65 REMEREFEERE

1. BE
FEHRERERDEREL. EXNIREROVINADBARGEAHIEEDRIHTHY ., X
MICRBEDNDNETTEIARLGEDERERBERLSERBLXAISND, BESNHREE LR (BIZ
(. 3Bk, T #ERS. B #RR) & DIEFEOEALICKY 200 A DEEBICHESIND,
FERMERBEFSERBCHBELLLIDE, BREICHTIIERNDETTHD, EEFRED-HOEEL
ffize. hE %, BB, BEXGEERYRT FICERORBIREZELSILLHY . P ELXDOREIZKDEH
B MBRZEOREICEYREIRELGE DEREEZERT CEL0H 5,

2. FRA
ZAERERIEEEHDEGTFOEETHD. O 10 FRICRRMWLGREERETLEEHORE
BIEFIIE<HOMBIASI, BEZMOBRICEIS>TLNS, LML 1gG YT IVTARZED—&F. FIR—
By 0TIV MED S I —FRRERDRANE. BEREFPREDEDLIICEEHAEIC
FRERDNDEELH D,

3. fEK
FIERIEHEEMETHD, DFY . BBERLGEHNEHNES G TY, AIELRBALIZYL, ARRS
BOIDETHD, EEDIMTTIERENHEZL T MEMLLGDTLLH D, FHHROCRAELEDEE
[CEEEETEHMERENZ THIRGEDERETEVMNLAPERREN S IMERNH D,
EXMRETEEERD 10 DEIELHY. ULTFIZET,
7R CHER SR - HL RSB EELFRYEBEL AEEMARPLEREFRENA#ONS,
1 F22EIL LR RICH DD,
R[NEXIREZTFRIET .
2Bl b BEfE R, BRER. BEB X RME®L. RTIREG. BBERNERGE QOFREELELEITHH
%
REEZRALTL2A A U EREREIERLEL,
ERERISEXERYRT,
1E(CARILLE, FERITHMN S,
TRURIC, HRtOBERE. REERE. EE- LHTEE (WMD) HAALND,
BCG IZKPEERIRIG (BHRIE)  BFHAILRIIAIRIZ& B0 %K. HIEXRBICKDBEIE 2.
EB VAL RICKAEFEMMKARIEZFICRELI-CENH D,
10. REDEYNREAICREREETRLEC T HLE . BRRUERERSERBLESREELNH S,

kW N~

© ® N o O

CNEDFAEDSIHEIDULETEESGEEIET, REEREFEED RN TN EFIOEEMICHEHRKY
%, CORT . ARARHICRET 5 LDEVEREESREFTRERXRRAIAENDETHS.



4. Ak
RE-BEEICKYREENBIRIND,
BEFITIE. MEE. OMLRE HERRIOFHRRSMRETHD MARZEZEIHMETIRET
LETIE. A1EIEFEDEFHFIRErEI/ DT HBOMFRICEIYRERIIZEFHTED, iFHIKHD
fETIX G-CSF D EHIR S . BEAFEBETIL IFN-y DEHRESHIIEH S,
EEESRETLELEDEELIATTIIRHICE R OBESINICL5E MBI ENEIRIND,
FF—D& DD SHRWNEE LEEFRENEEIND,

5. F&

RECEEEICIYNGYRLS, BEFTRMEEDOFHRRCErNREI DT ) OHEFRBREGE
[CKYBEDHEEINEND, TNICHL. BEEREREFSELE FEMMMBEBEE LG ESL
(2L LETERTERL, Tz BEAFEELE (T FHRRZLTLTE, 30 ML EICREEMEY
FRIAREGD, BITEYD ENHRBETLHYEMDIER TORZH. JAER. BBHENKYTHS,

O BE#HIFEICHELEHE
1. BERCER 24 EEERSKBETREESR)

1,383 A
2. RROWE
FTHGEZRFOER)

3. ERMIAE A X
FHEL HE A D& THRAMEIEZL)
4. REIOEE
HE (MRGR7S R E R R AL )
5. BEE%E
HY BRITOREREBABEMRSEOSCHELELHRIICTHED
6. EIEENLE
MR LIEEENBERAVNTHEFEULERRET D,

O fAEHT
IREMRRASERRTICET SHEMFEIL
HRARE AMNKEFREZREFHAERAREEEFZSH Bk REFL



<PEELE>
EfREFSORFEEREFLENEEMZAICLLIHEICEL. EEFBEARA M RETSERBAE
PRUSLVEARARERRERREOERL-ZIMELELRAS,
1 FEIEH
(1) REUZREFLERBICEFTNIEE (ERREFSDNEICETD)
@ BERETEE
L XEHEEEERETEE
I MREERE
. 77/20TT73F—E (ADA) RIE%E
IV. Z—*> (Omenn) fEIZ R}
V. TUIRYGLAIRRRR)S—ERIBE
VI. CD8XR1B4E
VIL. ZAP-TORIEfE
VIII. MHCS 5 RIREfE
IX. MHCYSRIURIESE
X. IWSXETIHIFELODEID . BERETSLAE
Q RETEEHIFHAGIEIRR
L D4R3Yk-FILRY)YF (Wiskott-Aldrich) fiE 1&E¥
I EHMENREESKFLE
M. FAS—~UEBEATRE (Nijmegen breakage) fEIREF
IV. JJL—L (Bloom) JEf& R
V. ICFfE{ZEE
VL. PMS2E&EE
VI RIDDLEfE{%E
VIIL < L34 (Schimke) EIZ ¥
IX. RH—k> (Netherton) fEEEE
X. MIBRIERS AL (DiGeorgefEIRERE. 22911 2R KIEIREE)
XL EIEfEIXEF
XL FFRDEAREASRELZ S RETEIE
Xl EXRMEHEFEE
@ BHREFLEELTIEE
L XE#H\EH <Y/ OT T M



VL

VIL

VIIL

DETERRETSE
= IgMAE {5 B¥
1gGH T UZARIBE
EIRIIGARIBIE
BERNAREETEE
LIR—@MEA <o nJy) v miE
IOZWIETIZHEIFH5EDODIEFLID ., BEREFEEZELT HEE

@ wmEREES

L.
IL.
1L

V.

FIT 4797 T (Chédiak-Higashi) fif 1EE¥
XiEFH 2/ B TEAE (R B

BCREME 2 \ETEAEIEEE (ALPS)
INSIIZIBIFHLDDFEND ., RERAHES

© REEMEMBEETSES KUREBE

L.

II.
1L
IV.
V.
VL
VIL
VIIL

IX.

EfE e RS P BRI A E

VBT 47 Hp KR A

IRVUIZBITHEDDEND ., BHEDEBE -E HF PR E
B Bk S T £ fE

22T YINI - B AT EZR (Shwachman-Diamond) fE{& %
114 8 3F REE

SIARNIVA XA —ERIEE

AT IVERR AN\ T) T 5 BREIE
IVAOSVIIIZIBIF5HDDEA D, BlEkiEEERE

©® BARRERE

L.
II.
1L
IV.
V.

REFAEZTHIBETHNEERRERE
IRAK4 R A8 E

MyD88 R 184

1814 R B RN D5 fE
INBIVICIBIF2ELDDIEND. BRREESR

@ KXRMHAERISIE

L.

II.

1L

FERMEMHIERIBIE
BIMMEFE (C1/4UEE2—RIBIE)
IRVNAGIFHEDDEND . FEXRERAERIEE



(2) Bro+EI1E
MEMREFASIREEZSEILOSVMEERBITERE. RBAEE HVREDVILARE, Eit
& OER. REIFIFRE . BEGEICEIERMRET2RENBRNEIN TSI,

2 3EE1E
REFLEDSIHBLTHONDZRBREMEIL. RO LSICEHSIND,
(1) BRAGERLIOMERIOBERIEMIZINZ . B2 OEENEEILLOTL AENBET S,
(2) Bz, BERR 2. BUMAE A& BAERREED RERE
@) Za—FLRFR-AVZ AVTE AR AAAVAIILRIGED BFNRREE
COHER. RETLETIE. TROBRPERNIRLGHEEHLE THONSD,
@ EUK[ERRE (FEX. BIREXEED)
@ FESMMERERAE (Fhid ., BERE . BRIAEARLE)
® K[NEXILIRAE — FIThAEETE
@ BREZAE
® 1EBRME /BT
® BEMTH
@ #ARMOREIDOTE —— FICHRMRESRSE
Za—EVAFR-H)Zfh%
© JAIIWREEDOBE - BAEL (ZEITKIE) —_—

(1) EREREFLEBREICEFNIEE (ERREFRONEICET D)
O HBEERETRE
<I XEHEBEERSRETLIE>
1. BEEZEByAUNICEMRREZECHRALEERPELTRIEL. RAKEETHHIE MM
BHEEZTHOETNIEERIFELURNIZETT 5,
2. EARMIZITBRICHKE
3. EEFRMEMTHRENKHMESIIRIBE(EZFRL(I00/ul). BHEIEEILIESE (T-B+NK-),
4. PHAIEEL RIGASIER D 10%K i
5. |~EAUTITOT)UMmE: HEERK, ABIXBANSDLGEBITRANELET S0 T LLE
BEAEDHEN, F-IeGENEEEL AR PCERICL > TREELD,
6. common ¥ (yc) HEEFDEEIZLS,
Y CEIGFRNTCECTFEE LML, EZMZE1T, Primary Inmunodeficiency Database in Japan
(PIDJ) (http://pidj.rcairikenjp/)D BEHK IA— L THK T HIEMNARESLIC, —EBDFEER TIETHO
—HARAN)—EZTYU/NKRKRE v BEREBRFETLITOTLS,



WICEAMALDTHIENEEFLIZY. ZEN—ED U /EKIETEEICRES (reversion)IRRMNEES
NTHY, THIANEFET HHLHFEET S0 T, EFERICEHICHEHRKT STEAEELLY,

<T HBHFEERE>

1. BREERK,yALRICBMRRRZECHRALGEFERPEZREL. BAKAERTHLIEME MR
BETHOETNIEERIELRICETT 5,
2. BR.ZXRVWTNITHLRET S,
3. RABMTHARD (F RIEFE =L ZF <300/ ull .
PPkt RIEFE -1 E <200/ ul
4. HEGITIREUHBELZET S,
5. PHASE 1L R G AN IE & D 10%K 55
6. BRI LEZTDOEHMR
1. B~ AT 0T M HAER Y ARBIEBEI S DIGREBITMANFET 5-OBTLLE
ELEHIEL, - GIEDEEEXABPLERICK>TRECELS,
8. SFRBBITIBERRMAN. BMENMBERE. BRI 2LOBNIAERHTHD,
9. adenylate kinase 2 (AK2EIZFNEHEIZLD,
AK2BIZFHRT CRGTFREEEHERL. EZMZEITI,
Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcairikenjp/)D B E K T +— L THH
THIENATHE

< 7T7/>2TT73H—+ (ADA) RiEfE>
1 BEEEBy AUNICENREREZEUHALEERLELREL. RANAETHLEMBHITE
BETOLETNEERIFELRNIIRTT S,
2. BIR. ZBRWTNICHRAET 5,
3. WERMM 2/ ERA L TRIBFET=(TFERF(<500/ul) L(T-B-NK-), THIAR (L RIBF 1= FFE <300/ ul
4. PHASHE L IR G AV IE & D 10%K i

5. |~EA T/ 0TI UM AR, ABIEBANSDIGRBITIMANFET 50T LLIE
EEGBIE, F-RGEDEREERASBHPERICE>TREELD,

6. FE R, TR HEBOSHLELAADND,
7. RAHM B AZER, FRIBR, $RH4EF ML E DADAEEAET
8. ADAEIZFDEEIZLSD,

ADABIZ PRI CTECTFREZHERL. EZMZEIT,

Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcai.rikenjo/)D EFH IR T+ — L TH



FBHIENTRE, 512, dLBEXRZE/NRRE TIERMEME IR, IR MBRAOHRHE SFHIAE DADAGETERIE A
ATRE, RMICENLDTHENEEFLIZY., ZEN—HDUU /RSB TIEEICRES (reversion)IRRHER
WINTEY . UUNENEETIHLEETIOT. EFERICERICHK T HENEELLY,

<N ZF—*> (Omenn) fE/REE >
BEERB,AURNICEMERREESCHRALGEERPELRIEL ., RAMAR THIEMEHIREIE
EAIDETNIEERIELRNICETT 5,
1. FFAER PRIE K
ERFUVUKEYDEBHRRERE. )/ \HEX, FFIZIE. 5R_PFMLE
2. HEHREMRR
RAHMTHARS (FFECO300/uDL . FFEEBRIENN ., BIEMAEZ £,
3. RAGI. RAG2ZEL EER A REFEENDERERFNEEREIZLD,
RAG1, RAG2ZE DB FRM TR FEREZRIEL. ESZWETO.
Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcairikenjp/) D BEF K T 4+— L THH
THIEMATHE

<V FYRYLFIRRRR) S—E RIEHE >
1. BR. ZBVTNICELFET S,
2. MEREEEDE T KT mg/ml)
3. BERMMTARIETIEITEDL., BEKILEEBEINBLT 5580H5.
4. RAHMERZER, FRODER, R4 SF ML DPNPEMHAET
5 PNPEIZFDEEIZELS,

PNPEFERT CECFEEZERL. EEZHZ TS, Primary Inmunodeficiency Database in Japan
(PIDJ)(http://pidj.rcairikenjp/ ) D BEMHK T+ — L THHKT I LM ATEE

<VI CDS8XRIBJE>

1. BRIZROVTNISHLRIES S
BE R 2/ BRIXIEE A, COSMS MM RBCDS o HIn FREM CTEIEFREZHIL. X

2.
PWEITI,
Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcairikenjp/)D B E IR T+ —L THH
S BT EnTTRE

<VI ZAP-70RiEfE >



1. BR.ZBROWITNIZLHRIET 5,

2. BERMM) 2/ Bk, THIRR (X EE =AY, COSIE MR (T RIBFE - IFTEF(O0~5%
3. PHASE AL IRIE AVIE 5 D 10%K it

4. ZAP-10BEFDEEIZLD,

ZAP-T10 BTN CEGCTFERZERL. EEZHZ1TS, Primary Inmunodeficiency Database in
Japan (PIDJ)(http://pidj.rcai.rikenjp/)D BEF K I+ — L THIKT S EMAEE

<Vl MHCY3XIRISIE >
1. BRI ZEVWTNIZZRET DD, BIEEKDIEELH D,
2. CD85 M MRaAv R4
3. UV NEKHIBEREMHC class IDFIEMNRIBEIXET
4. NKHEREMEEAMET
5. BB D EEEEFIETAP1, TAP2, TAPBP
TAP1, TAP2, TAPBPEIZ FRMT TR FERZTHRAL. MEZWZITI,

Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcai.rikenjo/)D EFH IR T+ — L THH
T BHENTRE

<X MHCYZRIRIESE >
1. BR. ZRWTNICHLRIET S,
2. BERHEM /3K, THIFSEIXERE A, COABGMMAEA R
3. BHIFEREMHC class IDFHIWM KIS
4 |~ EHLRT T ME : A% E B RIZBIEA D DIGEBTHRIANEET B0 LEE
BEAEDEL, F-GENEEEL BB PERICL > TRECELD,
5. BRI D E B EFILRFXANK, CIITA, RFX5, RFXAP
RFXANK, CIITA, RFX5, RFXAPEIZFHET CEEGFEEZHRL. BEZMZEITO.

Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcai.rikenjo/)D EFH KT+ — L TH
T BHENTRE

<IIoXETIHEIFRLODEID . EEREFSED>
HEEREARLE CD)IXTHIER. BHIIERAAEDRELLEZF o -EEDRIITHD, 2011FED
IVISH S E D ERFETHI0LL LD CIDEEBIZFNBHALMZILE-TEY . SRILSSITEZ 3T ENFTEEIND,
20134E(ZIRIBE N T-CIDEZ Micriteria(JACI. Nov27)IZ&kAEEFEFICID(SCID) (LR AHMTHIRAA K18



F 1= (FERLK300/uDPHAE L RIGHEE D10%KREDHDZEN LY LEEE/CID (leaky SCID)IFFRAH
I THAREAY2 ~ 475 <800 uld ~ <600 uPHAZE AL RISMIEE DINREDLDEN SN TS, ZLD
CIDIE, YU/ ENEND VKD BDFL>DAERELGEICL>THAEER AN ILTRETH D,

ZLDCIDIE. YU NP ENEND) U NERDED R DERLGEICI>THAEERAIIATEETH
%, LHL. RERHGHEEZHOEOICILEGFEMNBETHS. CODDEEERFHFTICOLTIE
Primary Immunodeficiency Database in Japan (PIDJ)(http://pidj.rcai.rikenjo/)D EFH IR T+ — L THH
I HEMTARE

Q@ REFEEHEIFHBIGAEIRRE
<1 Wiskott-Aldrich) fE{&E >
WAL
A. EEERRAEIR
1. HREEM
DREMDORREITEFICKVELZLIDOIEFETH D,
2. /MR
FIF£FITRON, ME. R THMAZL, N M/MRERES,
3. iB%
BEETE—HESHRT. #ETHD,

B. EELREMR
1 NR /MR ZE S /MBI E S,
2. T HiRaHDE & CO3 HAFIHISH T ARIGIETAALNS,
3.BHiRATIIAES OTY K IgMIET . IgA L8 . IsE L F%RH 5, ZEEHK. RiE
mEkEERMLEEDHFERAFELEILETT 5,
4. NKEMHFFEBTETI 5,
5. AL IERE ESNEM IFPERE KU BEBRD W ERIFIET T AHIH 2L,
FEEZERNICIE., 7O—H AR AN —KIZLD WASP EEHRIETE WASP HHWLIE WIP B FEEZRE
95, WASP B FEET X EHME WP BEGTFERIERBARSHEREAEZLS,

<I EMMENRREESKREE>

ZWAE:

A. TEERKRER
1. HITRIIR EHICBAL MRS HITRER (REFRER) B FER
RAICHERICET CEMNOESFRFETORICITETHIIRIENEZELH D)
2. IMNNTEEEERREE - R
3. IREKEEID KT, BRIk



4. BRRT T—E (2FITIXAELY)
5. {KEXSR14EEAIR
6. BRIKHERZ - S D EMM B LR
6% & TIZ 50%. 8T 90%MHE LMD,
7. REFRLER (REMEREREE)
{BL 0% TIXREFLERETFEDLL,
8. BHESASICT MlatESOREHENBL.
9. ZMDith:
RETR. NN EEMHEERE 1 RV IEHKFHRERR). KE.BEE. MEDREMHEL

B. EELREMR
1La7zh AT/ D LR HLIE95%T)
2. CEA DEMERHH_ENH D)
3. 1sG(IgG2). IgA. IsE DIET
4. T HIRHDIET . CD4 5% T #lifizf CD4+CDASRAHIERED LR DIET
5. BREMSTIRE RZM
D \BRERHEFHBOREBERTRE S
HEZHIZIXATM ERRRETEATMBEFERZRTET 5. BRBARSMEERREXZLD,
IR B L LT, Ataxia—telagiectasia like disease (ATLD)D$%HY . MRE11 BIzFEEZFES, BB AL MHE
ERXELD,

<II Nijmegen breakage) fE{Z & >

AL

A. TERKAER

1. /NEEfE

2. FEMGE B RREETR

3. EER

4. RERLIZLDZHREN
5. MAHRRERZEDITHE

VONREBHRES. ERESEOEHATETHD,

B. EELREMR
1. TR OET
2. BB DIET. .G YT ISREGA REDET. MDD LR
3. atRE Rz
DUNBRERMESF AN R BRTREM
HEEZMIZIEX. NBSI(Nibrin)i B FERZRTET 4. TR BHREMERR KT LS,

10



<INV JJL—L(Bloom) fE{&Ef >
ZWAE:
A. TERKAER

1. IMNRATG AR

2. FEMGE B RREETR

3. B @B

4. EMAFL
5. MGHRRERZEDITHE
EMERES(BLRKE. VoNE) DEHNEETHD.
6. HERBED &G
7. &5

B. EELREMR
1. LROERIEBHoNTIHEE, kR EAEDIERD X H(sister chromatid exchange) DIREZEEHTT 5.
Bloom JE{ZEE Tl&. sister chromatid exchange DFEEN EHEMNEHLHNS,
2. T MRS IER
3.BHIRAKKIFIER, RFESTOTIMEDKET,
HEEZEIZIL. DNAANYA—HEZI—FFHBLM BRFEREZRATET 5. ERBARSHEREAELS,

<V ICF fEZE>
WAL
A. EEERRAEIR
1. ¥ RIEETR

EffRRE. R EN.BEE
2. HREEM
3. RERRAT =

B. EELIREMR
1. THRRBIEELHIVTES,
2. BHIRHBITELHIVTES,
3. BAUIOIYUMEEFET S,
HEEZETEL T, DNA AFJLIEIZEELL DNA AFILESV RT5—+-3b #3—K9 % DNMT3B EIZFE
BEZREY 5. BRBALHERERE LD,

<VI PMS2 BEHEE >
WAL

A. TERKRAER

1. BREEMEICLDRE M REAE

11



2. hoxALH
3. BHESOEEESH
EIMRES . KIBE. WES. Z0h

B. EELIREMER

1. T HRaKIEES

2. B HiRa% D E

3IeGELEIADET.eMDOLER
RIETOTIVIISARAIFREIZED,
HEEZHICIL. DNASRTYFIERICEELRPMS2 BEEFEEERET 5. B BARESHEEGRKELS,
EREEMSLLTIOFEEENDHY . DNA SR YFEEERFE (MLH1, MSH2, MSH6., PMS2) D4
EHIERIIDERICKSEGERETH D,

<VI RIDDLE fEfEIZEE >
ZWAE:

A. TEERKRER

1. atRE BRI

2. REFLICLLPREMN
3. FFARIEETR

4. FEEE

B. EELREMR
DNA ZEHHIBEICR T AEEMELL T ATM OHIEEFOBREAERABETHLHH . oD DNA
BEMEIANDERER)7IL—REBELTNS,
HEZMELT.RING B E3 AEXFUUH—HE%03—KR3 % RNFI68 BIZFEEZRTET 5.
EREALHERERELD,

<WI < L4 (Schimke) fE{REE >

WAL

A. EEERRAEIR

BIRREVRICEISESR. FEREETFE
AR

FEp T

BIEE

MR ES2(CLD 5L

EMARE

e g~ o~

B. EELIREMR

12



1. T #RaE DR

2. BB LU REIT DT ELEE

3. EERZHELT, 2BARYET YLV IZEEY SMARCALI BEFEEZRET S, ELEK
sEEREXEES,

<XI RH—Fk> (Netherton) EIZEE>
WAL
A. TERKAER

1. EXRMEABE

FLREAKYRET .

2. EEREE

BEEZEFELTEL AV RELERETH D,
3. 7hE—RE

EMP. MEMZFE. 7TRE—HREX. MR
4. EFETR

5. R

6. —HR CTHMEEER

B. EELIREMR

1. T HRaKIEES

2. B R TiR A, MiF IE DER

3. NK e fEEEIE T

4. EEZWELT, LERMBIZRE T 5)0TAT7—E( EESA—%0—FF 5 LEKT1 EEFEE%:
FET 5. BEBEARLSHERREAELS,

<X MIRIERZ AL (DiGeorge SE{EEE. 22q11.2 REGE(EREE) >
ZWAE:
A. TERKAER
1. BIFRRRIER RIC K BIEHIL L LIMTEIZ & BHEIR
2. WERERRKIC &5 5 1%
3. IR A
J7O—EE ., FA#BIARE D& . KBRS EEE, A XBRS . AEHE THIREREEZFDLHFBGE
4. FFEMEER
AEREELEN. /NEN. BREGBEEIRARMAE., BEOAPR NGO NFEELGE
5. MR EER. SEREER

B. EEGREMR
1. AEDIL S LfE. B FARRIEREIE T

13



2. T HRAKILBL B IUHEEET

3. BHRISKILIER . RESI NT Y MEIXEEMNHD

4. BBRBREOLDHT—TIVIZEDLIERORE

5 EEZWELT. MHEBARKEBRBLLTERAK 229112 DM R K% fluorescence in situ
hybridization (FISH) 4> array comparative genomic hybridization (aCGH) [IZTRIEY %, - TBX1 E{zF
DNTARENFRMUFROHRICKELEENEET HLchd, BEEBARBEELGHE XD de novo &
R ELD,

<Xl = IgE fEIREE>
WAL
A FERRAEK:
1. BERIFVBREZRLETHMBNTEMBICLDRERES Stk
2. FERBIMOSRET H7E—MEEE 2
3. % IsE DE1E
3 EHET D,
1RE2BNHY 1 HOZLDEFITHADER. BHORAZE. mIEH. BHEKE. BEHOBHE. 7
WOREBIELE OF - EER- WA DEELTEHT 5. 2 2L SSICHIRRNFTEME V(LR (B
ANIRZIDA IR ACEEEEE) (T 55 BEM. FRHEREHENRLND,

B. EELIREMR

1. T HERBUITIERE AN, Th17 MR LRV T 5,

2. BRI EELA . FEMRAEEIXETI 5,

3. % IsE DE1E

4. ERREICTIEMIFIRS ARG EMER

5. BEEDET
6. EESZMELT, 18E Ik EEETHTVILD STAT3 BIEFEEZRET S, TICHFEHETHYRH
[CEZBAREBUHEGHERZLLENH D, 2 BE IoE FEEEHIE TYKR2 EEFEEZRET S, £ICE
LEALSHEGHAZET S,

<XI HFHLEARFASHEZHOREFEE>
WAL

A. TERKAER

1. AL ##AREASE

2. FTRERE

3. RIE9 DRI

4. /R

B. EEGREMR

14



I8 THROET

iCiE B MREDIET

EGRREICTHHOEFHIREAEDOARE

HEEZIHELT, MREXKICERT S SPI0ELRFEEZREY 5. BRBASHEGHKAZLS.

> L=

<EXRMALFEHE>

WAL

TAAT7ROMFHEDEETEZEREL, EICKE. N, ABEMEICEBNLEREZE T 5EGFEHTE
EIRFHETHD, THRANGEREBICFLEDMICHRELEE THS Hoyeraal-Hreidarsson FEIZEE . Revesz fEIE
HEofh. F2UTHIBEFBRH AN ORKEMGHEELRENFET S,

A. FEERKRAERK
BELERTOEXREALELSLEL. BRA 2LV 1 DULOKRERKRE2DULED/MERER-THE
WY 5.

1. BRAEIE

—RFEU Lo ML EBRIERBERDS
2. KEER(KE . #EIEFTR)

DRBERILE

)M D £z

3) O 4L % B BESE
SINMEIR(Z DD FRFRTR)
DEZDEKL. B2

DWFDEE

R)iliibE

HEE R, FEEL

5)FFFEE

6)REEE

NEMEES

8)/INEESE

9)/IMixi 5 3

10) B HHERSE

B. EELREMR

1. T ¥R i

2. B fERa g iR

3. NK iz $DiE D> EHEEIR T

4. RLMEKRE D

5. BEZMELT. 2BATOATROFHMEZEGEGFHOERZRTET 5. X EHEMEREAELS

15



DKC1(dyskerin)., & L EAMERREESD TERC, TERT, NHP2, NOP10, TINF2 B FHENDEEZRIET 5.

R HHREFELEZELTIERE

<1 XEHE|EHOH/OT2MIE>

il

BIRIZHE

HRa~8h AEMNSREEAEITHMY TS
mERESOT)AEER (16 <200mg/dl, IgA BELY IgM [FRBEELLT)
KA B #ARIE (<2%)

Rk U N\EILR B EE

R R RE (X IER

RIEE (B, BARABELEEL)

BTK B FEEF-(XBTK EEARIE

© N o g bk~ =

- TRICBWTHREL. BRBLESVICREMENSRBILA-WE L BEALSHELN TS/ OTUNTE
TET%5. ZTOREAEGFELTuEHE. ga. lgf . 15, BLNK i’H 5,

<I DEFERBEFEE>

il

1. ;& 1gG DERLGIETZERL. [eA BELU IgM DIETZEHS
2. PIHEREICHTAIRIEDETEIIRIE

3. ZDMDBRERLIEILENE

- TACIL, ICOS., BAFF-R, CD19, CD81, CD20, CD21 ZEHIMHEIN TS

<O % IgM fEEEE >

PWAE

1. M;& IgG. IgA. IgE DRIBEES
2. MF M FEEF-IESE

* CD40 JAUF(CD154) EREICED X EHE M ERFNFRLELD . BERBRSMR oM ERFELT
CD40, AICDA F1=[Z AID, UNG ZEIZL5EDEH D,

<INV I1gG YT HUSARIESE >

PWAE

1. REEMDOEERLEEZETD

2. DEDFERIFFNULD G HTHSARIE

3. F—BILD IgG FEENEEITELNVRETHD

16



<V EIRM IgA RIBE >

PWAE

1. M;F lgA DAHMET (MiF eG BLU IgM [XIEHE)

2. AU E (4 BMUT TIXIE 1A DN EEFEL T HETRESEISIDETHD)
. EA=InI U MEEFET HthDEREMRIASN TS

<VI HERAKREETEE>

i

1. BREEDIFUICHTERIGHET

2. 1gG. IgG YT VSR IgA, IgM, IgE [(XIEHE

3. ZDMDIRFMFIFZRERFE M RBETIEIBRNEN TS

<VI 3R—BHEH < 0T miE>

B 1

1. 3% 1gG BN FEEHIEDIEFEED-2SD KiFETH S
2. T mFERES QT OIEIKREHAL

3. &6 MALIE

4. ZTOMDEFEEREFEELSBRNSNATNSD

< ZDEIDREREFEZELTHRES>

- B/VE-T RMVE-S ERMEACTREICLHEA LTI/ DTV MEEFIBHERELHS.

- WEDFERTAULD GG E IV A YT ISRADREEZHS . REV ATV EHOERFIIRELH
Do

@ RERSES
<1 FIT47 Y% H (Chédiak-Higashi) fEIEEE >
(E2ErAiE]
A. FEIR
1. RE. E2. BICB 589 MBFIiE
2. —fRLIBA I T D HBREM
3. KIREFEE. =& /NNKH . RIEHRESEOHBEROEE (LY HICIXBILT . E1TH)
4. HMm{Em
5. MEKERIERED S G

B. REMR
1. BIEBAROBEXREAN (STORLAFIFT—EPLH I+ R T72—EH 5 )
2. NK HIRZEHEDIET
3. HRISEM T M DHKEEES
4. LYSTEGFEE

JREIE LYSTIEGFEENBOOANIL, EZEEN D,

17



A MBAFEEEIERERESRSET, AMKRADBERBEREZEOHDIGE . RIEDRIREENT LY,
- $BIFIR B2 Gricelli SE{ZE$ . Hermansky—Pudlak EIXEE A EIHNTLNVS,

<T XEHY >/ \EIERERERE >
(2HrAE]
A. fEIK
1. EB DAL RIZK DT 2 1 BEARIE
2. MEKE RIS
3. EA =IO MmE
4. SAP RISFETIH., EMY /B BATRHEM, MEX
5. XIAP RABFETIE. [ERE. HmtEfm &

B. REMR
1. U2 INEKIZHE T3 SAP £LLLIE XIAP EERBEDIET
2. SH2D1A £, L<LIE XIAP/BIRC4 &I FNEER
3. A2 /\YTF72NKT #IlEDIET

XLP [Z[X. B4T 1 @ SAP RIBFELHAT 2 D XIAP RBFEAH SN TS,
-RAIELTBIRIZRIET 5,

» SHZD1A %, L<I& XIAP/BIRC4 B FITRHMLBEEMNRBOONNIL, FEEZETSND,
-BIRTEED EB I IILABREEERAE ., HLJIIMREBIERERBERYIRTISEICIE. NEEEES,

<II BHoREME/ \EIEEIRE (ALPS)>
(2B E %]
A WZEIER
1.6 7 AFBATIRHICRBT HIEEEME. EREED) U/ EERFEISEE. LLITZDOEA
2. CD3* TCR--"CD4 CD8 T #ifg8 (A T ILAHT«47 T #ik2) DM GRAEMM) >/ BREMNEE T[T ML
TWASEET. U2/ Bk D 1.5%L £, $L<IE CD3' T #fE D 2.5%LL k)

B. f+IEH

1. —RIEH
D DURBEOTRM—2 ADEE (2 BIOMILI-EENSDLE)
2) FAS. FASLG. CASP10 DWWF A DELFICHITHEMEL L EERERIITOER

2. ZXkigH
1) M sFASL(> 200 pg/mL) . M%F IL-10(> 20 pg/mL) . M;FFE-IFMEEESI B12(> 1500 ng/L) .

M3 1L-18(> 500 pg/mL) DULVNF DN

2) ARG RERRFNR (BREELCMAREFEIZLD)
3) HEAEMMEKEA G E M., m/NMRBADEIFFHEREAD) D2 o/O— 1% [gG DIEM
4) BEREDEEICEOLST IEESME/IEREMED) 2/ \BRIBFEAE D R ik E

HARB2DEMHFEBED—RER 12ZHE-E I, EESMch S,
-WARE2DEMFEEDZREB 1 2ZME-E I . RIEDFREEAE LY,

AR BICHAR—RBRIEIE. RASELE R CRE M) o/ \BEFEFE (& B4R & & (RALD) . FADDRIBSE HYEI DS
ntTsd,

< IMSIIZEBIFHR2LEODEFELID ., REREHES >

18



(ZErAiE]

ZTOEIDAREFREIEFTLL T, RIEMMIRE BAERE (FHL) . Ao D BRELNEERBREEEZHFS>82
REMZIRMERND A EAE (APECED) | IPEX fE{ZEE. CD25 KREJE. ITCH RIBFELE M ONTULVD,

R M E BEIRE (FHL) TIX ERO—BREN SO RREICLIMIKERFEERE FHL &5
CEITREETH D, FHL OFFEIZIL, FHL ([REERFAEA) . FHL2 (/S—T 4 > RIEHE) . FHL3 (Munc13-4
RABJE) . FHL4 (Syntaxin11 RABSE) . FHL5 (Munc18-2 KRABJE) AAEI5N TULVD, FHL2~FHL5 TlX. #hEh
DEEBGFOEENEDONNIL, EEZESIND, FETNTNOEBRBEBICEDIRI)—=2T M
AIRET3H S, NK HfE OGS T M OMEE T —RITIET T4,

APECED [R5 MEIREE. IPEX fEIEEE LB HILRIEIRBEDIEZ SR,

G REEMBMBEKETSESSUREBE
<1 BEEXRMEFPBREE>
1. £BRBHAINSORETHEEMERLEIE
2. 1SMESF AR BRIE A (GRAH M AT o BRAE R BHY200/ ISR 76)
3. BHGTERBANIRRMMOERR~EMKEANEHHKERDS
4. BRHDE{EFEL T, ELANE HAX1, GFI1, CSF3R. WAS. G6PC3HO'ZEIFfbhd
SBFPERISRI—EEI—F T AELANEEEF D EEHAHI60%
- Z D= HAXTEIZFAOGFIEEF. G-CSFRBHRTHD
CSFIREEFDERE. Wiskott-Aldrich Syndrome protein (WAS)
OEFEEERER, ARMEOHEE. #BIRIGR. W REEHFEELHICOPCIEEFEENHD

<I RB#AMEFPERiFE>

1. #4921 BA#HTOFhERFED

2. BB, ORNK, 2588

3. 3~5HTHAEET S,

4. FFHREKiE A (GRAE LT A Bk U AY500/ 1 IR )

5 [XIF2HITIHHERTSRI—EEEF (ELANE) EENRHEND,

© KM TOMBRREIZFEITLUBHERDLEL ERER~BRE) AAHoN DA, BRICE > TES-HEHIE
NoDZETITHLLY,

<IRUIIHBITFELDODIEND . EEDIEBZE =L B IF BRI AME >

FOMICIEHMERBE-EAIFREFHDELL THRALGEREGEFNHELNIGLTHRY., SELEz 524
AFREEINhD, £RLZDDEL T, Hermansky-PudlakfE{REE 25 (AP3B1) . GriscelifE{ZEE 28! (RAB27A) .
p14RI84E (P14/MAPBPIP) . WHIMSE {%£¥ (CXCR4) /R R E! (GEPT1) I E M E TS, EEEEFER
MAIZTRT,

<N BIMmBkEE R EE>

19



LADBAT1:b24 T )0 D RBICKHIEEEE

1. £%BHHSOME RS

SEALRRME DR SRR FBEHHUEEE., SR %, B
AIKEESE

FhIERE. WEERE. AREEDET
TJA—HAbARN)—IZ&BHCD18, CDITDRIEIZTEHEIND,
EEEEFIXINTGB2TH S,

LADZATNEELIFUIAURD 7V L RKIEMRBIZKDIEFEEZT THY . LADZA TIDFEIRIZMN
ATHAREEERNROLONS, LADZA TILADZA TIOFERIMA THIVERHHY . b24>T5 )
EHEBEERT AKindlin-3DXRBIZEYET B, BEEELRFITENENFUCTI (2471 EKINDLIN3 (24 7I)
ThdHN. SEEIZBDOTIELY,

5]

ﬁ

o a & O D

<V 22791\ T2-F AT EUR (Shwachman-Diamond) fE& & >
1. BREASHER
2. FHRBRRAMEICL DS REEM. A, m/MRED
3. MERNWEE
4. BREE(ESRLGE)EHSIIENZL
5. BHEEMAUEERS. AU BHMAMKBERIET SN ZN
6. 90%TSBDSEIGFICEEMNRHOND
L SEERPRAER D1 ESBDSIEIGFREMTICKYHEEZMIZLM=5,

<VI {EtERZFREE>
EMHBREEIFRERAEEIAO—ILOS%KE T, FRRDIB—D%FH=T,
REVBRRIE (HES—EBMHEE. EBF) OBEE
2. [UE.HIELE. RBROUVFAMRSFERK
3. REXE. FIREFIX)UN\HERERDOS
EEEERRRIEIR DL ELUT DB FRETICKYIEEZERIZUNM=5,
gp91phox. p22phox. p47phox, p67phox p40phoxDEEIZLYEMBERELREMET I H5L1H5.

1.

<VI STARLFFIT—EREE >
1. BREASHER

2. WFHEROMRNREREET

3. HUTHERE (5% Kid)

20



4. PFHBROMPOZE(IZKLAMPOXIE,
5. BARERRIN., BIEKDEFEZLY
LEERRIEKR DEEMPOBE IR FREMTICKYETEZEIZIN =5,

VI AUTIVERBERANIT)T 5 BEE >

1. BCG. JF#EMMMMEICNT R REMN

2. YILERFEOHRAFTEREREEICIIERL

3. BRMUEBHR

4. HOBEEEICHLTIERBREMEE RS

LREERRRAEIK DL ELLT DB FRMICKYEEZ I =5,

IL12B. IL12RB1, IFNGR1, IFNGR2, STAT1, IKBKG, CYBB, TYK2, IRF8, ISG15

<VMSVWIIZIBIFHEODIFAD ., B MKIERERE >
BMKEREREZ RS LS DKRE

® BARREERE
L REFLEFHEIETENEEMBEEE
. IRAK4RIESE
. MyD88RIBfE
Iv. BEREELOTE
V. IHABNIZBIF2300EFEID. BRARERE
PWAE
BARAARESVTEELGRIEZR-I D TFOARNEGEREHIVIIHERELHY. TNICLIBARE
BEOEEICI>THARLEMEETIERETHY. ZLDEE. TONFOREHIVISHEEREICEEMN
[CEETHEETFEENRDHOND,
P, REBOFHMWLERRKZICNZA T UTOWT AL HIGEEERANET S,
1. ZET 5N FORIENEHATESESE.
2. BETHELFEEN. ZEBTEIDFORIBOBERERITRUMCCENEENIZGIATESES.
3. BUTHINFOEREEGRFOEENLZL., HAWIRAMNEESNTOENA, ZUTEEEDREE
DRANLBEBLLDIBEZRE ., REFHNHIVEHFEMFNFEZAVTIIATESSA,
4. HREEMN, BB TIHIEEUNTIEEZMICHRATEGES,
COREBIF.UTORSICHNEHEND R E LIS, LROFEICKOTRHT %,
RAHHAL TV S EREGTFEERENRNITRT,
REFLEHESETEENTER BEEIE (IKBKG, IKBA)

21



BIHNREERBRELEAORREICHTLHABEMEHEET S BTELCHEEMRTEDE
R, HREEXMEDREREFIHRALTHS,
IRAK4 RABJE (IRAK4)
fiRIRE . TRVERE . EHERE . RERELGECKIREMMERPELHEET D, FICMAIRE
[CRDIEIRMEREIR R ITFETELBEL,
MyD88 R&E (MYD8S)
IRAK4 RASSE LERPRIRIFFRLIL TLVS,
1@ R B HEREN D IE (IL17RA. IL17F, STAT1, ACT1)

RIEOHIE. TOBEMGEAVOSEZET HEETHS. MERFIT—FHHICEDTHLIL. K
ISR 2ITRETARSE S EITRETHD . BE RIEBOEREIFHEDLL,
EFNDERRERE

LTI, WHIM (warts, hypogammaglobulinemia, infections, myelokathexis) fif {& & . Epidermodysplasia
verruciformis, BHIANJL R XN & . CARDIRIESE . TrypanosomiasishidhY . ENZE . CXCR4, EVER1/
EVER2, TLR3/ UNC93B1/ TRAF3/ TRIF/ TBK1. CARDY, APOL-IHELEEF TH5B.

@ KXRMHAERISIE
L EXRMEHEREBE
I EfEEmNERFE C1M EES—REBE)
I I RUVIICHETFE2EODFAD . EREMFARIGE

ZWAE
AL 30 BEL EDHRALGHEEZL DD FHTHY . ERMLERIBICESERKRIER EHRA THD, X
T DE
1. ATEARISEEBOER
2. BERICEBOREE
3. HIHEF. BIUTOZEARDEE
[ZHtond. 1 TlE. RIETHHEERD CEHEL-ZREEMZ T T 25T TIM—TRELD
BEAREERELSIYDOT L. 2 TE, FMEITRICHTLZREUNARONLIN. 2 58T TIN—T
AGEDBCREREDRBEILDLE, CO REBEFARATHEN NGV, BIEXEICLHILIRERE
BROHEENEEALVEENNEEND, 3 IZIE.Cl AVEEA—REBIZLDEGRENEZE. BLV
Factor I X°> Factor H, MCP %&£ D EE 2 IRIEDEEICKLHED A HY | £E TILIEA R A M 14 RESAEAE IR
# (aHUS) DIRAEE S, CITIE, aHUS 49, ﬁﬁ‘;ﬁ('&éﬁﬁﬂ’éi?’é%fﬁ'ﬁﬁfﬂﬁxﬁfﬁirl 2T
F AMDATITI—IZTETEELDET S, HARBEICIIRBEHOHMEOEEEREEZSECTLOLH
%,
FARBEIUTOLSICHNEIND,

- ERMERARBE
FEREMERIBIEIL . UTORIISHISHAESND BAEHBALTW S EEEEFESLEIMAIC

22



RY . PHTE. AR S DREFIAT 0. ML TEERELFICENICERBELZEEZRDD
CLTRHT 5. 48, BREECEHECRERBF AL TEIAHARDEEF(ICKD Z RNGHAR S
DETIE. COKRBIZEDHTIEESHLY,
Clq RIBfE (C1QA, C1GB, C1QC) . Clr KI8JE (C1R) . Cls KBSE (C1S) ., C4 KIBJE (C4A, C4B) . C2
RIBJE (C2) . C3 RHBSE (C3). C5 RIBJE (C5A, C5B), C6 RIBfE(C6) ., C7 RIBJE(CT). C8 RIBE
(C8A. C8B). C9 KHEJE (C9) . Factor D KE4E (CFD) . Properdin RI&JE (PFC) ., Factor I RIB4E (CFI).
Factor H &8%E (CFH) . MASP1 Ri8JE (MASP1) . 3MC fE{ZE (CLK1) . MASP2 KiB%E (MASP2) .
Ficolin 3 Bl &% & 4~ £ 4 (FCN3)
SEEMEmMEERE
CNIZITUTO 3 2DOFEENEEND,
18:C1 AVEER—DEE. EHELLITETLTLS,
28 C1 AVEEA—DFEHIFETLTLWSA ., EREFEEF T LRLTLS,
3B BIEMTHSN. Cl AUEES—DEME. ERAELLICEETHS.
P BEEENEEZEDOBRKEELLIZ.ClAUEEA—FHEAEL, EEED 0% LU T THN
. REEZEH T BEEOEEZEESOWNT 5, 48, HIERD C4 EQRIEXZHDSELLS,
3 BIEOLHTENTH DN HEMNLBRKEEEL. REMEICROLANIL, C1 AUEE2—EHED
BETHETH, BEEEDEEREBLSHL TRV CNETERLSITMESNTLVEL),

([ EDODERERARRBE
HHMHMTERKEBEEL. HRRSORIBLEZNICEZEEL-EXEGFOREIERTELE
S IE RS

23



<EEESE>
FERMERERSEBEHELSERICOVT FEEULERRET S,

BE

BERT. HRRE(AEXRFORBERENRSZEEL). G-CSF Fik. REHFOKRE. ugkERE. A70
1FREDORE . GENHFHECRE. ESEOKRE . BRTWE. BRPEFHRE. EMFMEBIE. BE
BT, MBS D55, — DL LZERIGMICERT 2 (WiRNSEELEH THReMA L) I5E,

hEE
LEAENBGMICIINETEWNGS,

B
LIEARATELSE

P2 FEYE N OVERSE Sy B O I S 36 1 2 B SR

1.f%v (WD ERRIEIR, AT AT LT, 2IrEYE RICR B O BUEN R WEAITIE, Wi
NOFEOLDEHNTHZE LI 22\ (72720, Uik o 2 R~ iERIERE Ch - T, il
FARER B DITIR D),

2. {REBRLEIRIC T 2 EIEE A FHICOWTIE, WY EFEEO T CIHRENMTHON TV AIKET,
BT 6 » AR Che b EVIREBAZ EMI W52 2 & &9 5,

3. B, SEROREN FRROBEIEL SIS C—EL RIS LR WE Th 508, @A EFR & ik
D EBRERFIZOWNWTL, EREIRORSRET 5,

24



