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HER~ AR Y —=v JEOBS

SHBE GOURERMRKE R EE 0 S TR NG - 8 MR i)

HIHE BT BOE BB S 1IPSHEAR ST 36 L OV e a Bl iz

TRREMRAT, M. I X ONEEIEOB%
HEEER  (RURR R 1 PSHIRART JERTRRER i FATFIEERFT - e R B 7045 5F)

MIRBETEHOE DR AT, W IR BT A
PRBRT (HORER SRR KRG E 2 AT S0 R 56 AR R B 40 5F)

HHHE BT RUE DA T2 & MBINEE 2 B4 2 S 4E
N W (BARTEE A A9 SDNARFZERT)

an=—7 A, BHERERT
NG BT (BEBREREREL IR NER)

TR AT HEREC L D ERENE OB EIE OB R
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MR RIE RE DR W LIe B B DR &R R
YR 23 R MIEAT SRR G E

EAERE Bell EE (UEESRER NEREEE)

MAEE

IR BRI RIE DR W LIRRIEZ N L, BEORMBIOERM THRELET I BHHNEL
T\ R 22FE DR R LS LICELITFH RS LT OME1T o7,
<EFRE>

A F =Ry MelE LI P RBZUT AT A PID] ISR DB FRELTO. i EE T R L,
BERBEZINET DV AT LEFESLLUIZ,

<BWrFERESL, T EYEIERL>

AK2FE ) 7a—F VHEAEVERILUT=, ELISA, FACS Z W2 Wik DR 21T o7, T
D AT e DEREERE T D EL LU, JREB{RF Chb AK2 D Western blot, Faf s i
4, real time PCR, DNA fENTIRIZ LD WEERENL L, BW A MEAVERIL /-,

<AIV—= T ERR >
AR R R %2 F V- TRECs BEX OV KREC DBIEIC L ARSI —=0 P VEEREST LT,

< IR RBAEAT >

s BHA S, AR ARAEREMFOMATEITH0 ., NEMOGERA, #iEes v+
NVEY hONEHBEOEBBLRIE ., BN ERE Oau=—MAT, TuXT T, AK2 BisTfiR
Wr&EAT/eolz, AK2 /o7 TN AEAERIL | f#MT AT 272, AK2 KIBIZEV72E 5 {LEEHE
XD, AR 21T o T2,

< JB 3k iPS MR /ERL >
FBF H 3D fibroblasts 736 iPS MMAEERIL 72, ZhvE AV, Mk Rfia~0 5L Eik%
1TV, AK2 RIBICEOS TSN HIMER G UIES | SR P ER LR E % in vitro THEELLTZ,
SHIZIPS Mz Ao BE FIRR O BEIFZEL LT, IEH AK2 ZH AT L by A /LA
I —VERIL . BB B3k iPS FIARIZE AL, in vitro TILE % RO S LR EF L3528
e LT,

<{EFfEEOIER >
& i B R AE B RR A 2 ATV ZEORERA B LT G FRIEE 2 ERILTZ,

<BEXTOEZHE>
BEROR—LR—V2RRL, JLFE L, BER THASEITI,
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4B RFRFREZRUERNER, #
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(T =y v::)

A ARER KFH = NRHE N EL, kAT
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B A R A B SR R A ST RS | it

A ROHEW

HIHE BT RRAE (B B R MR, VSRR
N E IR 2 R GEDMRR S LI % S 3 EEp
ThDH, NTEAED 1 UL TIURYYE TR LT3
HERREBTHLN, RHZWEIT & M

MBI IVRIA TEDRB THY . RIR MR,

BEHRRPEEOTRUEICEE THD, Fik
RAZY == T BN ThD, FFREODEET

RO BV EIThH 5,

AR BITIERNDZE THHID, ZLDOBEH
DEEEN T RESNTND, LEZR- T,
HFREDOBEBERNRRALID, Tz, AT
IXEREOMBSLEEEZ R T 503, —FD%R
DB DEESNDBIEF D FFED RBEND,

FIC. MR AE DRI EYE WA, 2
V)= EOREST  ZE S B AR RO
WS, iPS HERLZ F\ R REMRAT & R TR
72 E OB FIEBR R R ETV BE%
S, BHNARICIOARBRBERIGL, bo THEE
W32 HELE,

B. BFEhG#E

SEIOWFFETIL, BREEPERE LA F—X
v Mg UT2 e RS0 58 AN 2 E O i 32 I - &
# - &= T #t > 2 7 & PIDJ(Nature
Immunology 2008, Nucleic Acid Res. 2009)%#li#4
BIZREIC IS AU CREFIRZA ., BRAEF] | FEEAY
Bl i EREHERZIT o7z,

SHIZ, HEEHEL U, REEE T AK2 O
R —F NGl E MWy =22 7 ay bk
WL DH R FEBRAT . B AnF AT HEIZ LD,
HWeER K EAT T, T Mfa#TAERO~—I—T
&% TRECs IEIZLDHERATY —=2 74D
B, FRICERL-E 2 7a—F s E Ry
72 FACS fENTIZ L2 DB 24T o7,

SR RBFRAT DT | BE MERR DY, o
H=—7 A DB EIT o7z, R THIDH T
AK2 /o7 TR AEAERLIZO T, MR,
NEMRE & DT, 2lifzs0 RE O 21T-
72,

FTo | T TITRESL L7 R 8 BUE B Bk
fibroblasts 736, iPS FEZ{ERIL 7, iPS fifa%
MM S, EOICMRE G4
M5 RO LR E A in vitro THEHTL



7o ZHUZED L EBRPIEDIKL , 23252 E
A TATHTZE DB FIRBIC IR o7, SOIZHTHRAMERL 72
VAU ANAR Z—% A, IEH AK2 Bz %
B HRIPSHIFICEAL, an=—7 v A7d
(VML R - MK R O BEELEF M ATV, &
IR FIRR O FRE LT,

& MBI L DR RE O EN B L O
ERIRAZATV BT EIAERL IR AN T
AL DEIEDORIEEAT T2,

(fm R~ DB &)

AMFFENT DT, SR MEESE AR SIEIC B b
DB FIRHTAIIFE 2 TRECs it . RE k%
WAEBRBFZE 2B IZoWT, BB T AR O
HEBRDOARER/I, B FMHT. in vitro 1T
1T 2 FE 1 R D MR RO I DT,
BEROLBHEZT I EENICERT228%
XETUMHAL, /74— LbRa 2o e+431C
i L CHISE AT o7, B EBRITERDOE
BREMmEEZBRORERN I > TEYE
B L CEML, &ERMER OB ZE
SFL. NEHERYME DAL BRI,

C. R
1. Wk
1) AK2 o730 BB FRIT

Western blot {1245 AK2 2L 7 DHIEES
FESLL, BB CIX AK2 o U Rt Ch i L,
2 ha— LU THVE AKL B ChEZ Lk
B LTz, =A% FWTHNERMAE T AK2 &%
IRFEBL WAL ZRIRICHER L (K1), %
7o, SR FIC IV BHRB L O AR
REIICFETDIENRENT (K 2-1, 2),

Bl AK2 B/ 7u—F A HEEEERERL .,
FACS AT\ LT ik A7) — =07 Uiz,

(1)

(X 2-1) (X 2-2)

2) AK2 BETHENT

AK2 BARFRWHEEfEL Uiz, B MR D
RNA Z#liHH U cDNA IZZE#2L . cDNA @ AK2 =
FERERNT LT, SHIT, FREEA, fLRIE
i, PRAFIEH; 728 255 genomic DNA ZHIH L, £
TP exon O AK2 BIG &L — 7= AU
D EBRESL LT,

g - 505 - NE a7 v hod AK2 i+
FHBEZ M T B0, VT AZALPCRIZEY
mRNA 8% E BRCRIE 355 k&R LT,

2. HTEEER
DWHAERE R — TR L, (3148)

3. JRBMRABIUEHIARE

BEFM LIRS E AV, cu=—Eirg
TV BRI O S EABEEINTWAI L,
HIERBA~D ST EDAZ AR L,

BFHE DS Fibroblasts Z/EHL, 2k VT
iPS HIRRZVERIL 72, AK2 KRIBIZRVAENE B (403
TRV AZMEDR TN END, AK2 BITF%
— B Fibroblasts (ZFEBS D HIET. iPS #
Jam LA & (X 3),



(X 3)

WISTUT- BB sk iPS fiaZ AV, A
I bS ¥z BEC an=—T vy % T ol
BRI~ I, BE T RERBD R,
BNAHIEE—E LT IR TL W, FriT, IR
B, SRR L, M EREFE RO b,

B ik iPS MIIIC AK2 Ein &L AL
ARy H—THE AL, EMBMRIZS LS, 4
{LFEE D EIE T 22MRFT LIz, IEH AK2 AL
X0, BHECROSEEE I TSE L,

AK2 /oI T UM REAERILT, BRAESET
Holzizh, EhE= AT AK2 ~DOHIfE D ATFD
RTEEE | - R FEHRRIC 1T D AK2 DIRTEED
EVDIRESNT, 228, RIEELITFEES T
77

72 AK2 RIBIZEOTHARD, Bk, NEM
Do EEEREE DD, E PR BT 2 e
L. AK2 RBIZE D= RN — RO R BB 21E
fEE SHITETRMN—VREREILTWSEE X
bz,

R REICLOHIEET VB By MR
L7zl A, Bt AN 2w —H—Th% 8-OHdAG
DIRWFEH RSN, Lizhio T, NEMRD
BRIL AR AT LB T Rb— AFFEIC AK2 25
L, BF CIINEMRRES 3 L URE EEERE
EREILTWAEE LN,

4. BERSOER
AR RIER & T EEE S RAERRE

OEMBRBEIC LD THRFELITV., BAE
RGO FSEAT o, TDORER . ATLE LR
WL ChAEETHIE, FEMBIEH LB O R
DRVWIZERYEN L ha— LV H Sk THDIR
RECHAETAZETRGEDN BRDZ MBI LT,
WEAR B VR 7o VIR R S RIS DWW TR O RE R
1707, (3li¥8)

5. BEEFREREEBITBOFEOEE
1) PIDJ I LB %HRE

FERVERERSIEDO P RZW B ERT —F
—ATH% PID] #FI AL, FHRERIZ R LU,
AK2 OBAETFEHT . western blot (Z&5 AK2 #
NIETIZEY, eEZ LT, BB iEROR
BLTZRE D RANE LT, $72, 208 BT HIHE 2
TERJERWE U T A RENCIE T LI B DR
HIREAND, BERENOELFHRITOREL
Bl L TR FREEIT o, BRIKINET AT
LEAERLUT,

2) FERUEENE, EREEHAROESRE

R DT —F_X—2 SRR
DT —HZN—2EFAL, AK2 ZEEOHEEDMFE
PrEATo7ehs A RO T RS -T,
RRMEEHTRETIZ, TuATREBOREF
EERES LT,

3) RZV—= T EOBER

T Ml AEfED~— I —Ths TREC #HE
RIS CHIE 5 51K OB A RE D~
—J1—TCKRECEHMES LTz, EBICARERE T
TREC ZHIFEL ., IERRELL T THHILERL,
RIEZEFEIRAI)—=0 T CEBIEER LT,

4) FHRREETFRE
AK2 EH OHIREEIE BAEFI% PID] BB



bRHLZ, AK2 LIS OFHRIFERERE T REE
AR —2 2 —% FV = Exome fEHTIZ XD
1Tolz, BEOEMBRHINZ,

5) BHERTOKSR

BERR—LR—=VESH T, L%
TV BERBRICE D, BARDBELSNER
BESTHLIPOPIORELRBILIZR AL, .
Edhi,

D. E&
1. FHRER
1) BT OB R

A BT BUE SRR AR T AK2 OBSREfRATIL,
BRI, SoE R, N EARO SR
DFFBNZOI2H | FTBESKREN, BIZT
BEREZ MR DZ LI kh, 2R FHEOMIBSE R
O AK2 LWH—5F ThIzbI DD )ME
BHEHL, MRSk & T AR b — o AD BEEZ Hr L 40
RELTbU, BRI FE~OREBBKE,

i MR AR L BRI D2 R~
DR LEEFICLDEEBTHDT0, EHEE
FLHY iPS MR LD e AT L AR RIS L BTR
RO ELTRBThHD, AHEBOD iPS Ml
LD IR RBARAT LB B AR T IE PR B R 1L AT O e
BEBKE,

2) RN OES

PIDJ (Primary Immunodeficiency Database in
Japan) 1%, A2 Z—x MalE A LIz E R
DR RZ BRG] THD, ZEDO—REDR,
T N ESE BV EBI DO BRARIER . RET —%
ERRT A — DA LEMEIC2 A2,
BMEIRKRT —2Ebalc, MR A
FACS it BIRFRAT ATV ZORERDD
HEEWTL, —REIZT RAA 2% T D, BRI

RIFT D, ZHUCID BE B, DU, FMEIC
LDHBIE | FACS AT BRRERTEN — 281 i3k
DY AT NTHD, PID) ITHRRES LB E S,
— BB L E AR AT B AT AL IS
ZU., Nature Immunology (ZfRI&N 7z, PID] 3/&
T ACEVEEREL  AREOBWT, 1B, T
FEAT B SE &,

2. EFEHER

HIHE ST RE DIRREL T, B3 iPS fAIZIE
B TFEEATDIREEL. BRI E
BOTND, Ll MIERERIESD iPS
BRI SEIE, TRP— R0 2 ) R EE DS
HY, THFETHEIIL TR, 4[], BE PS H
Nl EiE TE -zl DI IMKE R A~
DAL SRR ATV EMMZFE CTELIL, &
DIZIER AK2 BIRFAEALTERE ML ED
Nz bk, EEERRBEZRIKEN,

3. R ER

K BT BRMEAE D BT R e B BRARE . <)
==V ORI RIGEREORRIL., 5
EHLOES CRMNART I LR IOR T
LT BEFORBREBEICETINDEVIK
XAV Ve 2D, BEROMEL RN,
1:%%@%%:%%72%@%%5&& FRlZ, EERZ T
ERIPCAZ)—=0 U TR R L | & i
AIOBAEIC L2 BEITRIR CIRIE T A2 LA kD
72| BER O BB, RAERORRE TR T
FTa0 HARNEEN KX,

-, BB iPS ML LA REMRE s
BE TR B A ERERS OO B 15T
BRI ELL T, IR ERDEF L LD,
AR REB KX,

AR CERLNI R EEH LT LT, hoskm
WS DIRBARSLAY iPS MKLE IV VoA REARAT



B FIEH, BAER~OSANYFCES, &
72. PID] £E9 A H—FRo N WS Rk #I%E
REFED FRB W GRS AT LHFLIIL TS,
L OEERRIZ A BIDRLR A IS AT 228 CTIRSEHR
DOZE - IBFICEBRTED,

E. 5

HEHE R BUE D R EIRF ThD AK2 DF
OB BIZFIEL BT ERNTICI DM
| ERWIEEHEN T, ZhIC KB e e R E
f-CETo, Flz, PID] BET AT LEHWT, #r
HEBEZ RSN T, BF Bk iPS
faz L, MiRGE RO ML RFE &, E
W AK2 BEETEACIEMEDEF(LERTZ

ENTET, A2 iPS FIEE BV R REARAT

TR~ OIS O B S BB T — X
BRI LN TR, Fe. BEORRAIEEL .
SRS RIS R T,

F. REAEREHR
B2,

G. WFzes®
1. FRSCRE
BRBESR,

2. BORR
BERBIIESE,

H. B9 EEMED HEE - B &R
(FrEZET,)
Brz7z L,






HEHE B RO o W R v
SRR 22422 A 1 BYERR

D-V) & TEMZTHBAICMBRIERE 281 5,

I) BRIRET R,

GG ERBD D L,

BEMEIELRO L Z L,
IT) % - mikEE

a) R CTLHPEBADZ5BOD 2 &, HERIZER THhs 2

b) ZRAH ML BEAZ Bk D FACS fEHTC T MBI K O NK M o i % 38
HHT L, BHEBITERTHD L,

) BHMMA CTEMAMBOBMAEZED D2 &, BHERRADHEAIL
ORI L

d) aa=—fT CERRMREOMUEELRD L 2 L, BMERR
MO LEZEIXRO 2N &,
I11) BEAREE

TENRE CREEHEES S D 2 L,
IV) AK2 & > %7 BB fRAT

Werstern blot % CAK2 # U RV REHKTE2ROH T &,
V) AK2 Bi=F2MHr

BTN CAR BREZRDBHZ L,



HEE B B T I fa 8t
YRk 234 12 A 1 BRET

I) RBRYIE TR

AIE IR BRI, THIRRED ., Ky a7 ) VIERD D7), BEE IR
YUEAEEZ LTV, 207, LT ORICERIERR Z T 212479, 72,
MBEERIEL R T2 HAE., BEHEAR, 74V v —F AR CEFE
HE2IT O,

1) AHBERERGAE

BB AEE T TOMFPERBAOPOREB L CIhEEERELICE Y
2 LF G LTI NARR LARGUERZEET 5, MIKEERIC T T LG
EARH SN SASIERICS U TRy av A Y oRkELRET 5, Fz ST
RO EIT = 2 —F A F AR K O SGEHERE R Y T ook b54 25,
2) ERHIRIYE

Candida T@ﬁu’%blﬂ LTIX. micafungin, 7/ a )Y —L&2&E5425, BEME
Aspergillus fER X OV 7 Vv 2 )V — Ui D Candida fEIZ%E U TIE T AR T U &
VB, A NFaF—n, URS—< AT UHRTY B, R oYy —, &
FHEERET D,

SEEE TR I CEEBER RV LD T by T AL AGRRES %
MBI U CHEfT9 5,

3) UANVAREYSE

YA b AT\ T AV ABYIEC R U CORER (E#E) Z2aUsimiEd L <X
UANVAMEOHEEZRE L, BEOHEEIT 7o eVvOREE21TH, K
FNZEIWER & U COMFHFERB/ICER L, MMEHBROB L7 + AT ELOF
EHERET D,

EB 7 A /v AREYUEIZx L CiE rituximab OG5 %2 EET 5,

B~ L_RA T A VA (HSV) ROVKERREZ 7 A VA (VZV) 12k LTI
7V u O R OERNE S 21T 9,

4) G-CSF

GFHREREEIN A BRE L CE 9 5,



5) KX~ ua 7Y o miE
iRk y 7 v 7 U CHBIAI O BRI E 21T O,

IT) i el A Bl

AIETL, & MRS XV IRIER IR CE 5 —T, BIT LR
BaAE% 1 EUNICET T 5,
B MR IARAE O MG T D, BRI &R, B i
2179,

1) RIF—omiEiR

BREMIERIE, M HLA —% R —D0NFET I 5A 2R, FEMGHEm &
T 5, ZOBEMIIBREEZET L0, BEOHERICE r H2ET 3 FH A2
ZNLTOBHEITE IRV & &, ENEEEATR SR EE DS LSS
FEAE B DL 7 C I MGy IS oD HLAE 77 3R 0N FE I g T B B R i 36 L vl 1k
AW HLA R —BUE BRI LN TR Ch o722 & Th 5,

% 72 HLA R —BFE Mg B B IZ W T B RS0 GVHD OBEE N E F
HZEBRTREND 2D, MIEFAIT HLA-A, B, DR 23 2 JEARA—FE TIZRY R
T—LLTERETHILELRDDLNLD,
BAEMIRE D EARERIL 2 x 10°/kgd L. CD34 BHEMINEANE < & F L A s %
BT 5, NI — ORI mBEE IR 2R,

2) BHEATALE

JRYYEN B T 5B AITRILE 21T, BILE 21T 5 841, Bk
ERARTLE & L CTEBEDOH B (a), b) TNzt s,

(@) FAET VL EANT 75 00 K5I BT E

day -7, -6, -5, —4, -3 : IAX TV 1 BEAHESE 25 mg/m’/ H
day -4, -3 D ANVT T2 30 Sy RTEERE 70 mg/m’/ B
10KgAR Cik, REH Im*H7c Y O G E-30X4HE (ke) THHET D,

(b) ZNEFT VL ETRIVT 7 42 L 56 R RTLE
day -7, -6, -5, —4, -3, -2 AKX TV |EEAEET 30 ng/n’*/H
day -3, -2 DT ANT 7 2 BERLEE R Img/kg X4/ H



10Kg R TlE, ARERE Im?H 7= OREGEE 30X AE (kg) TEHET S,

3) GVHD FBf

day -1 6 7= 3 RV S Frige i s 0.02 mg/kg/H
day 1 A NRUFY—F FE 10 mg/m*/ H
day 3. 6 A MBMUFY— | FRE 7 mg/m’/H

&7 wa ) AAMAPERENY 5-12ng/mL [ZHERF L 15ng/mL #2720 K 91295,
REBF 7 u ) AAIHNIRBFIREE 2o - Rem T 1 HARRED 3-5 5&% 77 2 THR
L35,

F/-A MUY — MIOWT, day LIZBWTIE—EE K 10 mg/body & L.
day 3. 6 (ZRWVTIE—[EHRK 7 mg/body &§ 5,

I11) BEHREE

PRARC L OWREEE OWEE1T 5. EMEsMRBEIC L v #ESUEE L
IIEBIBFET D700, BERICEMRICEAREEZIT O,

...10._.






TRECs, KREC % /= IR8 R R D
HERARIY)—= DB %

A B o
(RO E R R R KRB 8 A BRI FERE /IR - ) PE 1 g e 0 2 )

MRER

TRECs(T—cell receptor excision circles)id, THIfADIE A DIBFR TEAINAEK DNA THY ., T #l
R AERED = — A — LU TRV DN KD, H21 B, Bk RIS H D TRECs %
real-timePCR TEETDILICRDF AR AR —= U TIEEBRF L, G Uz, £/, H22 SEEEIE,
BHfRDRE A B CTEAINAEIRDNA TH5 ., KREC (Ig kappa chain recombination excision
circles) Z#7/E L RC RIS 2> HHH HI L7z DNA % IV T real-timePCR TE & T AL L B~ ARZY
=V TEERREL WE UL, SFEIT. ZOmMEBELZM, EHIT FACS T & LA/ bR 5z lIck
. EN BIOMBS AR A S T B R 2RE B TRETL . MR R IEEE D8\ VI T AK 28 s

T BIU OB T DEREET T,

ARAZY == ZIECED | MIRESRIERE D FHIFE RS FTRBIC /20 | RAIR T - BRIV BRE O

R THOWEICSRNRBEEZ LN,

A HREH

H04E A A E (Reticular dysgenesis, RD)IZ. T
MG, NK MR, 27 ek | S e 3=
FERE T HEEREB THD, FrAERINC Tk
REZE-TERRBEL T, EEESLERE
JiE (Severe combined immunodeficiency , LA T
SCID )23 503, M8 FIEEIE L, THEIZ KR IC
GF P BRI CEERR A N30 572 SCID D EEALL
bEZLND, 728, BHIIIZOWTIL, BERED
MM RTEAE 13 Bl Tk, 0-556(1EH
40-2000) LT 61, ITEHEHIDOWFIb Roi T
o

AAE I ARE T, F LW B MR I L0 SL R
FHNCEIE B RUSRYLE A FE 3 D BOEME D 5
RERBERNEIE Thd, &M &M B E
(Hematopoietic stem cell transplantation, LA T
HSCT) \Z L5505 e P EE A R YR R AR B R
THDHA HSCT AN EERGUEZFIE T DA

_11_

BRSRE 725, LA, FLIRHI BN HSCT 28
EhaShiu, SCID IZBIIHHELFERHEETHE,
TN T6~95% T HEINTHRERETE
Do

—WEEEEE | WREEEEIT | 1A VeI if. o o>
TRECs $X U KRECs #% real-timePCR CTE&9
HILWEBHEIR AR —= U FERBRFS L.
W UTo, AREEIL, B AR MRS NSRS
v MY — 2 (Primary immunodeficiency in Japan:
PID] v U —2)Z@UT, £ESBESE
1Ky 77V fiE B 2>V C, TREC,KREC
ZRWIZAI) == T HATV AR 7 a—Y A
RARY — AT 24TV B8 R RAE B3 O B
I RIE BANEERIEDREEAT o1,

B. Wt
EEDORBA SN y a7V ifE B
LT, FEEEECIZBA%E L7~ TRECs, KRECs &




1TV, bz 7 a—H A AR — (FACS) f##fT %
ATV, M R IEBOE B3 O B II%E RIEIZ O\ T
RELTZ,

2011 4E1%., 2EH>5, PID] 2@ L T 130 #{ED
RN EIEBERBEZ T, 5b, HER
BEAREREN 8 FldbY, 2 i IL2RG KIBLE
(XSCID), 1 43 RAG1 KIBfE. 1645 ADA K18
FETHY, 72V 4 FIBNREARRAG ThoT, Fe,
PUREARREEIR y 707 U MEBE T
64 T 6 %5123 BTK KHBAE(XLA). 5 #1125 CD40L
RABXHIGM), 1 2 Foxp3 B EAEIPEX) . 3 4
23 IgA KABSE . 39 BN RE AR DV 25 CVID
Tholz, Eiz, FERHREZ 262, BHEKDHD
VNI R ERIBD B D BE A 6 BIRED . 9B 3
1L GATA2 BERET, 3 BINFEEARATHo7,
BT EV LU EBEORBEE o7 BE X
Wighotz,

RAYMLIX EDTA fi &L 100ul, HAY— L&
£& 6mm KIZ punch—-out UL7zJERLIM 2 Koo~
NELT, Ty AW TDNAZH Lz, DNAE
E&#RIE L EC,KREC ENEMEa ba—L L
L"CRNaseP Z[FFRHCERL, 2% 1lugDNA
BHT-DITHE | BEEHFRMENT 2N Z 72, DNA =
FEVE bng/ nl LA EERISRELTZ,

Real time PCR X, BE D H»>TW5
standard Y7 ERMY T NV ERCSEMHT
PCR L, &V A7 VTOHEIEZRHLE,
Standard OEEIE B DIEEMIRE 5 &, KA
P T NDREERDTZ,

(i B i ~DELRE)

AHFTENL. BHEER R PR ZE B & DAGR
BHTHY, BE - Fik - R013 507058
HDObLE XEZLDREEEZR/TND, NEDOE
ik, B ENERBR M) BE IR
BT,

C. R

RD 1%, T MR ZFEIK y 70TV fEE
T HREREAD & B ET D7D . FOBIEHNIT. T
ARk B3 (TRECs K T 41) 3L O R ERDE
DHIDOFIZRbNDEE 2 B,

FEZHT I HERENE, HiREL
e, S RRE R MR A ED D R E A
HAOBE 48 flihHEn GIRSHR), o6,
TREC & T4 (<50 = t"— /ugDNANZ 6 5 TR .
5 #]Ti% sjKREC HIRTL Tz (<50 2’ —
/ugDNA),

FACS f##T13 3 Bl(UPN1126, 1184, 1195) CHE{T
FRE Ch o7z, 3 HlEh, CDASRO+CDA+AEY—T
AHRRAS 88-100%&FEH LTIV, FdE T MRy
BE R TWAEE BT, $72. 2 BITIE,
CD19<2% THY, sKREC K FELABRELTZ, 1 #IT
IX CD19 I 36.7%& RV TR, CD27T+AEY
—B fla 97%& L TR, 4 B RO
V&L TNBEE 2 Bz, NK ML 3 44
2 BITRELTRY, IKFEFHDY /BRI LD 5
BERHHEE 2 b,

BAE, ZhbDBRE T AK2 BisF O 21T-
T3,

D. BE

ASEIOBETC AR y o7V MES RS el
fBE DG, TREC L THIA 6 Bl Eivie, 4
VIDERIRZ W GG S R 2DB 3 FI7Z03,
TARBEAERE 2 Bl SeReRE R FIE 1 B E S
iz, FACS MifT AIRE72 81 Clri&fl)—7 T ##
DR BEIBES L, FEVD 3 FillE genomic DNA
DI, HHWITERIM L2 AT TERdo7212h
BT, TREC IR THhb#T 4 T Ml iE ThH
HTEnRONY, TRECs MEDH ARSI
7o

EHIZ 5 Bl HBETIL, sIKRECs DK T3 A5
AL, B MR A REDIK T 38tz ZIVHDiE
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BITIE. T OE, B OWABRELNTHELD
D, BRESTE 3 B4 2 B CHE NK RS RS
NTRY, A7 T-B-0 SCID OEfxFItE
R\, TDT | RAGI, RAG2 DEERITDUN
TIRFL TR, — 5, EITHED T, B O
DRV, LIG4 Bia T, VX)) AR TF
(XLF/NHEJD B E THLNAZ L H DT80 i
BT 3 BICHRETLIZN, BEEIRDRD 5T,
SHIT 1 #1(NY1195M) Tk, DCLREIC, PRKDC,
GATAZ DY —J T A T TOAN, Wi
LOLsh BETREZAESL TR,

AK2 BIEFIZOWT, ThHDBE THRET T
D, Flc., exome MRNTHEGEL IR o772 RA
KD BETIL, NER exome EHTEFT>TVB,

E. #&&

TRECs, KRECs DIEL, MIfE R EIEZ &
e T MIAKIESE. B MIRXEEORHRE R, B
2w, R, RHNARICH A ThY, ¥4
BRI == ZICb AR ARE ThHHEB 2 bR
77
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(3113%) JREARBHOPIDEZE 48K DONER

ISHE EBE initial| UPN | sex| PIDJID TREC | siKREC | oKREC| ©D3 CD4 CD8 |CD45RO| CD19 | €D27 | NK | NKT | roT
1. Combined T and B cell PIDs |SCID like Y 1136{M  [2011TY001 2655  909.8] 4486 78.4 783 195 154 181] 898 134 001 072
1. Combined T and B cell PIDs |SCID like NIT | 1184]M  |NIT1184M 4501|  89.87| 709.8] 8568 4558 30.83] 96.27 0.01 0 0
1. Combined T and B cell PIDs  |SCID like (Pancytopenia, BCGHRIZ&L|NY 1195|M  |2010NY001 0 0 0 474 25 25 100 1.77] 3429 oM of 2222
BB )
1. Combined T and B cell PIDs _|SCID(T-B-NK+) YEH | 1175|M  |YEH1175M 0 0 0
2. Antibody defect cVID MT 660|M  |2002MT001
2. Antibody defect cvID FM 716|F  |1984FM001 80.98 60.9) 274 5414 6.36] 3554 7.99] 006] 1058
2. Antibody defect GVID oT 717|M  |19910T001 2825 193.1] 2867| 8354 3299 5854] 32385 674 1.27] 639 of 235
2. Antibody defect GVID HM 840[F  |2005HM002
2. Antibody defect CVID HM 840|F  |2005HM002
2. Antibody defect CVID HM 840|F  |2005HM002
2. Antibody defect cvID HM 840|F  |2005HM002
2. Antibody defect cvID AC 969]F  |1972AC001 100.2] 9185 10410] 5514 2438 ©6961] 9355 3075 481] 7.08 o 033
2. Antibody defect CVID KY 1118]F
2. Antibody defect cvID MH 1125(M  [2009MHO001 5962|  3303| 10030]  72.95 65.19| 2698 11.93] 2458 691] 378 005 6.8
2. Antibody defect cvVID ARS | 1140[M |ARS1140M 1515 0 0
2. Antibody defect cvID SUR | 1142|[M  [SUR1142M 531.2 1261] 7195
2. Antibody defect cVvID ol 1161[F  |20100T001 1420] 1173|7950  82.88 6027| 3827] 2594 1303] 141 23] 001 037
2. Antibody defect cVID SUM | 1183]M  |SUM1183M 6863|  4427| 38570] 9523 36.31] 5171|5991 0.06 0 0
2. Antibody defect cVID MT 1201{M  [2000MT002 976.2|  2547| 10010]  72.94 411]  4622| 2303] 1278] 3244 119] o001] 112
2. Antibody defect cvID YM 1202|F  [2005YM001 2771 2148] 17910 83.9 673 296] 121 378] 693 12| o003 212
2. Antibody defect cvID MK 1203[F  |2011MK001 4694  5930| 20340  66.92 7655 1864] 915 14.68] 446 1457] 008| 466
2. Antibody defect GVID MH 1207|M 3309|  7889| 34690 6151 7311 2003] 776 2089| 3.38] 1278] 003] 586
2. Antibody defect CVID (B cell deficiency) TS 1074|M  |2004TS001
2. Antibody defect CVID (GoodfE&ZEE, h DT 1200|M  {1948DTO01 810.3 0 0 97.41 31.69] 61.86] 47.01 0.01 50 1 0.01 7.2
2. Antibody defect OVID (igGHTISARIE) HH 1156{M  [1961HHOO1 86.29|  265.7| 4839
2. Antibody defect CVID with B cell deficiency, epilepsy |YK 1058|F  [1970YK001 3231 0 of 9174 56.93 40.3] 8997 0.04 of 685 001 25
2. Antibody defect CVID-A TA 780|F  |1997TA001
2. Antibody defect CVID-A SK 1188[M  [1962SK001 2383|  5515] 8965 6081 50.6 432 73| 2485 38| 156] 007] 286
2. Antibody defect CVID, neutropenia, short telomere  |[FS 1100|M  |2009FS001
length, microcephaly, MDS+<RAEB2
2. Antibody defect %w)ggﬁmm%mﬁﬁwwmm YT 1157|F  |2002YT002 6066 97.07]  1850)
2. Antibody defect CVID, S RAEFRIFIRIE AH 1193{M  [1997AHO01 0 0 0|
2. Antibody defect cvID FK 1189{M  |2009FK001 25650  5505| 29860  74.93 52.69 416] 1349 2071] 416] 301] 004] 664
2. Antibody defect CVID (SL55617) SK 1204{M  |2010SK004 3732| 8865 39880 58.7 44.7 471 278 309| 428 6.93] 002] 847
2. Antibody defect CVID+6p-fE B MR 1063|M  |2009MR001
2. Antibody defect CVID+#iE 3F AR AT KM 1180|M  [2011KM001 13930] 7452| 32650 68.26 7363]  21.08] 1101 2492| 365/ 397 007 509
2. Antibody defect CVID+E fBkiL oy 1159|M  [20100Y001 1977]  9231| 19830
2. Antibody defect CVID+R HE 1AL B R A MT 1194|M 3628| 18040] 35630]  64.33 69.76] 2628] 92| 2815 246] 466 005 412
2. Antibody defect HIGMx MY 588|M  |MY588M/199| 145.2| 3495 1771
2. Antibody defect HIGMx MT 1126F  |1994MT001 0 o| 4355 57.09] 11.88| 86 88| 3671 97.21] 199 0 23
2. Antibody defect HIGMx MT 1126[F  [1994MT001
2. Antibody defect HIGMx ABD | 1173|M |ABD1173M 4284  1903] 8958
2. Antibody defect HIGMx MKkB | 1121{M  |[MKB112IM 1985 0| 1589 92.8 84.5 139 718 5.3 35 04/ 001 0.7
2. Antibody defect XLA susp UA 1198|m  [2011UA001 5276 of 2441 68.64 73.88| 22.54] 28.84 022 3495 2093 002 175
4. Immune dysregulati d linemia FFAZAE M/ (IR 1158[M  |20101R002 of  3693] 19870
R D, BT (ANAT6OLE, 3L
dsDNAFLIRBRIE , fiSm/SS-A/SS-B
FRBBIE ., CHEH)
4. Immune dysregulation MR SRR KK 1192|M  |2011KK001 1897| 5842 1327
5. Phagocytic defect DOXI. BBk, EMEE TV 1199|M  [2010TY002 513.8] 3038 2548]  91.39 60.36|  38.53] 49.24 631] 876 09 003 0.4]
5. Phagocytic defect MDS-AML ss 1208{M  [2009SS01
5. Phagooytic defect MDS(RGMD), AIHA st 1196/M  |2000S1001 9279  879.4| 11570 76 53.7 345 365 194 94| 026 001 493
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