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Ri=4FELZEHNE LT,

B. ﬁ%ﬁ%
EEAEESIC LD 9 FicoT b
tk“ﬁ%ﬁ%?éio SR
HREMRRBEBRO, B 22 EEEN
sl L, FiELELTIE, KpEILIZ
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FHEBIOMESHEELBICL2ER
D E, BERDNITETER, SHEETER
EERER LT,

VEE T N—T 12 L D2 ERER, EIE
}_L‘ \fﬁ 3//\[1%7‘:’”"‘3;)?”‘ I‘\ u/fﬁtﬁ/{
RZ A v OVERRTIER, wmsthRzE, EE
R A B2 I LT, & IR
R CTHRICHERE LT —ZX—ZD
TEH . BTHICBEZE L7z FACS 12 L AR
ZhE, 7o) a2 PCR - G —
g —7p ERIEA L BEA R R E
fRF OREB L T2 WHERR %, s
FA HH 3k DS RERRATIE D BR %S . FTIRR K&
IGFRER EIZ L VITo T,

5 — HF X — 2 L L TIL Primary
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ZmMﬂDwBﬁFT ESETIE, B
AREREIEL LT, 41 B, 0
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Z 2T, BEEREREEDERZ &
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Clin Immunol. 2013) . BRKINIZEIT S
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2 i = %
(http://esid. org/Working—Parties/R
egistry/Diagnosis—criteria) #&#&(Z
LTERC L7, & Tl BEDTH T
DTk & ORigk OREER % Jric X@ﬁif
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A G098 AN IE O IR 2 R4 W RE

NHY ., UTOWmXEEZC, bodb
LEL OBREZH W LT D0 #i-
7o T RS o B4 VERL LTz (de Veris
et al. Pediatr Res 1999,
Comans—Bitter et al. JPediatr 1997) .
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N AW L C TREC OIAH 7% 7
720

X-SCID, ADA KABEJE DR WL i & Hy
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T AR NE - BIEE S RERNSIED
BRI Wr B ME AT 7= LT BRE DN, *
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S5, BEEREFESTEEREAE &
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Jaf & IR D o g E OIRTERL, B
T KAR, RME - MRS E KRR &
Rk & UL AR SR AP BgEE o Rt
SE &2 PR L TR 5, RIGHFIEITEDL
BN T v | ATl TED

JET VEHERE 2 5 0F 9 5, w%@$%f
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?é‘fwu (‘,i}) @o
VB9 20 0 SCRk S 0 R

ﬂﬂ?ﬁlﬁ’ﬁ’ L FE L, Primary Immune
Deficiency Treatment Consortium 3R
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ERL LoD, W ER AR LTz,

RD D—FBZ DWW T, IR A s
FANAK2 ERFE STz, L, AK2 K
BB L% de T A B = X LT BIUAE
D& AL Do Ty, 5%, K
FRIEIE A B = X LD & & bIc, iz
T NA T — T — 7 ENRIE S D W]
MErEL d V| Bl S REX B OER ATV,
PR B MRATIFZE & ool & R oD TN <
BN D, FT-. RD L leaky SCID & 47
HENDZ ENH Y Omenn JEBERED S
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T DIERICHEE A4 9> BN H D,
Lwﬁﬁ V3 TREC SCAAH . T e 45/ K hE

DOFTALMNE SCID & x 7o b &, &
Eﬁf;ﬁﬂtpﬁkﬁ/}\%{fﬁi@ RD %3 2 %W
ERH DL, 1B E Ui i ia e
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A TR R S R & A D
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DEMEFFINEB SN DTN T,
Tl B OHENH O/ A EEME D &
Do DRI EEOERE L BYFHEIT
BETHD,

FEAEEBELT, RD ORKEERE
YERR LT-, IS T O el L. Eﬁ
FromRE 7 ru— o0, el &
HYETH D,
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BREEFT R, BT — &, ERNT — X
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BTRENRLDICONVWTIIHEDF
& DOERLL B L7,
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Wr iS4 SR L7z, Wiskott-Aldrich JiE
BERE . BRI PLTRME/ NI RFRAE, T A
LA PREERRE EREFERE, Bloom fiE
fEfE ., ICF JE{RERE, PMS2 H A AE. RIDDLE
REfERE, Schimke 5, RV — b U IEERE,
DiGeorge fEMERE, & IgE JEMEE, AT
OEFIRPASHE 2 (1 0 B A ASE, e R M
BILBREE, ZNbDHA FT 4 1B
WZHimo> T, Z EFT AL ~ULDE
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ERIZE D, X0 EEICEENREDI.,
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B SN D, & 1ef EERETIIEC, &
% CT?D Bodo Glimbacher DA a7 Y
TUARAT LA BEENLT original 728D
MERR SN TEY ., ZhvE ToZEME O
B A 1% OB VR ~D /)G 78 &3
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NVTWDIRIL T, 572 FF STAT3 BEFED
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EHRRVE/ MM RFE (PR B £ < |
Z OFHERER TIEZOWN T H SRR
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EEOIERICEET 5858
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JEge. T, BRUMGE 72 & oD R 18 MR
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FRMERERESIETH D X HEE
T~ r a7V CME, SERRERRE
REIE, & TeMEMBRE, 1gG Y77 T A
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IR —BHEN <7 a7 Y ME S
%L LT, UpToDate 72 ExHE |22
WrikE - EIEESEB L OREI A KT
A DVERREAT - T2,
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TfETREREE L. EREMERERRRED
9 h, EE e ERIESCH O R A
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Do F=T 4T v HIEMERE (CHS) @
E X EEH U o NBEREEMRRE (XLP) R
BOREMEY N BEEAEERE  (ALPS)
MRBEEBETH D, ERTEES L.,
MR ETEEOREIZH D U 2 REko
WREEME L, 7 P = ZAOBEIC LD
U 2 BROERIBEIE, B ESUSHEY o)
BROBRECHBEARLSEIC LV &2
ENnEEZLNTND,
EERAREEOZWNL, MDEETH
5T &, HMMRREINLERZ LD
VT LHES TIEERW, KFITKBIT 5 HE
FE, CHS T 15 ], XLP1 C 30 f51l, XLP2
T 20 i, ALPS T 20 fFIFREE & #EE ST
W5, Z®»95bH ALPS 12X . NIH
International Workshop £ % 32WriL#E



(Blood 2010;116:e35-40) 2N{F{E L .
AICTHEHSND 2 ENE, —J,
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Wi PR ) 70 R U B i S T 5
(Pediatr Blood Cancer 2013;60: 15826,
Pediatr Allergy
2012;23:488-93, J  Clin  Immunol
2012;32:411-20) & O D, 2WrhkiE L
fif STV, F 2 CARMFETIL, =
NG 3IEBOBWIIAED(ER 21T > 7,

Immunol

ENAC I E TIED Bz R,
Tt BT, SRR A RIS PE
T — SN CTER LTz,

AR, AT U WK AR 0%
B R S A RO L il Th
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WIS R E B S TR Y . O
RESCF2 W L2 VU L B P 00 70 R 23 o B
Th b,

5. REMAMEMENSIER L OIXRE
iE

SRR IERERE R 2 E R L ORI
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2 B P EENERE L DWW TR R LT,

BTG IR R EA R Z R H%., &b
B O W E B (gp91/p22phox)
DOF A D5 F /) 7 0 —F )V CHRE
T 5, MREEBIZOWTIE Western
blot V& FE /=1L pd7-, p67-phox HikZ Fu>
T FACS fi#HTIC L W 2lrd 5, RIT& ~
DRIBEBEIZ L HBETRHRIT 2TV, H
B OWERET 5,

NCF-1 i&{=F AT ClE 2 DD AEIsF
(NCF1b, 1c) 233 B 7=, BInFENT 21T
T2 <, exon2 O 73-74 del GT & AT
gene scan |Z X DAEGET L EOEBT
& DEHFHTC, MLPA ¥EI2 & A A8+
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H AN 35 1) 2 12k P 27 I X ik iR
(135 04 & A TWD, RN
TLTWAHIMEIL2 8 54 TEDOHMY
Oy R A RO B S & L LT,

gp91phox 33 J2 WV p22phox KRR IR K
DRI ED B0, p4Tphox K
PRI NI & Bl LT 1/4, p67phox
KRR LA 35 Tho T,

HARTOHD 3 5 04 %2 519 MERE
R R OB Gk A onis, BCK & o bl L,
OB R E RS LTz,

6. HARABERLE

2104 4 @ International Union of
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Ze D HEFTPE SRR AR ML EE (NEMO /K
FIE, IKBA X4EHAE) 2. TIR ¥ 7 r
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BREOJREA HAE L LT, 3 REIZOWN
TRoW LR LT,

Toll-like receptor 7>&H DT 7 F /U=
ERTOHDIEBOBEAT., 7a—VA
kA — & —Z F\ 7= LPS filli 1% oo EERN
TNF-a PEAEREZ HIE T Al 2 Wik &
RVAL DY

REFHIRELREE L L-AER
Wr- 27 ) —=v 7 KE, BT REL
WHAGOE T THZENEETH
Do
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FeRMERARRIEE & LT, dHRgIc
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DOLBEBRFTHD 3., HEEREHEANK
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D55, .
. 7Y = MbDEEICLAHIER, X
TEPEM I YA & 72 13 B EAL
2. MACTERR DS BEE XD Z L2 LB ER
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3. MEBEEIEROEMR - RENEEFEIN
HT LZXBD, SLE BREER, UV U~T it
FRER, RERIAR e, MERIEER2EB
BN - REEA R OAEDE
A B R IR bk, &2 CoH
IRy RABIE TRRD B D CHH0 DOEfE
TH Y | CH50 fEN IEH 72 & 1 XM R KR IE
DOFEREMEII A E SN D, IRIZFEHA T &
IEAIRE 2 D RIBE X O 5 &iE
BETOERERET 5,

8. HFERBRIEINAE

KM T OFRRERD 1mm3 H7= D
1500 ELL RIZHEIM L, &5 OfE& k%
BIHRKTH D,

—EOEFI TITRFEREREREL A
TAHT YU RERBHEHE L, 2528 IL-5
72 EOHEFER T A K& W U CHFERER
HIEDORR & 725,

F7-, —HVUEFI TRy o —F
[EKTHD A ~v=F 7L FERER
DM v, FIP1IL1-PDGFR o (%5
oy —¥ e LCERMICEMREL
LTWAZ ENnDL, ZOREERTHR
JAeELTHEEZLNLTWD,

FIP1L1-PDGFR o DA mRNA H3FRH
N72NZHEBEbL LT A~ =F T ICEE
Mobd, A ~=FT{EAF o &)
—E NP RERN S FEET D,

KIIETIIT EST A L~ D E
WL T —H, ENSNDTA KT A %
BT L. O L TE OB KRS
EFTREE LD,

INbDHA RTA4 VB dh Tz -
T, TEF A LVLOE VBRI ES
L., £72 PIDJ IZERBE LT — & &6
A L7,

9. BRMLRABEREBEIZLZ2GERE
$E

BREJRBIEREEIC L D RERE
FEIZIX, BRMRBETERICLVES
LHEBEREIEE, BRMICEASNDH
CPRIC L 2 RERERNH D, ZNHD
B DOZWEEE B LT,

1) BROLBEFERILZ LD

a) HOaEMY o SERIEAERE (ALPS)

b) RAS B B CLoa e U o \HEFEE
REREE (RALD)

BRI ACHTRELEICLD LD

a) 1BYERZJERE S ¥ X E

b) FAFEIERI R R ESE

c) KIEMER &R BB

d) FikaEBE (PAP)

e) ERMEIMEVEFE (AAE)

10. BYEBHE A E R

HE A %5 W (graft versus host

disease; GVHD) ©3:[r] & i &5 7 fE FE A
(BEBE, R, W& MM 254
HEDO—>TH Y, FF— (EmEHEia
RALE) DU /8BRS, SEIREIC L -
TPz hOBSRERETDHZ &
WL > TR I DEROBRIRTH B,



ek, Bhiits 100 B (dayl100) LA
U % GVHD 23 GVHD & STz,
2005 A E ONIH DN FEfE LT T —F 2 7
7 N— N I o TR 720 S E DN R
U, 2008 AR M A S22 0 5 |
P2PE GVHD I FSIERE & 3o —iE D
PWILHE S - TRl 5 2 & RN
ShTWnd,
EEOTA RT A 0, & LTk
P FB o~ oD 3 I AR A P2 VS FEE T D
BYE GVHD ([ >W TR ESh/=b o Th
BN, ARWFFE TR BRI 2 TR G
PEARARIE A~ O i A% O GVHD
WCOWTHRT L, A BT A WY T
H D E R LT,
INLOHA FITA4 ahdhiz-
TiE, TEF A L~ULDE R A S
ML, F/ PIDJ ICER LT — & %1%
ML=,
MAEDTA RTA4 0% EE LTk
PR A~ D & ML R DV TR
HENTE LD TH TN, I RIER
BIEDOBHE D GVHD IZ DWW THE L,
EiOTA KT A X RERRIZ 3 0G 7] BE
ThdHEEZHINI,

11. PID] F—& RN— R [ZALEERE S
Nz R ERERSIERE 601 floEEE
HISRAT

SR 18 RN D BB RN
TIERSIEEREC BT 2 SR pFoEEE (LA
T, WEIEEE) %, HERERIEFEIEIERR T
b DB RFTRIET LV X —Fha
eEt'r#— (LA, RCAD) | 7/ MfRHT
Mgk Td D D> & DNA WFFERT & L EIAF5E
ZBAtAE L. ERERTE®OPIAL, BRRMRA
fEAT /RTE O R YL, B TEYT O 5
b, Zi8 L. BRIRRIT IR D H 72 53
HiEn g ~b BT S H %2 B s
Lice TDNT L5 AT A5, PID]
(Primary Immunodeficiency Database in

Japan) T 5, GO TIX, Rk
26 4F (2014 4F) " PIDJ IS8 Gk S iz
FEGNZ DU TSI LTz,

0 B o—7nm—HA4KARKY—
(FACS) (2 J2 D b dric J 0 2k
MBI 5 IR DWW TR L, R
Tl oI T,

AAEFE . PID] v MU —27 2l LT,
601 151 D JFE M S 8 S A4 5\ E 51 DS
fran-021) , Zhid, £FET1LH
(2 1. 64 B FrBLE ISP 0005 A e B
MRAELTHWDHZ EER L TR, MR
JED 127 {5 & 725, 2014 4ERBUE, #
7t 3386 BH PIDJ 77— & ~X— AT B ik S
NTW5D, ZHE, AB 10 TAHTZY
2.66 BT D | ARIRBKINGEE & e~
Bz EEoTnB,

PR Tl B 2 RIEPES BN
238 B (40%) &% ThH Y | WEFED 1.27
Lo TWD, Tz, HORIEVEEE
% E e DR 50 R A R R B
Fk L VTE I S5 TND, RIZE DD D RYE
FHEEEE 73 B (12%) TH Y. WEFE
MBEEARFEHE Lz, IT, S RNEiE L
BT DR 67 # (11%) . AR
FLEIE 57 51 (9%) BUREEAREIE 55
Bl (9%) Efix, HAERERAEE, B
IROBPEARLNE . MR KIBET D TH -
Tro SEEARREFIN 71 B (12%) & HIhN
LTWwWk(xz2) .

LB I8 & S0 R RE 3D 72 WS SR
Lo TWBHN, DIEANRRRE N EE
(CVID) @iz TREC {&fE, T72b5H T
T A RE DR WEEEEN B D = & 23]
AL TRV, £—8CE REERE
2T THEEERASENHDZ L by
Mo TND I D, 5k, BIAFIELE
Bz DT, TREC AT 24T WA 7 ) —=
VIRBREELETHTETHD,
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