU-Z7HE
S8 EBH 4 Hik B Rl BREREHM | B
THRARLBEBZMAG  {SCID (RYY—=1) BEEBXS TREC R 1213 100% IZIE 100% FAUR EDTA i 0.5mi (B AR M%) E 1%
RAREFTHERMETRE TARY—= 4 AB4RM 1 #
BERAY:  |TREC ME 100% 100% EoRN:] EOTA MFEF(E~/ i 3~5ml
HAU—M, FE LM 10070 4E
X-SCID ey Flow cytometry % L Bl | BERAEEEE  [~\Ui
BlXE Flow cytometry ik r-1A) = RELIK EDTA Fi=l&~A )0
BHEKRE Flow cytometry j& L= EDTA FflE~/SY R0 5 ~10ml |
ADA XiBfE dLigERE ADA assay I & 8 HRRE  |~/yul
JAK3(-)SCID BHBKF Flow cytomatry j% HBUR EDTA EizidEA 4R 0 10mi
FELLTHRARRORIGE B #IR XA (RD—=2%) M ER RS KRECs #i2 100% 100% 1 BEA EDTA faFEf=id~/ S 3~5 ml
FYH&A HRY—M, F$EL i (100ml) A&
XEFERA T/ OTUSME [ RFERE Flow cytometry 3% [#LY Ly 6 BIRIRE | ~/SUsi
EkE Flow cytometry i& 5%tk 100% 24 BRI (S 10ml (BLIR IR Smi THETEE)
hMKH Flow cytometry i E-1RY F-18) 6 BRI |~/CU M Smi
X-HIGM EHBEXY Flow cytomatry j& HBLA EDTA Ef=lEAs oM 5~ 10ml
HIGM REfIERIRY: |l EEKEAZRRER 1005 100% 1380 EDTA Eizid~/ M 10m!
BEFRIT
FOMDBRBIMENT  |Wiskott-AldrichfE iR B ek Flow cytometry i& Bl A 6 BRIEE  |~/SUsm
RETRE BERAE Flow cytometry i HBHA  [EDTA Frld~/ Ul
SRKE Flow cytometry 3% @ag EOTA Ei=ld A~/ 5~10ml
Ataxia telangiectasia HMFEEEHEE K 2IFlow cytometry j& 1Y DNAB{SEHERARE ARy 5mi
(Phospho-ATM) CLREBOAREE
REHHEE FHL(Perforin 1 E) HBKE Flow oytometry 3 &Ly &Ly 6 BA EDTA i 3mi
ik Flow cytometry j& F-1AY F- 1A 6 BRI ~13y Sml
BBAE Flow cytometry j& &L oA 6 B3R A~ 2~ 3mil
FHL(Munc13-4, STAI1 RifE) |RRkE Wester blotting i |&LY BV(GELRALS 100%) |1 ~28M  |EDTA ff2 Imi
XA/ SEEBERN (O B2 B BIKS Flow cytometry i% 95% RE 100% 24 BERALIA [~/<Y> i 10mI(ELIRIE Sml THTETHE)
IPEX EiLRF Flow cytometry & 95% kL Lk 100% 24 BRRALAAR |~/ 10mI(RLIRI Smt THAETRE)
BEBRE Flow cytometry j& FBEHUA EDTAZ zid A7 U Rl 10m)
ARMRON, Bk, 12{EP3EEE dbimE AR Flow cytometry j& F-1AY F-1AY eI (~/SyLh
LLAEBADRE GEIEBUR A L)
BREBAS Flow cytometry % 2~ 038 |EMAOECTARNEIZS M 1~2mi B
GEtEBgREEE)
BEXS Flow cytometry % AL 95% 1~2 B0 |~
(EIEBREEE)
LEBARS Flow cytometry j& =18} F=AA 2~3 B5RT M 2~3mi
(EttmR A L)
{gp81-phox FB)
IFN-2R1 R 8 £E (MSMD) AR Flow cytometry j& FHEREMS RIE B 2 B A~ Smi
Bo#HER
LBXS Flow cytometry & &k =Ly 2~3 B4 AUyt 2~3ml
IL-12R? 1 R I fE (MSMD) PN Flow cytometry % FaRBHERY &L 2 B5PA A~ Smi
BRAEROTSE SRR RS E(NEMO REE) HPXE Flow cytometry 3% 50% 50% 7 8rd EDTA (i1 5~ 10mi
AR Flow cytometry 3 =Ly & 18 ~s3M Smi
IRAKA JR4R%E REHEBRE Flow cytometry & 2~3 B8R |EAMOEOTARMEISS I 1~2m!
TLR itk cpsaL
AWK Flow cytometry j& E- AR Ly 6 B ~1312 10 Smi
TLR FBIETNF-a
MyD88 RiRFE KAHWRKE Flow cytometry 3 2~3 50 | HAMOEDTAROEZ£ M 1~2ml
TLR #ift ik cDe2i
hHKE Flow cytometry, % F- (A 1) 6 B ~1811 Smi
TLR FMETNFa :
UNC-93B1 RIBfE RIAE AEBEAE Flow cytometry 5% 2~3 B4 |ELMAOEDTARMEICS2 M §~2mi
TLR3 RBIE TLR §iftik cpe2L
A KR Flow cytometry i E- A F-{A 6 BEfs A8 Sml
TLR BRI TNF-a
BEREERE CINCA fE#R# RiPRE HERO [L-1b 78 R BB 5~10ml
LPSTOMBRMBIAT B
K LPSTOBRIBRAE (&L A 2 B ~RYv Smi
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primary immunodeficiency diseases

KA (B 5 VIR REASEERIZ, MEP
4 VA EOREAH LTI E  RIEY A
FADEIPICERW2RESDH ), BRI &Y
%@Lb#%%%ﬁf%% EETIRET S
FMﬂE@%r%ﬁbanT BICENEESB
DRERBRT AT 5. ERICIFPROFBHRORE
UGB (RESR), —&iC, RBEEAMRTH LY
s RBOSAL - BEERE 2 EARIC, BHR-DREL
H, THF-MBEERER »L5VEEAD, EDOX
3 BIERRZ 0o, BHNLRREERKERE &2
LI LTHEERINTVWS., WHO BEFMZE SN
BIBLTWAERSEEZR 11-46 IR, BifE, FE
hEREREASEDRRBIZETOEZ CAREINT
w5 (3 11-61).

PTICEERB4 OEBIIOWTHENS.

X (X &), *AR:

* g RIFEF0T) v

€ wugroGEEAY o0 UL

X-linked agammaglobulinemia (XLA)

11-46  FHERBEFRBASEOFTHRUCHI DRBRE

B
B B IO RIBIC L W PFRELEICOABE)
VD, £75AOREIOTY YOREENRALNRY
THIRRRERT, MET2BRNERERE L,
HHHE (XA OBRERERE LD, EERBICEE
DOREET S, BREIWDH % ATBruton (7
NRES v=ra7) YiEE bFENhS. XLA
PAREAARSED ) b TROBENE V.
BRI - fRRELETE
Xt EECFORBEFVPEETET OV Y
7 — BTK (Bruton tyrosine kinase) DRIBIC L Y
5. BTK it B 4Il00#i51LIc BEOSF T
FOBBICEENDSH LTV BHIROBRR THML)
kL, BB BHIESELETERY. LdFoT
BEITIE, 70 BHIRAEED L ZHMmL T
BERRAR
—R2, B S OBITHAEIWEERT 5 EE
PR TAPSHBEICKT ABREREERALNEG L)




b [EHETOREIET, KEXE, Mk, 8
prk, PEE, SBEESAONS. F7, MY
C L DB, BIERCHIEAL ST ILNH D,
EREE LT, MRIKE, 7 FokiE, E9ske, 4
yIVIYFEDRD L. THRRAPEEZOT, #
wH, BE, —HROY A VRACHT BIEREIR
T, W&, KEIIEEORBTERTA. LarL,
A7 FVERBICIORY I RREELEY, V50
oA VAN X BBV A AR A S T2 T 5.
37, HEESELEER, EEMSENACEED
%5 LOEERERERZHET 22 L2h 5.
EREFR

M BHEIZ1% T EERL, MEDELY IR
OREZ T T HEEICEME (1gG< 300 mg/dl,
IgM R IgA BRBRELDT)Th 5. 72721, Erus
) o EA RS D B 5. T AR e 67
BRIZIEE CTH 29, HREBICEENRNELET S
B 20% A bhB,

Bk - SRUESHA

BRCIMERES 07 AMEMEME, Frims Bl
BHOER (1% UT), MEREENEEThHs 2
LROBRIESEDNS, REBIIEEICHY, HEW
CRHSEBNTH B 2 EBBWICO RS, 70—
FLMA M) — X BBTKEHORBEORE R
BTK BEFERORRIC & Y BWdTET 5.

XLA Lt AKO BHifg 2 KRBT HEN v~ a 7Y
vfEiX, BTK L E U< BHIBOMBISLIcEE L
fEF7OTY) v B, Tgafl, REEHE A, 75
TI—GFBINK OREIZL-THERE L, wTFh

wgfs | 1515

b, BREELEUOBEERZ LY, HEEZEHLDT
B2, kBl BENTH o T BTK BIZFERHNF
E SN WHEICRIETHEIT CENT 5.

BEZE - T

ABRBH L) BN RIES T ) YEANZ X Y H
FeBETSHEARIMEOHEEZRO L, BEEC
HECEFZEEENSE. LPL, SHNELELE -7
D, BBEOBENL+5TH 5 & PRI E REL,
TEZWIRELR EOBYRSSRELZ 6L, BA
BRI RAR MR T ¢ 2. ENEEORENTL
IZHhbhb,
M=t

~§05mg/kg WAETH., MFEIgGH T 7% 500
mg/dAICHFTLIILILEE LY., Bfoa v
=S CCHEAENET 5. BHRY TRy
THETHBTIIMEERS & EOMERELITS .

0 BIRREEAZ ARAE thymic aplasia

l{éﬂj@%
MBEOREREICL VB EKRL. LEdsT,
R UNERIE THIBRICAHILTES, KM v sl
BT T MR s,
BRIE - fRiRdIE 7
BREHROBE L LTHBRE & ICEFRE RO
RPBETDHDOT, ThoOBELHRT LI LD
5. BEIBFIIFEREICH % AT, DiGeorge(F4 ¥V a
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DRIE DD
MEGERFRR
MR GIEROETICEY, Y4 VA, BRE(=x
—E Y RAFAMR), WHITLBZRENEL, TN
WS — THIRBOREBIR T 1AL ) IR PI RO EARE
=12 X MBI, BUlEER AL S, BIFRR
OEREO 0, MEA VYT AEFMET LiITWhA
(Fro—)hAbR, BEREOBEBENRE (PE,
EMEALZ &) R 0nERFHREET .
WREFRR

JEh CT BAECTHIRO KRB ALNS, KM >~
SNERBUTBREETLTWA, THREIZRRETL,
B MBI AR BT 5. mMEREI 0T VE
@Emf%é’kﬁ%m.

SoI - SERUESHRA
@mM§ﬁ,HmnA,%%§ﬁ&£#5ﬁ6#h
%. Y kAR DNA LUV TOBITIC X 5 22q11
H LI 10p DREVPHEESHICOLH S, T Ml
DRIB, BHIALSERETH LPIEEEARESSIE
THLALNLEDT, EHDH 2 TEESLETDH 5.
WEE - T
EHFRBOCOESFHROBEREICEASNS. T
HIRAARER IR L LD ICHE T AEMICH L. ERES
lZonTi, BWRBHESRITITEET 5.

BB
DRELEANY Y LIFEDREIELES NS, B
5E T MBS EEAR LT, MRBHEISRA GRS,

—EC 10p DREHFALNS.

O =xzanereE

severe combined immunodeficiency (SCID)

W=

Tk, BHRARORKRICLHEEZ ONLEE
REFEZXSCID L LTELHOLNED, RRIIZHKT
5. THREOBA L LERES 07 YEOK
TAE LM THS. THK, BHRETLIR
#Bysb0, BHREIFET 25 THEFRET 2

Lo, VY NEOKBICZLENROREREL R

WS TV 5 b O (MM R BE reticular agenesis)
REDHFRDVH 5.
WFE - RRREE

1) Y RERERE ORI AE RS FORBIZL 5
THEUS. iz tettsuRE(X-SCID)T, £0
BERIZIL(Af vy —uaf *)-2, IL-4, IL-7, IL-9,
IL-15D L7 ¥ — (RBEER)CEET 2 yc HOER
FREICLS. THlE NKMEESRET 525 BHM
FoIZAETE LA RICHML T b, ye DY 7V
hdrbsFudy rFF—EJAKS 2 H NI IL-T L
77— (R aBHORETREICLIZDDOLFR—DIH
Br L s (ZoBs, BiaksitlE). $Resds

A

HRETB MR D RBTHREO—EII, T Mg
M OB SAROBETEERIC I b 54
% RAGI/RAG2 BZFREEI X 5 SCID 2545
RAGI/RAG2 DX At Y AERTZOEUNR
% b O Tid Omenn (F — 2 V)G L IFITh 248
LB E LB, EPCEREERSEEET S SCID
L T adenosine deaminase (ADA) R#BIZ & 5 4 o
DNA protein kinase ® Artemis B{5F % CD45 ﬁ{x
FREILIHZLDNHA.
MERRFRR

EHBEMLY, ﬁ//yﬁﬁLl%%ﬁﬁ%ﬁ%
Za—EYAFRHE, ¥4 PXTTTALNVRITE
Wide, WLISRSC & HTEE R TH, SEREL b
Bha. BYUEIREELL, BEAT . :
WEHERR

XHMU/Aﬁﬁ@&T«ﬂomthTmm
ORA, V) U RBBEISOKT, iFERE 07
VIEOKRTREALNS. pcB L FJAK3 DEE
BECIETHES X ONK #ifiZRIBT 528, B#
BEIIEFEICEREL, RAGDEZEFRE TIINKM
BT A%, THRBIUBHMRBEXRET S
%7, IL-TRa HOREFRETE THROARIE

BE2hT - SRS :
EHEL 2L LV BEOHBREESEALN, RER
S, MRMERIE - I RIE TR BE D Sh
BHEEIIESCID #5895 . &z, B NK
JoBREL VHFR2EEL, BEFBITICCHRED
2179 '
WA - Fi
¥ IMENIIARERE 2 212 & A ARARRBEENTbIY
Ry, EEBRPEDLOER 1~2RULEFTS
LiZFENRTH A,
WAaE

BB B M 2 & OB MBI B O
BETH5. ADAXRBEICRRYIZF LT
VLB L7 ADABRSICI D BENTERTH S
ADA RIBfE® X-SCID CEETHBROBIIFIFDH

*

Q BIRM 1gA RIBJE selective IgA deficienc

W=
Mg IgM, IgGEASEE LV bbb
3% IgA EABRMICERETH L DR WS . —H
BEREAEEETH LY, SLEIRREFATH L.
PETE2HFARCIABETHSH, BOKTIZT70
WCIALBEHETHS.
WRE - fRREEEIR
WHEIZAETH 5%, BHIKO IgA EAEME
SALBIRMICEE SR TVS,




BIRRFRR

% BEHERTH Y, MBRECLVEABR SN
5. RELTREORERECEBETRHEELS. &
EIRBAREDT M E
BEREMR

Ao B, THREZEETH), mMER
g7 Y TIgAh KT L(<10mg/dl), IgM,
IgGHEIIEETH 5.

B2HT - RIS HA
BEN2MERES Q) V88 - IZMAT,
XLA Z EOMOMBEATRSELBRNTHZ 22
BHZIZ R g e v,

B8 - $&

BIE2EELRZITNIRIFCTH 5.

BaE :
PAEREEBI LA ICLE R v, NEDOBREMIFH
ICIgA IS § APV ERICHFET 720, RiES
a7y YRRl T ABICT 74 ¥ Y —
RELLHOTHEZET 5.

O evEmEgsREIOTU v REE

- immunoglobulin deficiency with increased IgM
B

& IgM JEMEE hyper-IgM syndrome (HIM) & % I’
Eha, mMERES07) 016, IgABETLT
VAR, gMPEELWLEEL L 2EBHETH 5.
BiRIE - fRABEEIE
BMIRICBIIBRIBIUTY VDI T ARL v FHE
BIRMELGDH Y, IgM ZEETE B, 1gG, IgA,
gE 2 EATE 2. £ 3L EE(X-HIM)
THEBROAKZIIHEET S (HIMI ), X-HIM T, 1§
P T Mk L\cEH &b CD40 ) 4~ F(CD154)
DRIEZFREIWCLY, CD40 ¥ 7 F Va4 L7 Bl
DI ITAAL v FARRI 6oV, BHREALEEED
REIZIEBAR EICRE TS CD0 DBRIZFREIC
£%b @ (HIMIE) I X T, AID (activation-in-
duced cytidine deaminase ) BZE FREEIC L 2 H D
(HIM I )% UNG (uracil DNA glycosylase) O &{%
FREICIADO0¥H 5. s HEREL2T 5 IkB
F+—¥ y(NEMO) BIZFRETIE, BN - BERY
ONREEREIIMZ THE IgM IE% A 5. X-HIM ©
E2iE, withd BHIlREAORMICE 5.
MERFRFRR

XLA B -5 BEEEZET 5. CD40H 5 CD40
YHY FEZONDE Y7 FVEHIC T M oREE
RRAICEETHSH729, X-HIM TiF T Milsiere
KINma—FV AFAMREZEHTHI LD 5.
k5T, X-HIM i SCID & RRICH AR BEREE
ELTHbND., —F, MhoRE itz

—HRECHCHRBERERZMES.
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EETHA.
WREFR

MmiE IgM B EE - @mEL & 595, miF IgG,
IgA, IgE WEMEZRY. —HOEF TIFRHRREL %
S

MECHT - SRS

m%ﬁﬁ7D7U/ﬁ®7U74~WkioT¢ﬁ
T55, IgM BPEEEISEVHbH Y, #%iko CVID
LEBBINB I LXH B, X-HIM TiiEHAL T #ila
2B 5 CDIs4 pFOENEEEZ 70—+ A b X b
) —IZTHRR5. HEZWE CD154, CD40, AID,
UNG, NEMO 7 & OEEFBITIZ L 5.
WiEE - Fi&

X-HIM BAtiE, Ero ) s aflsicky,
B KB, EEASERITIEFRIZI L.
WaE

RFEFUT) URBEBEEOBESTH D, Za—FY
AFAMRDOWEHE « FHi& LT ST &4 ORRSLE
THh5b. X-HIM Tid FF =25 hid ki s i hE
PERTH .

O nviRRES RS RETSE
immunodeficiency with thrombocytopenia and
eczema

W=

GRS R EOREBREICIZ, MR L IBE
) RBT, Wiskott-Aldrich (V4 232 v b-F—
VEY yFVERE LIS, BEESHRETS.
WRE - JRABETE

X Fetafk E\CZ OBIETFHFFET 55F WASP @
RBIZEDRIET S, WASP IZHIBBA B OIS
VIFIMEEC B EENLY, FORMIZES
TV, WASP DREICL ), THRE, IWMMRO
BEBICRBISELZ b DEEZ NS, X EH M/
WP U WASP BIZFREICL 5.
WERRFFR

AR L /MEEAIC X 5 BEmE, 7 b
MR ABROBEEALNS, FERse & I
HRERISETL, ME, BEE, YA VACHTE5
BREMTZETDIIIChD. Tk, BRI ERE
DEMBEBEOEEIFEEEICALONS.
WREFR

/RIS A ZAVNE L, I/MEBIZRA T 5. M
FakRBEOREZE) 2 4% L, M IgM OEE
BbLIELIETHA. MiFIgA L IgEdEEZ A2

T ENL W,

ME2HR - A2
BRT, MMRED, BF, REFREO I#NES
ZEBHGER THHA, §RTHELDLLEVHED
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LaxrEbs, 7u—H¥4 FAMY-IZL5 WASP
EHOBETORE, *20BEFRITICE Y HEEDH
T5. '

miEE - T
BARBES TR Ve W, BEEEOEH,
EERPEDTDBRNE R 5.

WaE

T X ) MR EE R A 5. RAKERILEDL
BRI L 5.

) EEmE & TRMMEIRREE R S S

< L JE immunodeficiency with ataxia telangiectasia

B

FEAT M/ NI B B e BRE & RERAGIE 2 B2 JE OB
EIIEA Y T AEREHRLEEORBESAEETH L.
WiRIE - FRRBEEIE

%11 RBRICEETABETATM OREIZLY
BT L. ATM XV 7 F VEZES A, DNA
BERVICES L, REAOBEFELPTV. BIC,
7 ikl 8 e Ak BICHEET S T B M
MZREICBERS , REDY VSREREEOR
ZBPICEBRLTWA LRSS,
BESKRATR

EFICMLETNTEL IR, 2RIHD
SEFHO/NMEESERAIRIPNS, 4~6 KT
2 HIREREEIE, EEOBMLETRSALNS.
Bk fa IR L E LICHEE LY, ETREDRE
AR REL, B v EREOBEESE ST 5.
WiEER

Y UREKREBOET, B2 THEEORS EERERO
ETFAASNE, M IgGs, IgGy, IgE, IgA ORME
2L, Tl a7z M TOTFA Y OEMPREL
OWE, ¥y 7hEPRLELEALGNRS.
WESHT - RIS

FEAT I /NN E B L R E & BB LRI H i
REZESD . MEDHITEETHENICLS.
W6 - Tk

ENEECRERIIC I VAR ET S e
£\,

WaE

ERTFH OO RERLRET 0T VREVER
Th oA, BERERIIR.

Q mmmEey>RET2E

immunodeficiency with thymoma

it :
EREZICREL, BRECERATGood(7 v F)
FEEELPIhS. T, BHBROBIIC K 2H#ik

WREFRR

BREOET LMAEEOKTEALN, BEOH
JEAPE) 2 L2 HME T 5. AN B MRS KIL
BT 7L B Rw. B, TH, &
B2 CHE NS,

@ e vro52REE

selective IgG subclass deficiency

W=
MER IgCESITIZEETH S, 40D 1gG
Tr5ADIH 12U ECETEH Y, BEREMEE
T 5.
MR - JRREEIE
1B —BUCREDY T2 I AT LT
2%, RELEDIIHEMLTW OFEL, FRmIC
TLCWAHELH 5. FRT 2EGO—HTRE
n7yy vBIEFD, FOY T IAEI-FTHE
FEBIIREBHROEND.
WEGRFRR
BERMICRELBEE 22D 1gG REBETH Y
WikERE, 4 v I7NVI TR L ARERYE, TE
=HET 5. ’

MIER [gC ENETIZEH TR V. IgG: RIBE
& IgA EAFICHEADT 5.

BECHT - SRRUESHR

12U 0% 7275 AT, FOMEEFIEREY
DIEREEEO 2EUTTHHILEBRLET A,
WEE - Fie

o7 YOMREEIT, BREZHTET
ko,
WaE
RESERLEH T, REFTT) VHBTREY
BT 5. 1gG RIBETI, IgCEEOFVWRAIZ
BT 5.

@ srummrEn Y UE
chronic mucocutaneous candidiasis

W= ‘
IR LTOASREREEN DY, O
R, REEYE BREONVIIBREARD.
W - TS
HYVFIEHT S THROBEREHE L
bR, —HTERBELERET S, BIZTF AL
(autoimmune regulator) @ &% 12 X 1 BIH KR,
Wi, BBOHCRERBLY VY VELZEHT
DX 5. ‘
WMEERFRR

YR Xy ORERERE, N, BRI YU TEN




na. KPS, BIFRBREREIET, FURIRERRRIET,

BIEREBET 2 EONFTWREEEHT 5.
ERBERR

Hy VTREICHTAEBEREE 7 LVEF—-RED
BT, R VNS OET, %4 bAoA VE
EOBET 245, —F, 7 I ¥t s5RME&I
Eﬁk&%hé

B - $RIE2
@ﬁ@ﬂ/zyrwﬁﬁmﬁ$#&b$1&5 M
SWBREOREPZR OB IR 5.

BEE - TR
HERERSOERBICERTAZ L3 H 5.

EAE

MERELRET 5. Aﬁﬁémﬁmﬁ$@ﬁﬁ%
SETH 5.

O serenssren

common variable immunodeficiency (CVID)

BHLR
MERETTTY) Y OKT, FlhEANEZLEE
T, BRECERIN-VWThORBEMICOBEI 2V
BFy=r7u7Y) YIJEZRHRT S, BRICED £
(BHEh 5.

BFE - fRREETE

CVID DRBEREIZOVWTIREROZVWEZ AT
HHH, BERBIIEY v~2ra7) viERPHBEESR

BREORBIMAT, BUTH, BEDY /5,

EMEEORELAM, BHERZEZEILVWIE
Hrd s, ERICOWTREAHETS 575, CVID Tk
BMifaEAidh 2 BERBEINTVT, A X—TH
T BBt DIE T & % B D HUARE M~
TEEEPERRELEZ b5, IgA RIBES IgG
HT7 5 ARIBIER L AORRERENH L L]
Ehs, BENEEISEISh TV, &, —8o
CVID L EhTwiERORIZ, EHLTHBICE
HE3N2ICOSHFEERLBMBICERNICERT
AMBERE ST O CDI9 BIZTFRE L ENREoh o
w3,
WEEARARE
MRTI1I~58%, RATIR 18~24 2 E—2 12
RET S, KBS T, MgZEBIET s
VIERBABRERENS. F0%, [RExXE M
%, BIBEE, FEARLOSERRLRETS. &
EXIIRIEIC & 2 BIEMR BB TR RIR &
BECRO»2BEbHB. T2, MEREICEYE
Bis, MmiACHMELALELTILELNHE. VL NVA
PERIC L AAMABRREE AL LD, ALY
DTHIRBREFEOFELRB IR TS, B,
MBSO L oBETE, HORERBSELES
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DHFEEHRD.
WEEFR

%77X®M%ﬁ§7n70/ﬁ®ﬁT%&é *
LB Id 2EEFEL, CD4/CDSEM T M
BREROBRABLILEASNS, Yy NFKOEET
i, BMlRo®E a7 ) YELEDETRY A bh A4
yﬁ&&&@T%%%%@ﬁTﬁ&%nb

”M 93]
 BBchzo T, XLA, HIM, SCID & EDEZ
@%%&%fﬁ%ﬁ$@ﬁ%%ﬂ?&:tﬁkﬂ?%
5, BE, BHIBETERZVWEWVWI T ETCVID
EBMENTW XLABD R DV BEET S 2 L asbh
> TWw5,

WEE - &

EFNCEI D ST EETH A, BHLIBREMERL
AT 554E, HEREOETIME: 25, BREE
DEWPFREERT 5.

WaE

EAXRZ, XLA LRAKRGEZ 07 ) VHTRECD

%. ST FHICMONBEEOHRE L EET 5.
(EHFI5E)

2 HFRORR

Q {#H{RRIBJE complement deficiency

W=

PR EOR (X —) 2 bidHRIEOL Y Y 27
EZbNB LI, REENLEZEDEEHE LT
DBELZFELTVLDOPHETH 5. #ERITMmES
EHIBRIE EICETET S 20 LOBARS D SR
ShTdh, 2oz, OBLXROFEEL, +7
V=, BLXUHR) MREEZBET L LI2X3
REEH, QHGBELOHEK, QREFEARLLY
W7 RV AFRHBOBREIC L ZREORE, L0
) 3DICENTES. ﬁ@@kﬁﬁ%@%ﬁ@&fﬁ
&<Eaﬁﬁﬁ$a®ﬁ@ﬁ#%mkmw i g
ﬁ%ﬁ?é%ﬁﬂ% WidAE i B 5\ 314 £ TR
L THREEEEZRT I L%,
WRE - fRAEEETE
HWAEOEMEALICERE 11-62 127 T X 5 WIS D
EHOBNIZLY 300 BGERER, L2FY
B, 828 GIRE; Tau Y v EE))SEE
T 5%, C3EMLUEREETH L. HiEoFEkt
BH - dBEEROEED X 512, OB IEE
ERSDY, ROBEEMETAILIZLY) ZhICE
FEUENET EHTRISSEITT 525 X7 — FRIG
DREFITH 5.

HHERICBWTIE, REBRAFLZERT S 16
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BN REAE

/

B B

- FRMRET2EREREE, MR PRIEROARMOREEC
KDELD

- BRSSO CIHLRERAERET S, NGHEOXMEE, X
BEEyJOTUVIME (XLA) THOEND K S B iR,
HBVEE IgMERE (HigM), DERBERISETRE (QVID),
FLRH—BIHE y 7O T U VIETH 5N B & 51 B HEfEDE

- TR IFILORINCED.

- THERBHEAR CREMRRRCHD DRI <D, Mlathirs
(&, BEEAREASE (SUD), MHCOSANRIEIE, MEHR
MHEBNRIBE (AT), DAATY - A—ILRUwFEREE (WAS),
F4Y3a-VERECHONB S ST HIMREERRICLS.

- BEHRERS BTG EHBRERTE NS, BHE
LDIE Q1 BERFOXIECEEMHNEMTE (HAD) #iECY. #
EOBERS (€5, C6, (7, C8) PE2REESY/INUE H
BE. |EF, JONLIY) OEGEEERGBETIEZD0H &
UPE CHE, BERNE) ORRCHERICHDDPT LD,

- BHROBGNAMECEERCRRCODD DTV, RIMEOEER
BILRIBORKE, DFED NADPH AF 5 —BOEEH I RE(E
RO HBEILKREK, Z—I—FFY RSTUMILOERDTRET
HHCED, BHAFEE ((GD) ORAICESTVS. Bififah
ICHIEEYDR T 2 ERERIC & > RS CREEORMICD
BHS.

- BIBRGETRSE (LAD) TR, sfligh1 V7 FUraFaERL
feHiFh SMEAR Z BB L CHRICHET D ENTET, &
EHORMIRESHHONS.

FRMEEASFREREE, Bidms PRIERONE
HOREICLDELD

BERSERRERD—0DH 5 VWEIEHOBEZEOREH S
WIEHEEREIZ L o THL B,

- BEEGEASECIIESREROMETH S THIRE VW
LBHIROREND S,

- JEERAERSRE CIIABIIBWTIERENICE Bike
Rl COBRORENDS.
FEREREFSERREROMBONEREDKKRIZ & 55
FORBTPRBEFHITHEHI ATV S.

RIEASIER, BEICBY BRI~ OBRZHOBME S

5.
- RERASEREICBT HBRIEIK I NI T OOHBRIIST
bhn. fEru7Y v, #HED L REMRICKEDD
BEETE, A VIV UYHE, ML UYREREET
P RE R ERB AR OMBOREREE IR LR

4

TV ZThoOBRIIBEEE S 2 55 O TLIRE R
pyogenic infection & V29 .

- iRt E T b THIRIC KOS 2 BE T, BEH
DEZICTHHFELEEE I ClIBHNMPTESL &S
LAY X o TEEZ, FHIHME L % 2 BIYEIT 2
DTV, FOX3LThb, ThbiZHMRBREE
opportunistic infection &\»%. BHIRBREE S 26 TH
YL LTEEBSCKEOL I BdH ) SNz A VAYD
5.

B#iflat =

B HiiSHRED PR T LIBERRZRET B
X {45 BHIREERE (R16.1) 0BEE,
. Mg
- BlBEEK
- WHEK »
ZEDOFER{LIBERRICATbRS, WELRNE, HE



16. REURERE

IRFEAE B {2 HE

XERRBER S

XE#Ry JOTJUVIME (XLA)

IgA RIBHAE

I9G YT O S ARIBEE

IgMIBIIEHE S REREE (HigM)

DETERRRARRE (VD)

AR—BHRy 7OTY M

B16.1 BHIEF2OHAEL, EREREITOTUVESDNNE
EDS, —DOPAVI(TORE, BRICEEL BERIER
BIOTUVHRIBT D XA TETELIETHS.

THMKD 2 OFEOHEIBIE S NBEREOHELEMRE
(RELIRE) A0S 5.

XEfEmy /07U VME (XLA) Tld B HfaO#EESMEICR
fehie 2 4

X EEHME y 7 11 7Y VfiLfE X-linked agammaglobulinemia
(XLA) 3AENL BHRASETH S, BWICHNICEE
SN RIEASRET, 1952EICBRB I,

BELTWABTFCIaMmF Y ¥/ HERIC BAIRINI L A
Eirl, TORKRY BN ESRRITEREETH S,
MEHRICIEEE, IgA, IgM, IgD, IgE i Ehd, IgG
I BT (100mg/dlBLTF) A6RBDATHE.

EEe~127 TR, BREELCRBIIBITLTL
HEBHRD GG L > TREPLBESNTHE, o
HBEhlgG i E2 o L REBBTILBRARRETRET S
X312k5s, BbLAKEBOyZu 7Yy YyIAEESLUTZERIRIZ
. BEOFICTVLNRD.

XLAEEFI X REEERICEET S (8162). X6
HECRE L OELORIGHRAENSEOCELRET LHE
T5. INOORBREGETFENIFHOIER-IzZ LY AR
P OEI BRI NI

XLA OEEEEFIZ, BHIBOMBEICHEEL srcdSAE
EF773V—-CBTERFaYyrFIh—F (btk) TH5EHZ
EERRRE SN 0 BRI BT A BREREFLAR
B2, BMIBOLORBICLELZZIEIZHLMLTHS.
XLABEBFOBHPICRX 7L BRRSEERICHEET S
A%, btk DBEFERO-DITRAB ML TE W
(516.3).

IgA RIBFES KU IgG Y T'0 5 ARIEHE Tl B DK ME
ICRIEDBD
IgA RIBHE IgA deficiency I3 D% { & b5 RIEEE

ThHbH. BRATIR 700 A 1 AOEEICEET 528 130

DMNETIEHFEELEWNIL FATH 5.
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XIEHBMNFIEE (CGD)

T4 ATV - F—IURU wFERE (WAS)

X EHEEEARERRE (SAD)
XESHRy JOTU/MIE (XLA)

IgM SBI0ZE D X RN

H16.2 HLOREAREOEMECTIE X L& HIBEL T
5. INOIRTOEBCEGTERNBESINTLS. (Schwaber
J, Rosen FS. X chromosome linked immunodeficiency.
immunodefic Rev 1990;2:233-251 KO ZE)

IgA RIBEED & 5 NIRIBEAEHR (MBR7LAF-) 18
ZHRT,

IgA RIBFEBBE O 20% 12 1gG2  1gG4 L RBL TN T,
TOLDIBERSEE RET 5. © F T LR ORESE
T AR IgG2 7Y SACBLTWADT, gG2
HOATHILIBE RS E KIET 5.

INGDZ IR, 775 ARBERDBEROKEMED
KiEC k3 (K163 2HH).

IgM SBINZ S BBRTLIE (HIgM) TIEISAAA wFHiE
EE

MR REAEIETH S HIgM (immunodeficiency with
increased IgM / hyper-IgM) OBETI31gG & IgA LR E
THEPRY 70— F VR IgMAPKE 200mg/di BLE) 04
maEhb, :

HIgM O BF SMLRBRE P ) 29, BERys 0
7Y rTHRBE MR IER S v, BRI @
AR, AP OMBIET RS B IgM HEHEEELPT
{, ZOLORBREIEIMZ ACRERBEZEHT 2. 4
B BCEHBREC IgM EEMBOBRERALNSE L) KR
% (K164).

HIgM D 70% M L3 X ESHEHE0BEBRAEZ LD,
CD40 J 47~ F CD40 ligand DR{EFERICL 5. CD40 Y
# v FEEFIZ HIgM OBEEETFOHFESBML Shz X
Rt fhRBEORM & A—HBLICRAE S i,

Q. (D40 &£ D40 UH VK (CD154) OsEizED,

A BHIFIREID CD40 AT LB T HIICRE T D CO40 U BV R
OEEIERNI SARA W F ESEREOMBMICUE S H DR
BIRS JHESIRST (8.8 8).




Bz~

B HIBRRRIEICHIT 2 B isE
® B
. IgM S TR
lgA TIBTE RETEIE SEFREE (CVID)
(HigM)
JuUB
Eillin]
KB
Hika
B i IgM IgM IgM
gD I9G1, 2, IgA1,2 gt
3,4
SENEN FEEENE
BB
il
gl
S IgM g

E163 XLATRSEBRIGBMlRERE, PBOIEEDIgC AR HgMBER 196 L IgABXRIETD. VID TRELDFPAVILTD
EREITOTUVERNLTVS. IgA TIBETIE, IgA FIEEB 411, BHOEEMRICOHE TR, BeEEHINOBMERY .
—EDFIT 1gG2 BKV IgG4 R B Ml EMIICOHETER

HIgM Ti¥, BHROBEFBECERICEE ST IgM

HigM DFEOBEE 5 1gG, IgA, IgE DEEADAA v F R EH0,
® HIgM REREASHOREHRE L 5bDbH 5. LI
PoT, BFOALLTRFTHIORRELD. Btk
4 HigM @B BLBEL S 5V V577 I F — ¥ activa-
tion-induced cytidine deaminase (AID) &I:Zh 5 Bl
DEZOBEHRMEICIVAELS. ZOBER, NP2
7B THEEILSR, —FRYPEDNATYF I VR YV
WERT S, &5, DY IVRYIIVNMIHBER, 0
ZEIZE DAY DNADYIRI S ND., ZORE HEE#EE
FOTHTHIRR, DENZ SRS v FHBEIIFREE S,

SEETRERIREASIE (CVID) TlEB#lE~O T+
WICRBED %%

S EARERAER LN common variable immunodefi-
ciency (CVID) DBHEIZ 208, 30RKH 12z EFnLBE
CESEEy 0T YIEYET 5.

B164 HEEEBEICY IBICRFOHRESRET DHESDOH
TRIZENTVS. NSO IgM Z&RLEBLTWVS.
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6.  REERERE

Bib L FERICBAL, FORRE—RICTHTSHS
B, ZTAFALY 5= VA (EBV) OXHI LT 4N
ABPEEFRRET LI END .

CVID B#i3 XLA BB L MR, {LIBERERE TH
L0 THERNERS I NVHIENR (Giardia lamblia) (K
16.5) DEGFEEIEFICZITR TV

£ DO CVID B% (80%) O BMILIZ B 2 ki % HiE
CETRITHS. BHBRBEKICREESLZOTIEERL, T
ML OBE Y YTV EZIT OGO THS. CVID
BITA THROXKBIZOWTIREZE X ChhoTnikwy,

CVID B#id, FEMLEEREE FHTE 50 THER
Y a7 CTHERTALENS L. L OBBRATRE
Fethts BLEMOOBEHEMNTHS. LIrL, £
OBRBEIZAHTHS. CVID IZEERETEWD, LITLIE
MHC /71 % 4 7@ HLA-B8 % HLA-DR3 & & 2%H 5.
GRe: : B, QVID EEWiSNCEMT, T HRREBHIRSD ¥ 1COS (T
MR T B HRSENENTOTAC, BAFFR, (D19 DELGFEEDEE
TINTWVBD)

Q ELOSEFr2TLELVEIRERICH L CTHCIREEET 20
FEnn.
A HigM (BIEE8H).

HR—BMHEy I OTU VIHETIS 196G BEEMEELTLS

FUBIREW, BEEROIGICI> TREShTWS. &
BOGGEBLZ30 AOEBMTRELEZTS. 37 A%
TIREEZILIBIB S TIgG 20D 5, MEORES
BIINT A EE R 2RIC RS E T THAICRIBEE S &,
—EOFIRCIXIEE & [gG B4R 36 » BITEhb I L
FHy, FREFTE) LALRBILBEREC»H» 2T
Vv, 29 LR BHIIZIEE THH4, FREAIZBT
% CD4" TH#ilA & OWBIRIT TV B H LV,

S5V IVEER
S TR

> N =& L KL
BE16.5 CVIDBHEOZEE FICEROS Y JIVBERDEN-T
WBDRHEND.
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RN T Mifa R

EFEROGRETDE

PFIIVFTIF—ERIBE

TUYRIUAY FRARU S—ERIBE

MHC 252 I RIBE

i

T a4V a—UERE

BEHEMEIRRE SRR

D4 AT b F=I RY wFEREE

16,6 THIRERRAEICIZU ) BRORIEND, BRORIE, MHC
DRBECSEIELRADDD. TRCTTHEORENERS
N, THEEE BHROEE LA EUS.

T #HiaT L

T HEHAERR TR ERNRRBRCH D DL

F THIRASEZR166IRT.

THifla% R 55 T HBBEREOET OH 2 BFITHMA
AP Y g,

B Mifattakix THIARIC R E CEFL T2 0T, THIRA
ERBHREFAEIES. Tobb, THRAETEERE
LR RIEOT S DEEREE 7T,

EFEGRERLE (SAD) TRYUVIBROTENE D KR
BRELEN

BHEELEBEEMRERERSTEEHGRETSSE
severe combined immunodeficiency (SCID) ®BIRTH S
na. Lad, XLARKSTHERR»SNEREZET
5.

- BREAEB®OU Z VA VARSI & 2 BTN TR

EE 2T 5.

- BHOZa—-EYRF AN Y = (Pneumocystis carinii) 7

EORRI DB,

EHEEOBEROBIVED > V¥ (Candida albicans) %% SCID
BlRoOOEBECEETICEETS (K167). FU4v 4N
ARKEEOFEICH V515 BCGHE (bacilli Calmette-
Guérin) D& ) REZLWEY I 7 F 2 HBETLHE, TR
BESE R NS OMAEIC L B EITHDORYIC LY, SCID
BEIEII 25,

SCID i34l T, BRIIBEMBHEICIIBDLEVE
DEEES2EDACECT 5. BEBESEDITRE F
F-HROY IABREF XA FIRBL LY, EEEVEELRE
EEEND.

SCID BF Y > 38kA5 & b Th% v (3000/ul).
VSRS ) YSERPEEL WA E LD TAR . R
BiEEDHOMEEZEL (K16.8), BIFMOE3, 4885



SCID BEOLRAOROEN VY

%

5

16.7 RBOEHA YT SCD BEDORAN\EE C L <EEY
3.

SCID DR

168 MIREECY ) BOBADGEWNT &, Ny HIWMEDH
STV EITEE. PRI DEIDEREESY 5.

WCHRT R ERENRD O RoTWwa, YV 2 3kEil
e PTRBERE AT CHMBRCBATSY (28
fB), NSNS, BRRIZY SlRIC R 5w,

SCID ZZIB XL W BIEIZLE W (1 3). 50% PLEFX Hef
B EOBETEECRERRT 216 TH A, FOHGBTFIIIL-2
Vesy -0y a— F45. ZOyH#BIZIL-4, IL-7, IL-
11, IL-15bvtE 7o —D—E L dhoTnb,

Q CNBOYA ML VD55 THEEOVEAMLICEEEEHOGE
nh.

A TOEDTILT BT LTS8 T BT &N THIBOREL
BOHEETHD. LichoT, Uv) GRS T Mg manc
WAV DO OV TV ERITDCEDNTERN (H22988).

SCID O& Y DI ko fk LoSERIEFIZL 5.
FORMWCEMIT T ¥ V7T 3 ) —¥ adenosine deam-
inase (ADA) ZWL 7Y YR 7 L4 Y FHRRAFYF—¥
purine nucleoside phosphorylase (PNP) D&EFEETH
5. LT UOBEEEOKRIBIZY o BREMIRICHEY

THR T2

SCID [CH13D ADA B&RU PNP RIBEOEZ 5N B1RE|

ADA O PNp

R =E =R XA

FAFITT I FAEUTT JII
dAMP t dGMP 1
dADP 1 dGDP 1

16.9 ADA & PNP DXEIE, ZFNZEN JATP © dGTP DBEED
5T EBIONTVS. TNSORBIEYEEBIC DNA BRI
BOBRCHDOURROUATF FUT O 5—EDREWETES.

2RTAATP R dGTP D & ) RBEYOERZ D206 F
(B1169). ThoHDAHMEYIIDNAESRK, Thbbiilai
BIMLERURX I VFF R o 5 —E2EET .

ADA & PNP R _RCOMEILEMBICEET 5728 O L
TZDORIBTY YBREZTPEEENEDTHAI . FD
BHEAE LT, UYERTI Y X7 L F 5 — BB
WZEIZHBELH L. —F, 3h0MBTIIIOBES

'mﬂP%dﬁ?@gﬁ%ﬁﬁMMﬁﬂNPwkﬁ%ﬁﬁ?b

FREMAHED SCID O—R X RAG-1 b L { X RAG-2 &

A= FY5BETFOERICLS.

Q. RAG-1PRAG-2 #10— REZBETFORERIAD. BE, Tho
DEBEDEIESRBAEREBIE ST O,

A, RAG-1 & RAG-2 DZDDEEFRIBAEMHLEETFE, £BJ/0
JUVEGFPTHEBLE TS —BEFIERT BIcthd DNA BRI O
HIICAH DS DNA D_ASEIMICHETHD. Lich-T, BEFE
BROEET, B, THIRNTERL (K3.2980).

SCID D& b L Wik, R&lHgEsEo—B L
Fr—, BERBRELRZEEVLLOBUBHCTHS. 70% D
BECTHEBESLLARZE 2. 20X 5256,
HLANT T ¥ 4 7O—(7F 0T 52HBAOEFHESA
Hh, BIILTwW5S,
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16. Jﬁ%ﬁ%@ﬁé

Q. SCID ORBERIZ RF—OBREREEETERVEDC, TEBiE
[ICHIDIBBEE D NETON.

A RIr—0OEEMRIeEINICERETHDDT, LIETY DR
BICHUTRIST 2. CNEBRERWTEZIE graft versus host dis-
ease &3 (K12188H1R).

B, ADABETZL b T4 VARY ¥ —CHAANR
ADARIBEIRDY Y IRICEA LBRICAVLhAZ. Th
13845 T8 gene therapy BB L RHOFITH 5B, £
D, XEHHSCID DBRICBWTI A NVARYT & —ITH# A
ANTIL-2 LT — D ylBizTF R EA L E%@"%ﬁﬁ%ﬁl
BIC X BIEHFEPEIIL T 5.

MHC 735 A I 59 FRIBE TlaNIUI \—THIlEHRIET %

PRl (v7u7y— YR BMIR) LICMHCZ 5
AN SFERALBRVWERAIFREASEOREL T 5.
Lal, CoRBIkeFREMICHH MHCREETFEL IZE
BB L 2w,

BRI, HCBREORRERET 5.

CD4* A~ 83— THEKL (Th) OFEZMRRMNTOMHC 2
FGANGFIZEBEDOBRICKELTWADT (F2ER
FB), MHC 7 9 A 1 4FKIBBTiX CD4* T #aASRINT
5. ZOX) B ThERBORBTREAEERED /AL
5. MHC 7 9 A D45 FXRIEIZ Y 9 A D#ETF 5 AIFEEERE
ST HATUE—F—F VRV BEORIMZE DV BE B,

T4 I a—IfE BT IRORERRIC LD

M LR G e P CiRIEE 6 BE TIES, 4B HRE
T5. DWT, PIRREEHRICY) SIS A L T Ml
Wb 5, BIFRRL E LIEFRENORBET .

3, ABBOERNEHERRAENT 1V a— ViER
¥ DiGeorge anomaly % d7: 5%, THRXIBOREE MR
BERLBIRETHAIMPCEI Y S ESETHS. BIRIIFR
PECERTWS (MREE), FAMEMICHL, LEO
HROEIFE S EHFOESE 2 LTw5 (R16.10). &
RGBS KBRS O LR FARR O 82 v LIERIBRIC &
AEAERTy=—bFRnT. Tk REBREIX22q11-
pter X723 10p DEFHE/ VI—2HT 5.

X B ) IEFEAEIREE (XLP) I3 EBV BRRCHVTELD

X EEH Y ¥ W FERE BB X-linked lymphoproliferative
syndrome (XLP) IXEHREEZEOREY A VADL SR
FA Y - N—y VA (EBV) OREEBIZASNDHRE
EHETHROEELHEZHHTCER I EP6ELS.

BIBIZEBV ICEMBT S TIERT, EBVOREICLY,
BRI RS B, BHIBOSES BB 2 &y 0T
U VIdE, BIERY CoMEREE, b LJEENEMEE
T 5.

X Ptk EIcdh 5 BEHEEET 1L SAP B 5\ id SLAM-as-
sociated protein LI 3 T, NKMfaD7 ¥ 7 ¥ —4-F
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F 4 V3~ ViERE

B16.10 WERRERE, EAENT, LERROGUBLKEICER. O
MERDEXRELEEHTD.

#3— N5, SLAMIZT, BMREOMBEREICRERT .
EORBINE S & SAP IZHEERT 5. 2 Hh =X L3 FH
TH 5, SAP IMIIEEN: T Mo EHIR oM % #1H
T 5. SAP OEEMRIBICE YV HIEEY T & NKH#H
FORERIEIZXL Y ) VBRI PO MEHEASRE S A
B, (R B, XLP BEO—ETTH b~ IS FO XIAP %
O— RYBBGEFOEENEESNG)

MEIRRIGESFIIE (AT) TETHELETI—ERET
OJUVECFBUCRakhd 5N

MERIREEE R ataxia telangiectasia (AT) 13 F %
BHEEEOREZERRE L 5. AT BIRIZAER18 » B 2 2858
AT (R#) 2577, BMIEOWIE (telangiectasia) X
6T TITIRP R ICHIE T 5.

AT S S THRAEAMES . 70% O AT BE
IgARELDHY, —EHTIHIgG2, [gG4DKBEIH 5.

Q EDKDITIgA, 1gG2, 1gG4 HEBETHDH (IgM, 1gG1, 1gG3
LD,

A IgA1, IgA2, 1gG2, lgG4 HEEBRTFI, BRI VD BT
DlgM, 1gG1, IgG3 BIEFLDHEDTRICHD (F18.1988).
DTEMGA, 1gG2, 1gGa NDTSAZA wFILBWTREIRAFIBOHE
EDENTHD. I5ARA wFITIFTAEH DNA DUIRI - ZDBEND
hha.

e T RO L HResE L (B LT T, MRRHRE
BAETLTwS BEIEERRIBECHORELET



