10 REEKE

B =
KAHAT L OBEIE FROmD TH3,

1. #EaRELRLE (CID)

T MR, B AIRRMEE OG22 > TR ORI TH 5, BIEEETIEARSE (SCID) &
COEFERICEE NS, 2014 F0D IUIS 77D ERE T 40 LA ED CID BLE(E A5 i
HoTHEH, SBREEIBIMA SN THENS, ZLDCID I, VSRR ZENZTNDY
VBRI O DEEEFIC K > THHEEHANIRETH %,

2. REAREEZ# 5 HFHNGIERSE

FUEROBEEICNA T, MERROEE . WU EEEZIE, REHER, R, NaEE,
it A G 2R CH 5. FHC DNA JUSIEE R % B9 2 BRI 2 H RIS
EL., ZHELHEEZET S, ZLOEEPNTINTVEDN, 2LEEMEE TS M
BoTHO., BHEMELIETH S,

3. RERBAREZE LT HERE

WPESOIEARIEE T E 2R, Wi, RISMER. Tl WUESOMBEEGYEZ KE L, Mg
gy a7 Al (g6, IgA, IgM) OREAMTHN, WTFRAMEETH - aIc sl h
%o IEFIEULFEFENE SRR RIE DRI 8 %,

4. REREEE

SOEHHEIRE T X, FRMESEARRIED 5 B, @RA RS SIER H IR DO B IFAYNEE
DHLEEZDFERTH D, FrT 47 V77 « FREGREOIEA, XGHEHY >/ SHEHE BERE
(XLP) R F k) > SESREWRE (ALPS) MMREMREBTH B, APERHE, MfapEE
TEEDEFICLES ) 2 SEROBREFEMEAL, 7R b= ADEFEIC KBV 2 SBROMFRGE, H
CIISTEY V7 SERDBRERHIEARFIC K D5 ERHTINZ EEZ LN TV 5,

5. ERMERMRBERSIESL L UXRIGEE

B, FEENSFIC K D FIET ZRERCH 5. Bllfd, MR, B, HUREIC
X9 21E ERERISICEETH D BETREZNE DILRFUFICH L AR 2R, —/
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T UAIVAITHT BRI RN TS T ENBL, £ < ORERETEHTEE TS A
IZia>THD., BHHEELHIETH 3,
6. BRARELRLIE

BB W T EREAREZ RI2 T 0 F OIS RNERIBD % WISHERERFIC X > THB T DI
BTH B, AR S BT VR BERHAE, IRAK4 RIBSE, MyD88 KIEE, 181K
RS > O RS DREDN T END

B INERA

% 5 R
1 BCR&EM) o/ IEEEEEE (ALPS)

- HEREME D v /\85EEEE (ALPS)

RIEDFUTH % X TN AT+ 7 THIRROME T, TCRy § & THIFROEAZW L 7=
%, CD3+ CD4- CD8-#ifa & LT LixnZ ENEETH %, #47. CD3+ TCRa f+ CD4-
CD8-AHfE L UL THIET %, F/z. FASEMLETFERMN A TIVAHAT 47 T HRREMICEY A 71T
FET 25 G T, lH OBE AN Tl T LEZRIMIER I N AV ICHERNRETH
%

RECIERZEEI SR

&  EEEAIEDREZENC IZHEMNEREIDRNETH 5 Z & HZ < Primary
Immunodeficiency Database in Japan (PID]) (http://pidj.rcai.riken_jp/) OEH
M7 A —LZFHT 5 & X, T, FEEME, ZHOF5[2HEZ2S2EICT S

& OWNIEPIRO LEZERIEIR PR T R BREN, 2 237 FEBRHT TS 2 Atz
5. RACHICIZBIZ 2N THEE S %0 %249 270 F ORIV EIZ FRE AR 5N
WG, HE5VIEERDEHE N TOEWEEICE, BRYRBOREOEME L 22 TH5 %
AN D 2 DD FEYENFEZ O CREHT 5 2 EANEX LV, WINIcE X, &
PR\ DA M ClRlfiRE COME T — 2 AN EETH 5,

& MR BT BENE. XEPE a7 VIE, AR A
JE. T IgMIEMRRE, 1gG Y77 5 AJARIE, IR [gA KARE, RrEPiAREA R RIE,
—IBMEA >~ 7 a7 ) VRIS E N DD, RS EE LEVEDEH 5,
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& R RMBEERRAED X U RIETIE. IR ARAER DM AT HA 5 555 72 5E

5o AGIEWIFIBIE 3505 B BRI DI T, SERIEAFHERIREIC 3517 5 FBERREY
BECOMEMIE, LV TG ORIV TR Z A 3 C LARETH . SR
OHIFL. WIICHWETS T LAMBET, FHIICIDRIE TN THAET 5 T LI

FLUL,

& HRREARIETIE, B IITEOIET, BARIEICEETT 2707 DRIED 5V IR
RESH DD 2 M ENTVE T EWEAITH S, BIKBNZETH -T2 KRR

BT —RICHEZRD IR D -1 D2 LIHEEZET %,

¢ CIDICBT AMBEAREERETIX, VU REROEXHR~— 11—, FEMEES, sy ary
M. FEEBiUA, TREC HE2SEIC, BADOMLEHICTHICEWTEHZED S,

¢ X-SCID & XHEMAHMERIROEIRTH %, Hill y BHOZSFRIC KD, TV /8B NK g

B RIHT 72 IFF L (<300/p)). B MU EH TH 5, FAIEIRISHE L O HEIEHEGMER

QYET, BRVERT S,

&  ZTOMMOEERIERRITIIMD SCID, CID MMFET %, azWiDbifglk. T RO

HETH %, SCID Tid 300/ul LR, £< o CID Tld 1000/pl L FE7%5%,

HEWNIER E DR TEIRZET SR

& RIS RO, MRS & eI 5 2 B ORERHT R S Nz,

& HIRESIERTR TRADEE LR > TV RAHIRDH 5. NRIBIERTERR ORI, J5H—
AEGIRBI THOWS N TV A HFNTHEILT 5 K 5 Icb 5Nz, HlESUERTEOBR T D

BRI AICIE, MR e sw It > 2 —T 2 791 b
(http://www.shouman.jp) ICCTXIEZHERT BT ENTE %,

HEBIEICHEVWRRA L3> oA
CARREMEB A< BT s
e HECIEMED NG R o AR - DT,
L B m— M T T ) Y RE (B CRIERE) M 1)
e EARICTR D . RSO0 EMZEN TR TRBEVWEEZALBNS XS ICE> T,
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Z0ftt (fERIERDEFHZE)

1. 94Xy b-FAILR Y vy F (Wiskott-Aldrich) E{XE (WASP)

iR GV G 2RI TRROEND, HEGE. BHETHES ZINA Tz DM 3 F
WTHBMN, TORERIMLATH S, WASP 2375 Hi% 70— 1 b A—ZETHRIET
%o

2. EMEMREEENKALE (ATM)

BATHRAMR & HUCH S NS 275 (RREER) B8 TH 0| 1 6 ikiilit: CEMILE
LRSS MNCIR %, IgA K TEZED, EARIEZ 2T 5EDEZ W, o -fetoprotein D |
S OFLYLR) LEETHS,

3. BERERZEX (DiGeorge fEMREE. 22q11.2 RKEIRE)

KAV D LffE, RIBMEIZAL, ORISR ATE, RESASSS 2 T8k e L. Kby

7 LiffiE, T AIREBOE T, O TRES . Retifk 22q11.2 ORI fluorescence in
situ hybridization (FISH) ZCRHET %,

4. = IgE fEIRE% (STAT3, DOCKS, (TYK2))

w7 R BRE 2 Hh &9 2 Milasbar EIRIC & 2 B IR iz, #rd RIA» 5 RIET %
7 MR R, s IgE Oz 3 THE T %, FAaOESiz R L. JwiEmorLiii
BIESE, FEHHRORE 2 B0 2. WG ETRENS X 5 ICGYEND > THRIESIEH
BETHE T LM THD, AAT VYTV AT LEBEICT %,

5. B XMUERBILESBE (TERC, TERT, DKC1, DKC2, DKCAS3,

DKCBZ2, DKCB3, DKCB5, RTEL1, TINF1 73 &)

THAT BROMFHREOREZIT R E U, FICKM, T, DRI R zE9 %
EEMEEHARIEREE CH 5, Bk 22 U, MREGRME. MOZE, PSR E R
DI>HD 1 DL EZRL, OISR, NHE, EEETEEFNOLDIERERET %, 71
A7 BOREMZFIA L, BIETRE 2RO 2 EDMEEEM L3250, PRTREETRED
[FE S N,

TSR A Ut MR TASERRE . I35 1gC. IgA. IgM. 1gG ¥ %
52 (RIS | TR, B MIHEIC X > THIETTS . JRIIC & > TEEXES
BUVIREETAIIC & B HEESIARB BN S,
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6. X EFH" v IIBTEREIERE
XLP1 (SAPRAEIE) . XLP2 (XIAPKAEJE) & &ilc7ua—H A b X MY —Z W EARHR

FEATIC K B A7) ==V TIRENARETH %,

BERETREILTORE
R MBI (P 4. Fid BISE. TA. RIELRE)

¥
MmFERES DT 2HIE (G, IgA, 1IgM)
1gGH L WIgAET IgAET 1gG, IgA, IgMIEE

18G, IgA, IgM3E R
| IgMIE IE % ~ #&/n l
¥
ZRHRREZERRS EEELR HENAK 1gGH T IS RBIELLUIZ
l HE R E AL RS BHERARG
3~5®TIEREIE | |
BRI R E FIR—idt 1gG1 18G2DH
BAH> =T 0T M 1gG2 ET
| | 123 1lgG1
BffifA R 18 B#ARE>2% P B 14 it ¢ e 18G1D éez
| | Fﬂﬁﬁ*ﬁ ET ﬁf ET BT
o e sl BY ERO  BRAGRG EEER | BREE
g l l IgAR B E REZHS EETLE
|;HT IgAR IBHE .
Fa7Yy>mE AIDR {B5E CDAOLR i85 BRAK
UNGRIBIE CDAORABIE RIS }
ZDhDHIGM Bi& 1gGY T VTR RIBAE

7. ERELEXRMEFRIKEIDEE (ELANE, GFI1, HAX1, G6PC3,VPS45,

JAGNT)
BPEDERERF BRI (500/ pl Kiii) 2588 %, BRI 1T 2 BRECRMIYO AR

RPBICIIBIR FEROFEN R E L 5%, ELANE 5t

HOZWICHHTHZ, WEEZW. i
WeREXLETHHEETREN 8~ IHDBEATRIEE NS,

8. BAHAIFHREREAME (ELANE )
14~35 HE# (<& 21 HER) THHERD DL, ZOBR, BYYEICHERT SN 3~5
HTHEIET %, GFhBRi-DRHIC IS HBRIEINZ 32D, WK U B Z RSN H %, 1Z
F2HT FLANE B %88 %,
9.35 RU'36 IcHBIFZ2H5DDIED. EEDEBEZ - E B FPRERFAEE
(G6PT1, WAS, TAZ, COH1, C160RF57 13 &)
B ERR D2 29 ZIEMERAC, FEER 1 bR (RifkE, ZLEEY > F— ) | XodiH
PEAFHRERIRANE (BRI, MDS) | P14 /RIESE (RRMEEE, RERE, KA <77
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U VIME) . Barth JEMREE GOE. BEEEN) . Cohen SEREE CRPELEASH. MARIE. FhpinE
FIFSEEN) « ek Z S Clericuzio BIZ B EZEMME (ZIE K EZEME. TALERE, 2
BEAILIE, KB E) Fhb 5, KWK RZ DD DICEKiZIT O D, ZWilEEICFR L
TEIBTFEZHD TObNE T ENEE LV, IBEDBIEFMTEOm ET. 5%E 2 O
I HEENDEFENEZ TL AT PRI NS,

10. BIMREEAREE (/TGB2, SLC35C1, FERMT?3)

A RN IS R 2 50, E. BEEIC K 28EMERER. WER., BIEIERZEFIE
T %, HIMERIEZ DR T, BYYERFORIR 5T, JFEYYERFE & Rz b, SLC35C1 i
TG FE R 2. FERMT3 5 cld iz &0 %,

11. a29vyIN\IY - Y4 7EY K (Shwachman-Diamond) fEf&

B (SBDS)

AN IA D B L BRI, BEREE 2R E T 5, BHEFENDWBARITHES HIERE.
EAiEZ L L. ZNOICHE (AEBEINARZZRD., FHZMERD 1 s & LR B I 2
NG, MENY SV /=72 JET7 I T—EDIF, 1,500/ pl KiOufrhERkD, HERE
AV,

12. BYERAZFELE (CYBB, CYBA, NCF1, NCF2, NCF4)

BN I B IEMEEEPEE N EEIC K O, HO0JEES: - W2 T —EBMDT RUERE, &
SF7. FLTVIT, RIRESFOMERL L, h IR T ANV AEDHRHEGE 5
FES %o MRS IRESISNEIE U NFREE B R 2 & 729, Ju—Y A F AU —
2 O T IG MR 22 A RE D TE WS B o RFEIESIE R RAE T E D S <. 3/4 DOFEf
W CYBBStHZHA L, UL IERIZZ 2T %,

13. SXARLAF VY —ERIBE (MPO )

MPO (myeloperoxidase) (daFHERICHEIL THO . BHiddikzHWz70—8 1 F A
V—T119, WV IRBERERIET ST eND B, TWICH YT RICEK 2 HIEEFYENRD BN
B, 2 < OYEHERE L BEE U THIET %,

14, X FILEGERYAINITIT7HRRE (IFNGRI, STATI,
IFNGR2, IL12RB1, IL12B, ISG15, IRF8, TYK2, NRMO 1 &)

e, YIVER T EOMIRAVE EEICN U BRI S 2R, OME, Hid, v
A VAT B 1E F R FERIICIZIER TH %, FLERINC BCG U >/ HiZ, #&#EME BCG
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BYYER 295 T EAE < FIIERIC & 3 ZFEMEEBIA NIRRT R K0T
R FREDFECTET, FHUARHIRGER > THWL HENATEETH 5,

15.38 15 42 XTICIB/ITF5000IFH. BMMREERTE (GATAZ,

CSF2A 13 &)

FRIOBIELINC &, FIMBROBEER T & 2T BHHRAMEEN TS, CATAZ T,
WER. BRRMINL, NK AU, B SR 2388 S € 00— 7 A )L AISHTS % RG2S 0, i
N8 FHE TR < &7 17 7 — Wi S AR EZ B 0FS 5. ITEOE R PRI
DI ET, 555 ORI NS BIRAMEA T BT ENTHENS,

16. ARAEZHSETENERERRERIE

SRR PR R OREN T TH S, HRELII ORIz Mk &
2 OREICREAD B 720, RPMEOFIR L RS HERILR TH B, RIEBREBOAD!
B2 KRR o SEES 2 G 2 T LB B,

17. IRAK4 RiEE. MyD88 RiRfE

TAFFAERIAT S % FLI VI I RERF T & % REEMEAERGYE, FRC (LR
BUMAES 20T 3, FebiE 3 EIERGYEFIER D TIUC X BIECRICEM T NS T LB,
HROBAIEDER TS D . FHEORIICOV TR TESRIRIMCEI L, MREnn
R T L TR TDH B,

18. BERBEHERN Y I T

ILI7F, ILI7RA, STATI, ACTIEDBLTRENRKETH M, KIEFRAENT N TIPS
NTORVOT, FMBEEGE RS ZHAICEBEITTRE TS D HETE 5,

19. AL SER R A AE

BUMEF D RBEIEMFRAYEZ BT LTV FRE U2 MRHEN TRV DT, HE
MRS RIAL TS T EDMERE N, OIREE, O/ RNEEREZH > TORWEEEIC
&, HEETE %,
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