B BB A 15 3 (cGVHD)

¥R BE
T Ay ke 05 (glaft versus host disease; GVHD) TIEERE R O S OHED—>TH
0. F— MEEILE) Ofgsn ., mEISEIC L > Ty ey N Olgds & WS 5
&I ko TR Z IR CTH 5, TEd, 1@4"‘1%100 H (dayl100) PIBRIZAEL D
GVHD 2MEE GVHD & EAU T 2h3y, 2005 AFHE O NIH 8 B L7z Y —X% 2 7 7 —
TN I o TRIEZRSUEN S SAv, BIEE, 120E GVHD FSAE R 2 Rl o3I LTI
T2 B LML E > TR 5 2 & D3k "“éx}’lbeW
2 apis)
A, BRIRAEIR - BRECPET R

Bt diagnostic distinetive other features common
o2 ;RO SR (A faiige
A RS
2 G T WA
B S }J
BRI
’vi,xi;d b kS e
In IR, 23, 22
&
SR, B,
FRpk e
SHEL, R IS CHEIERTE, IR RS, FIEL
1)
Bl iR 1
L IWERE TR, RN A g2, LI 2
ﬂss SR, A
AL A9 7 FEHEIER, DB,
T A /Jﬁc
HELER HE s
ik s LERFIIR O (3R
ni‘, St 9);'@«?)\1%3 i I FAA
£ };
Ahliss i ETHERE, B NS A, I, T
Tk - 35
LR foliy =7 PEAFEHE DA FRERORIR, A, W
L frE oAz T, AR
i Y, ALR ALT/AST
»2xULN
Hif EHCCREELBO  JiB R T R BOOP
£%BO
W, BY ﬂ;‘;ﬂﬁ?ﬁ Wipds, Skl 2t

b
i &iﬁﬂf“ RN
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1l S RIS e 2
IFIEERIG %, Vo saR
i
gy Fasy
> iU
Fou it (ATHA,
)

Zofth

LA K, UK
SR

% ff'ww%ﬁ{P Eiid N
HIE L

Diagnostic i £ OFF HEACEIEGVHD LB CE 550
Distinetive @ 4818 GVHD L E#RY © 3)»2:/%.“%%?3}?/ ?L Ve mia o e £, SRRy, M
W& DAt s A, EESHESALBEIIBHTELLO
Other features ‘f@‘%"i‘ GVHD & WEEBEC & LA GVHD O —ER & LTl hifa 2 &
X0
Common @ £ [‘%(J «II) EEGVHD 5 LT Ha LSO

C. fBIRE
12t GVHD (3 2 SOl RIISE S, B GVHD IR RE X< 56 %

oA (classic) 181 GVHD & &it L. &M GVHD FT R 2R T 2546 2 EER (overlap
syndrome) &I 5,

LW OED T
BER OB TR RBOREIEET 5, BEFICBWT, YIS, BRIWE, &
BIERE, FUROBHRE, £OMORERZERSN LR2ITHIER B0,

DT EE
ERROBERER - HEFTRIZ T, Diagnostic clinical sign 235 fk—>, &5 W34
oM OME TRE S5 distinetive manifestation 78— L BT, fOE B EI S
n5

F. Xk
1. Filipovich A.H. et al.: Biol Blood Marrow Transplant 11: 945, 2005.

2. AAEMMIEBEYS EMEBEST A FZ 4 GVHD
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[FESEPIFREMIE  #aRBELERIFTESE

IRFEERIEAEIEAREI D2 MRS - BIER DD LUBEN A RS2 OMIZICE I D3T

[FETBRAARETES  BRPREBERMCIREE

[RFE SRR A REF DIRREARA SRR AR FENADICH (CBI T 3%

THEE SRAMEETNT 74

By . R 274 1H 238 (&) 10:00 ~ 18:30

/L;\/l:l\ﬂ u'}‘ia 18:30 ~

% A2 —25 4 855%E 1+2

T108-6105 ERFEFEXER 2-15-4 B1F
(ZOEX - HFEREEZZE TS0

HEARE . el BE

yE |

s

7t 1 BHRERIKERVN BRI
T359-8513 HFHEEFURATNIA 3-2
TEL : 04-2995-1621
FAX : 04-2996-5204
E-Mail : pedsecO01@ndmc.ac.jp

FpEESE 12:20 ~ 13:30

mA>A—2FT A BEEE6

HREHE(IHHEID 13 0/8 LRDFET,
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10:00~10:10
FEEES 7S

FERUERBADEEROZMERE - EEEIBRELCZENA FIA4 VOBEIICET 2HRM
FERUEEADEGRHOREEP LN EREORRICET SR

MEREFEE RENAZRN\EREBE FellFE

E 1 fRIEERER MRS EEEs B EBA

EXRUREADIEREFEOZINESE - %r}; NEELURENA P24 2 OBUICEY 2MER
: PMMEER - 2EVO—F v — OB L ER '

10:10~10:23 WAREFRE | | BE HE

X EHEFESREATE BRERSERIAZNE F’ﬂf‘ﬁﬂiﬁzmﬁf“%%f“ SH e

TTF)VUTT I —URIERE EEASESS N RREAE WG BEiE
10:23~10:36 ERDEMDSHNERE 00 . EBE BE kR
Wiskott-Aldrich fE1&2f FAZAFREZZARA\REE2sy BR FT
= [gE E1ER% BEAZ - ERTOTAS ) LRLYA—FETOTAS ) LA BE =T

10:36~10:49 RERBRDEE LT RS

XIS S ¥ 0T M, HERERGEREE. B gM ERE,
@Gﬂ?ﬁ?xxﬁr\ﬁﬁmmAxﬁ BRAGEETRIE.
AR—BHEEH > TOT ) U IME HRERERASREREFESAT TR AA

HE

R EF =T

10:49~11:02  SermmmnmE o  BE &% WA

Chédiak-Higashi E{# 8%, X @8 >/ UBEERE, BBt ) v/ UBEEER
SRASASRERREEASHENNEN MH ==

11:02~11:15  FREAHBMERSESSUREE EE FEgEE
B PFIEE mksien TR B
11:15~11:28  EXAASERA | .

REAZEM S ETHINEERRREIE. IRAKS VIBAE, BMREEBHREL Y O A
NWASEASEESHERREREEY oM HE

11:28~11:41  FERMHAKIBE ; ik - EBE ' EBEB

SER MR RIEAE FEERASRESHRA/)NIRRS TH HE
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11:41~11:54  [FEORIENE - BE TR A4S

i B BKER INE paER AR ERER N ENE B &
11:54~12:07 #ERMGEFSE . EE B4 IR
BRNGRERIEEIC L DREATAE BEERASRESHER RN BT S0
12:07~12:20 [BUEBERESEDR f BE  SH
&R A X TE s pEERARREEW AR NERS B &

12 :20~13: 30

BE L0 HEHEES: Baas Az 142
RSB ELS N
BN I 2 R B RS AE RREB & IR AUABIRA OGBS BHFERHE
‘ Mss
13:30~13:56 . v BE  SH HiE

1. PIDJ 2B DIBILFRETOER & /SR ILZ2ETEDR R
AHFEEAN TS DNA Hgrriimamrs /R Uz

2. BEMEESRCIBITANAFT—H—& L TOMBE miRNA O EZERHT
WU ABEAEREBEF 7S oY BT s b AF 2
13:56~14:22 ' o . mBE ®RE ¥-
3. ICF (£ RMBRERE ) EREEORBEBEEINFEDOEEHODOIEYS /) LR OER
B AR AS AT ENBEaEESEE ARARK
4. IL-18 UH Y RSBEEESHERE VR IRBEEREZESBE L= IL-18 EHD:E:
AR ASRES AR/ BReEy A FH

14:22~14: 48 e B iR

5. ILI7TRABLFEEZRO-EBMRBMIES > O A RED 5 O B
LREASASRERRGREFER R E =

X

6. EBMEEELD Y CAEE S~ STATL HiIE5ZEDEE & BT
IeEAsESSNEREss WG FEiE
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14 :48~15: 14 : B N& BT

7. RiEHMEREEM ) > /SEBIKED T T /L AMRIKRIER & #EERRT 2 DTENT
mEASEASRESHENREREESEERE B Bl O FEER

8. XIAP RIEBfEICIY & EMEr A tE
RRENENAYASERERERE2S M 2

15: 14~15: 30
dI—k—TJLAY

15:30~15:43

NPOEAPID DI D&M 5O Z1EE PD-iEame AARNEBY
15:43~16:09 ' : FRE VBR 1Bk

9. ERERIEMIEZRE WASP (Z & 24K M HFDIRENE D D FIRERRAT
FlASASRESAMERNBEE2ss BR F_

10. #i#R C/EBPeEE & B & = if PIR — RFEMI ]IBIE DR RS RAT & FTRABOARFE O Tl 5E M
SRAZAFRERFEEASTRN RN HE 1R

16:09~16:48 o - BRE  ARIRE

11. BHAFEEDRERESFIZ DT |
=EARNER A BE

EBHASFREECN T 2 EMBARETFAEIC O\ TO®RE
EvRBEEEWE LY 2 —gan NEBSFHSE

. EBSEMIPS fila % U 7= Chediak-Higashi SEIEEE O FR AR ARAT & BIZK(C (6] 1 7= #7355
STERA iPS ABRERZE PTG RS I S P E S B IR MRS S T A
16 : 48~17 : 27 ; ‘ MBE  hIEE—E

14, PIK3CD #aEEBIIZE L PTEN KIBEICH 1T S RBAZERIKE &
Akt/mTOR/RPS6 U > B ETLED @SS

Tk

pEERASRNRNeEE TH B

15. 22q11.2 RiBGEIEEE 26 BlOE FHFRAORE
aEBEARNEY /NE KIE

16. EXMREARDIE 10 AlIzxdd 5 FIUBU Z LA EIZ L 5 MEtHnistE
FRENERASESNNERR/NER SR HE
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17:27~17:40
d—b—TJLA49

17 :40~18: 06 M BRLIRRL R

17. EBAMELRIEES) LT 23 3 5 58 FER F O &
ERERERASRERERESHT SR ER

18. Helper-dependent adenovirus/adeno-associated virus hybrid vector = Hu\ /=
B FEEREDRFE
NNABEASZRESWARREREEY SH  HE

18 :06~18: 32 BE il BEE

19. 7 ) LRSI & F O = ISR AR T O — I8 B2 E ORI ¥
FEARFMETRBBILS FEmESEY LUK 2

20. B IgE fEMEREIZxd & CRISPR/Cas9 = FIMA L = #ia B A D RaH
‘ BEARERTOFAY ) AWELY 2 —FETOFAY ) LHH BE =17

18 : 32~

WERE - BISRE
BRUERBADERRODIESE - EEEHES L CBEA( K541 > ORICET 5H5EH
RN SE R SRR O R AR & HRARUEREA 0GR Y 2 H5H

WEfLEE %~ IEE
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2015 £ 1 A 24H

0:50~18:20

S S—

G

ILEARZEARFERERRFHAR NERE

Vb IESR

HARERLENRE
CSLA—U Y THARY




70754

CSLRX—=Yy I ry—ays
L 9:50~10:00 CSLA—1 2 JH St
. NSRS

. [/

- 10:00~10:05 LEHBE BB

RRERHI A

Gl AR

APECED & IPEXICH T35 TPH-1 Hifk L1 AIE-75 Hiik DIk B4 %
ALEAE NER
TH Hser

BSR4 RIS S B L E T R Y L/ ST R B (ALPS) MR RED 14
BENREERMRE L 2— IRBFAL & —
AN HAK

BB ko S (R B % o 7 XGHSH U o/ ST AE 1R 2 type2 O — 1)

IR IR ERE  SH LR AT

RE Bz

B AL X EEBEEES RIETLED 114
EMA% NRERAE
R AR
BHl MG SR EE 10 S5 IR R M IE R I & HAE % % /- L = Wiskott-Aldrich SE & B O —1)

ERMERER NER
HA ER

XLAISH Y 5 B & mE i Bais4E o 14
RMERASY M
sy A

B & mB#REETF AR ET o £ XEMNBERSFEED 1
ETAEERNT L S— AELENRS BETRIARRTE
N

O (FE BEZBIYLZEW)
s (PIDJRER)

215 :6F [605]
KMRELVBE (RY) OEBITEVET,
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12:50

13:35

REAY
PR BEK
SRV LIZBE LY S 13REAROEE REMFIRAD E
SV ETIRER  MER
W W
HO-1 RIFHE 6 RIS 511 5 SHEBFRATR L MBS
ERXENBRER NEH

MR B

hiE—-FEMERRBERKEEL-EERENEROB RS
BHAE BREZ

EW T

m/MEED - B8 - TG ESELEERXEEL. ILIORAILRATSAY VT REERHE—ILRH
BT JUER

B HE

LRTOILA0ZRFAREECRKIZAS L UV NEHREXEEBEBORBENBETFHIAORS
LRl

T

NERHEEHE
&

I8G Y 77 SARBET LI | B0 IgE R B D 1]

EIRRBERERESRt 82— RKRMEE

&1 Y

XEHEES 7 IO7 ) MEC RS &G LMRERERBEEE U145
FUMKREFRRE /NER
Nyl

B GERRER S 5 NFKB2 SEFERERELA L BRECVIDO 15

REAFE NER

AH FHF

14:50~15:00

15:.00

«

15:45

BrETEE R KR
Pllll FE
EHRER, 2510 BT, SRBLHESE L activated phosphoinositide 3-kinaze & syndrome (APDS) #EEh 3 4B % EH
RIBAERE NER
A 4
B ERLEKERDEEELPISK SAEREEO—F
EIRBEERME L 4— HEH
%k SUF
Activated PI3K3 syndrome 2 D3 RFK : 7O—H A bA M-I L B2ER
LBRFRHRE NER

w¥r F
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RREH M RA S
RER S~ — (MiSeq) &RV FSME RBTREDRE TR
S ONATIERT  HEiliB S 7 s

il A

15:45 R~ T~ RV ERERERELREOIE BT T2 HNEOMT

: FHAFER AR NEF

= s 5t

16:30 B FA VBETORBNERAF v 2 T LB 4N BIE—BETY FAT -TORBEE NI AL ABRBHFEAOL R

DESDNATITRT RIS
MBI

EIRAH
BN I
BEBHEEOERA  vI/O) v/IECHL. R TERASREI/ Q7 BRE2FERLZ—H
WFESIE S bRk MR
K s

16:30~17:00

, Bl FRERETRECHTINSEV MSEAOERE

WENRL T EBEREL 2 — B
SN R

17:00~17:10 Break

Children with rare diseases of the immune system
- from therapeutic orphans to pioneers of personalised therapy

Prof. Dr. Christoph Klein

Professor of Pediatrics
Chair, Department of Pediatrics
Dr. von Hauner Children's University Clinic Ludwig-Maximilians University Munich

 17:10~18:10

Maky
RERBE PBHERKAER
18:10~18:20 Ej’& LU %%

R i R
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APECED & IPEX\2BIT5 5, TPH-1 ¥tk
EYLATE — 75 L ¥ B

Disense specificity of anti—TPH 1 and anti — ALE ~ 75 autoantibodies in APECED and IPEX svndrome

WBEASESFIFARA ) TH RET
KBEXFRFRESTARNENEAS ) /A BB, HAR 1554, (LG RS, Prie 425K,
__________________________________________________________________________________________________________________________________________________________________ WIE HESC, A8 IR
HEEAFEWANE WEEENEE)y NE R
EYREEFRNA L 54 GHERRRSASR-RBFY YN T
Department of Medicine, Padova University, Padova, Italy »») Silvia Garelli, Riccardo Scarpa, -
____________________________________________________________________________________________________________________________________________________________________ Corrado Betterle
Boston Children’s Hospital, Harvard Medical School, Boston, MA»»  Luigi D Notarangelo
[E&] brE O e e RS 75k Dapisl (ATE-75) . Pivillin B CUPLE L. SIEME THIM R I1C X % RER
HE - SIS SRR R (IPEX) T4 L, — iU 7R 7 7 y7k?§§fti§%§%-1 (TPH-1) Hifkid

H i
*W‘[ﬁ?%ié%’é WIZL D HCRERLIRNSWES - & vV 5E - SHEERERE (APECED) T4 L
5o
[#1k& HEE] IPEX 761, APECED 2361 {Seigik k& (IP) THLTPH-1 JufkkE1E (IP-positive) 1061, (&
M (IP-negative) 1061, £FEHE (IP-NT) 36U} O I{E % FH . recombinant AIE-75. GST-TPH. GST-
villin % HTJE & L immunoblot (IB) Ti B oL HOHE T HE L7,
[#558 & 2] GST-TPH L IP-positive 8% & IP-NT 161 COAKS L. IB & IP OHL TPH-1 LA IZAHET 1
o 7ze PLAIE-TSHLRIZIPEX 5HI TO MMM & L7z, PivillinfifR EMEE TR Sz, Lo Tt
TPH-1. L AIE-75 513 % 4 APECED & IPEX IZHFEI T B WIED & 5o BIEE THMAESRZ 1) |
SRR G T 3 BRI & AT A PUR O I SESIM TR A LD S WAL D TR
ETH)HEEEOTHRLHCKSETHIREEZ O b, W LEREIE TPH-1. AIE-7T5 D5
rf( LPLEAF AR I L 2B E Z2 5N b, 3PURE SHIEMIZSH ) B OHE HE O
BEAOES RIS, RS SR LB HUEIRRICBES+ AWk IR H 5, TiEEIE
IFEE RS R ). HOPUEIS L) i, R R ER~OIRTEEDS R 2R H 5.
fEam] PLAIE-75 L TPH-19UK 13 % 4 IPEX & APECEDIZHF B2 C PR IZX T 5 REEFEORF LK 4
R PHEERICRET S
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R AT Rl NG Byl S WA RS U IV
BERERE A (ALPS) T oo 161

A case of autoimmune lymphoprolilerative syndrome (ALPS)-related disorder with abdominal distension

BuSEEARmL ST sy R K, R DOE, KW 2, SEHE IR
. BN A
TRER AL NER ) A IR

VAR SR RN 0 JIN A & Bk 4 7 T S & A0S 2 B R SED I H LTV B o
FORFEZ D FITHAEEY >/ SEUERTE (ALPS) W, 7K b — & AR OB

Ko THET AT
ENENHNTE Y BPLGER T ORFEDHED 5N T b o —Ji CIRIKANETE TORVIEB bIFAET o
Al FRRIIC ALPSEIRE L & B 2 5505 KRB S0 & Lo T n—Fll oW T4 %,

UEFI] 258420 H e 19 A, BN & B29% % B FRIABRE TR AT vz hs, BURIEAH T b 4
W STz, EOBBIEIRVFRET 2 720 MEEX N Lo, Wiglhe, 4 B IRIE IR D T AT
T - 7o DVEHRRE 138 1]/ 75 OWIIR % §e& 720 fls TUENHES 2k 2 2 FUN & B o Wl % 5 72, i

.

l

BOFRIEEE 3 d o 7es MUEHCE Tk, WBC 4290/ul. (Neutro 30. 5%, Mono 5.5%,

LA\

R R
Lymph 60.5%) . Hb 8. 2g/dL. Plt 5.5 x 103/ul. % Ret 2. 4% & I Ekii % B 720 4y il ¢ = Ak
DHAL - BEILIER Th o722 £ b JMMLIEREN TH - 720 MUOBARTT L TUEEE 7 — & A5
ey N7 h 70 E Y =10 mg/dL. T-bil 0. 48 mg/dL. PAIgG 64ng/107C (IE# = 46 ng/107C) TH Y, .
NV AJEBEREE E 2 Sz, F70, 1gGEiE (2122 mg/dL) #38, @ CTHAECEGOEE DY) v/
HEHE % 5230 726 LLE DT RELD S ALPS % 5t o 725, F DY CH D KM IMLD a S double negative T-cellid1%
FKiiThy., IELY I VBI2ZIHIZIEF Tholze S 61T, MIEFHRATEFAS - FASLG - NRAS - KRAS
BIRTFICEREZ DT, ALPSB L O RASHEE CLS0IE MY & 7 31ihifE (RALD) 3R ENTH o7z, %
PYAT IR L}i“/xﬁﬂ%ﬂﬁ&-%é\ﬁtf:ALPSﬁiﬁ i B & % z . PSL Img/kg/day R % 17 - 7223, 1ERO [
BIER SN T CyANIRIZEE L 720 CyAITar LT BUGIER & d e 13 MMEFIZAHE L CRaEIS %
ToTv 5,
[(£2] ALPSEEDERRATR % 29 225, MUERARLEIZTFHRE, OB EZHETE TR WVWETH %,
BAEL 7V — LN ETTHOTND, B, PMEREI O > ba— VI L THREDPLEEER S,
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MER EE IR 2 o7 X gHY) o
WO REERE type2 D —H

Occurrence of HLH in a case of XLP type2

IR ST e B LR AR ) MIE &2, iH LB

[lZCoic) XaEsH ) v sbEfEMRE (X-linked lymphoproliferative syndrome, LT XLP) it. fy 71

T VIMAE, Y 2o8lE, B e mERE AEMER (hemophagocytic lymphohistiocytosis, B FHLH)
B ETARRMBERASETDH 5. FFIZXLP type2id 7 0 — VOB EEZ RS Z LS TEY,

i’é‘i’%?ﬁﬁ’l‘ﬁﬁ@%fﬁ%? o — VIR %éi)l’iéﬂlﬁéé%ﬁﬁﬁ% ENTwh,

CREGI) 17751k, 52, HEED . I AT RIS 2 0. 70— YRdgEbi iz, LTI

THOLNLIREE ll\..\b-g— 717w VA (LT CE) TZEE 2 HEIZUS A% B, NGRS % 1T

f:ﬁ§\m$ﬁ$*ﬁf§€7§§%ﬁ%f\%% If_{:gﬂ‘lﬁtﬂ\ﬁ%‘?ﬁ%>’ O—rme U TREEEIE & 2 o 720 JEESCT T,

GRMEDIG S v SERIERE % 300 | JENESE T ) v /SR A AT L 7= Y SIS B TH - 7o
%@Tﬁ%%?&\ S5O VSEHER, HLHER R DKL, XLP 25V AR A & RO E 4 15 CEETR
F & AT L 720 X-linked inhibitor of apoptosis & 1 (LLF XIAP) DR TR h - 7255, XIAP&EEFIZF
Yl ABEPFEE SN, XLP type 20FME h ol MEI U — Y ROBELHREL TWw5 A, HLH
FERAEALT B0, 970 7)) &S T 5 2 L CRERIE—EIZEEL TWb, F2EECTRCE
THRGBEIE L TR, HAEL TOWRE., BERR., 256 OCNRHAT R G L MinmEEE + 7
RE—VR) 2EbETHRET %0
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FEIL T WA AR 10 AE AT P TR IR Gk il
Aﬁﬁﬁ% X 72172 Wiskott- Aldr1ch SEGETEE D — 15

Late-onset noninfectious pulinonary complication in a post-transplant Wiskott-Aldrich syndrome

e RS R R ) TR R

[1E oo 2] s M FE R £ 3 20 ) PABR VS S8 U 72 Il et o0 W UI G 45 0 i 0 302 S 2k S ik e M It 45 D0 i

(Late-onset noninfectious pulmonary complication : LONIPC) & I-iEdv, MRk - Sk, il S,

W B DERE AT, R AT K 0 L PHZEVEMNAUAE 52 %5 (bronchiolitis obliterans, BO), BO with organizing
pneumonia (BOOP), idiopathic pneumonia syndrome (IPS) (2473 &b i S4LC W A FEB O JF R
BUTIT & A EDSEVENENS T 1) o BUESTERIEEARSREZ BT B3 EHIER ) A7 7 7 7 8 — IR TH b,
Ui 0] 133% 93 Jio 2B #2320 J IRE 12 Wiskott-AldrichiE i #E (WAS) & W & Au. A 58h H g 1R 1
Busulfan (5mg/kg/day x 4days). Cyclophosphamide (50mg/kg/day x 4days)\ horse ATG (10mg/
kg/day X 4days) & HiALE S, HLA — SRS BB SR 2 17 > 720 GVHD IR 7 < fa LB A2 8
FC ORI 2 bl L7z S & D M B L R A WS EBRIEIR S A H D L9 12 o7z 1078
£ 0 G VEIRE O %GR | Wi A3 B IR A& SR L7z & O ORRAT53Tdh - 72, 11IRFIZBO
LWL, SV AFHEER GO AT O FHIOESR Y 7 1) A ZOBIE, EEBRR R EOWERETTo T
BISNRAT 5T Y KL6D LA WA LDMITHR 5N 5, 2% BIEII IR EAHOME & 46 T
WA T il QAR RILREEE HIT S T b, SO A CIRCREEIINE L CE TEB Y EHIC
gL TV b,
[#£%] LONIPCI S MR HLE S D 5-25% L ME SN THB Y, BHEDOQOLB LUEMTHEKE <
7229 o GVHD & OBIEA IR ST A28, BERGI T2 Dol GVHD JRED 7 < o BAilir 5 5
EEF CIOEDRADNH ), THNFETHE SN TWAHLONIPC & B b, BIULE O Busulfan %2 EUFE A
WS LTWAHREME L H B L EZBNLA, WASHIZ U & L 72 FSS SRR &NEIZ BT 5 & I
?’rﬁ"’(/)ﬂ%ﬁﬁ S PHEOIE LD % L VERIOBFR E 2 F A ) X LW BER B REIERIE A RTALE O B 5,
B LU GVHD D f&fd 22 W {EFiaiE O EHAFE N B,

=

148 )
The 8th Meeting of the Japanese Society for Immunodeficiencies

12



13

|
i

XLA LS9 2 [a] fi i sl fa A2 Ao 141

A case of Xlinked agammiz globulinemis undergoing allogeneic stem cell transplantation

REERASMANF ) bt A, A ESS
REERERASMRH Y S B, R KR
TRl TV BT a7 ) JiE (XLA) B X BB E EICHFET 5 btk BT OERIC L) FEE
HEREANEIE TH Ho WHEIXZ7 T T VHERAOEMHHTICL Y FRIZEL 2V E ENED, —F
D7 —ATRBEIEDTE Y — P20 E L, EGTRICHETIHAELH D, REBITTICBHBOWE
RAETH LS, EEEMGEIRBHZ 1T - CTRESRT ANBEZ T X VDY, BHIEEIZIIH BHRT
ERBEETAD 5 BEVT ST %@wm#%% o A, BAREZE, B I, 18 PER]SE 45,

WA, BRIR L Vo MBEREQBAED D A XLABE IS, HLABA O L 0 FHS meia i % i
fTL72DT, ZORBREBNT 5o

LiEBI] 288, 4 CRETr/ a7 ) Y BAIOEMNHT A 1T > CE20, $ER P IILOLT3E
TEHEE T BE R AR D B L C &7z, BEOEMOER 279 2 CRMEEMSMBM 752 &
L olze FrH—I3HLABEO N T, SMALF IR mEME s 7z, BTLEIZFLU/CY/TBI 3Gy/
ATG & L. GVHD FBiiZCsA/MMF & L7z BRERO A& Lday 11TH Y, M/ >5HE R o720
day 25CH o 720 CsAD E @M HRELINDOEHFIZME Y, d44iZstage 1DFEEGVHD % #20 724% #5100
DR THEBL To e day 43T a7 Y EFHIOTEIE A L L7zos, BYiE, 2 O & 2 7% & BFiE
. day 752 BB E e ), DBV TROBEBIEP TH 5, IgA, IgMIZBHEFZ day 75 S B S LR
PiBEUA (&, FF—&dAR) bday ISR SIS &9 1274 o7, KRECldday 16 bR S 1
IO TEDHD day 50 T THEIL Tvro 7z TRECIIRHEE DS day 70 DB A F Tl S Tw v,

[E5E] XLA X3 2 SN T2HMELINTH ), WHERIEOFHELERT L) 2
TIIBEGEMNEEZZON, BN A 7+ 0—7T v ZI3d L AALETH LD, BHFEFOHEERIZLD

FIRERZHE D&MD S HICIALETIE XLACKH T AR RERE LD D 206 Lk,
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T s A S Fia i 2772
XL SENE P R RE D 1451

Gene Therapy for Chronic Granulomatous Discase

ES A HEAA > SRR ) e A, P2 SCHE, PR ST NI R
.................................................. TR A VR T B AL P ARz, ANEPSE S
HEARBEFEt S 2 — B ) ﬂ&f'%%Z

[F5e] XalgEps kA 3 5 (X-CGD) MG ik L Al C &b 4 A5, HLA MG K —h3n e »
X-CGDAEBZ A LTy BICK T 4 W = T iE 8T 7z, 40, 8 4 132K 8 National Institutes of

meMNm)bMﬁ“xammlwmv%m@4wzémmtﬁm%maﬁ@fmm5kMLto
[E g & Ji:) JEmE 20 (o AL S & i e e fE 2 4 0 K LT 0 L Sl b HEGTE FEEE )

VoSFI S M7 A OV AGE, IFASEINZ R LT ize HLAME ) —SRLED 72 0B B A R A Sl
RIE 7 72 00 SR FIEHR 2 4T 2 720 G-CSFIZ & o TR IMAFHE S 72 CD34 + &I 2 BRI L . Ak
WTL bR ANWANRY = HWTHIETEEA L7, TANMT 7 202 L D RIALE % Fv, i s T A

il 2 Fe G- L7z

(A ] 690 2 08 H A & SRRS I B3 AR AS IR UL 6937 608 H DUBE oo G Mk 3% AR I vh Bk Gl
F- M) B3 408 /ul THREE L 72 X7 & — SRR R k. HER. B TRl S 17258,

M CERRD o7z F720 BRIVISIE. SRRSO & FHEY) > 7 57 2O MR 2 G A3 & 7z,
(%] CGD @R AL IZ MBS ERE I 22 L v 7zsd ., ) v BRR O SRIEARAE & 372 1) il 538 A
MR ASEEAR P GR35 & & (BAGHEEATIE) 1k 2o vye Z 720, NIH & FEELS . AFEFIT b SR

AT AMNE 3% TR L T doe L Ly NIHRAES T S A7z fEAE OB £, S{ETFE
AR AT AR CHE PEIR SR & REAE LR BB IS L 72 2 & 2 iR BT L & E 2 5o sl A0

HERFER T, SRR OLIEMDITREZ SNz, S5 S BRENE D GO %et L HHMMEIZ oW TED
1 72 BFAll & Mk A B o
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HO-1KAEAE 6 FEBNZ B TS
Efr“ Iy b & kg 1

Clinical findings and organ injury in 6 cases of HO-1 deficiency

E25 U

S RAZNEREESREFREESZNEE ) MR B, IS B WEK I8 MR R

R L R S L B

[Tl ALt F 77— (HO) i flEE LT SR TALEALT )NV D v, —EBbR
FEBMSKIDRT 50 CYNVI Y EFZOFREN TH LIV E B R ITBILER 25 0 | 1
fEA N LRI X B HIMEEE 2 IS 50 % 70— BRIURFIIRMIEREREZRHE T2 Z L0MENT W5,
HOIZiZ, HO-1EHO2D 2D T AV 7 4 — LAHPHFTE L. HO-LIZFERIEA b L ARRIZHFE S L, fE4 D4
NS LT b, E S5 1I5ERTIC R T T, HO-LRIBEER % #id5 L 7z. P, HO-1 &
BEFERE A 2 FPO5FIERL T b, ZO5SEFMITE THE—DOELETES (non-sense) & H L TW7255,
ZRR 7 BRIRAE M % 5RO 72, HE O DM Z &0, TN E TISAERE L TW A 6RERIC DWW T, BT &
MFE R 2 BHBOBRAETT R, BRRIER LR SIZOWTERT 5,

UEBIER] SO RILERG - AH 6 155 F TR WIAERIZA S I TXTOES T, &) OFIER:
DIV — FE#EHDLETE, HFRTNEEBEED TRV, —FCHEROEHCHERE L &% 04
) BINLG L A NTze 6BIFF2BIDADHAE, EFL TOAHD, o4FldE s H2 S BEOFRTRE L
7o BEIMEZ 6B EBIIFEYD . 5 b 3BOEHEDE T REIIIMA M TH - 720 ERFEAEIR TIZAER T2
B, HEZ DR WEIER I, PO - RIBZ RO, MARBEAEN L CIZMmER - ZAK. 7=V
F . LDHOFE WL &1, ASTE&O)F&F@H—H& s, EHRMMOES I, Ly ey ok
ﬁéi%faéfﬁﬂ&:;?% HO-1KIBIETHA LN B ILBOKAE TR & L CHER SN,

(£ 5% &k im] BAEF RO SR D & L HO-1 KRABE DRI I B 12T S 2 OBRBER 725 b ) 7 —
ER o TWBTEEMDVRIBE I N, €L T, —HEETILUL. MENEEELECLBBEEICL - T,
M PRIEIARTH ), REHOIHR - ZH - WGRFPLETH B I LATRIB SN,
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VRTOIL - 10 245k ASEEDI R R R B LY
/NI S kﬁfﬁﬂaﬁﬂﬂ)ﬁﬁ%@ﬁﬁﬁﬁ%ﬁﬁﬁ@nﬁ&

A case of TL-IORA deficiency and whole exome analysis in patients with VEO-IBD in our institutes.

BHRI E6HR WWW:) ................................................................................................. fﬁl%! ________ J_<>~._L_._l.'~!,.?§’f%i
SEME R (IBD) %19 BUSHE S0y E A et R M 3 e . IPEXGhEMETE, NEMO 5 5E. Wiskott-

AldrichfE 1t (WAS), XIAPKY
WASP. WIP/ v 27 b~ ABLOY TN v 77 b 23 TR % D S PE 8 4 1k
» Th2 {7 & FYE TR WA 3 X O IL-10 & 7 F VB HE S Twnwbd e TILh OEEICINZ T

CVID (common variable immunodeficiency) 2381 & 4L Cwv %,

PP S 77 v DY T A TL-10 45 L OV IL- 10"“"’%‘%%}? HAEHEE STV Do SL4E, A E HO 7R
B 7y — MRS XY L £ < OIEBI RSN SR A S B 00 i (57 S R SNP S S- L T b T &

MIRENT WD, ABIIISEO IBD . B & i U C o Bl {27 20 & %I & 2 ER 2w &
FRSND D, KIIZ B 5O SRIGUI R &N Tl v, Glndk 2k, LIS O IBDAEFI A &
IL-10 52401 A Sl i & 2 L 72 0 CL Z DRRIGEIC OV TG § 50 IL-10-2 208 A SV AE 6] 12K
T TTH DA, MLk IL-101H 5 Tlﬂﬁ‘b/T\ P B, IL- L0 AR ABEFIZa 8y v FATFa0
WA FERZ R E Lz, FURM D SIFBY I A & 7 LIV F— IRt JRESER O MBS
B SdH o 720 IBDAERIZE & & D IZERPMEI I & 1) | LRIV ESE TRl L Ch B ER & % 2 b7z,
IL-10 ¥ 7 VIR R, I R 12 B\ C bl 7 S is 2 & I3 2 8Bk 2 9 2 25, fiolt 6 %0
TR Y EEBFOME L H Y . FOSTIRET EET L, BT F C/NBBISSSE IBD SEHR 20
FE 2 AT L. R 2-3RDER THE 2 B8R FERLFE L Tnho FLIRIEREO IBD MR IIZHEERS
Wi & IREEEIR AR 2 s B 05 U L BB L OV OR REAT I ERR A S RO SN AETH 5, 5%
b ARBEREOMENBIZFZMR (FERMRFERNE, 7L A CCHkE =7 v — A7) & TRIEFT R
RS L CARFBICBWC O ERRICEITT L2 EEZ TB Y BTN SUER 2 5L L T b,
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[gGH T FAREZRLTZ
Iﬁi‘!% Igk SERRED 161

A case of tvpel hvper IgE syndrome with 1gG subcelass deficiency

ETABERERRER € S MERE, MeAYAPRESRFR AR ) & M
BRASRFRESRARFNEREE ) K0 Foe, JIIA Su/k, ik & —BR, 2 8
EIARMSERES > SomESRE) AT B
B BRERRHAY/ AR —TRALRERERA L, 5~ RERSRYRESRAR RS ) /N LG
BLSTRET HREEFHAS/ IV AFRIN—THA EGEREHR 12— /N

[F&] [EoBIgEfEER L, 5k, BHES. SLEMEDREROREIZMA T, & - th - %
MFBRORE L) ZIWHELETH S, MIFIGRIgAIZIEFHEZRT I LML, 40, EELIXIgGH

77 T AR, gAREEZ/R L, BIEIgCH 727 7 ARIBIE &L B ST 71 IgE SEREE DT 2
Thl7 VA7) == TIENERTH o 7ER 2 R L 72O THET 5.0
CER - # R EGNT 12 K. REREICARE L ) B BEEEE TR L7z, 45K, KE - BB o T

HRIZO» b, REBICRELAR. Fr<wru7y) rofb s, MUBEICOBEL T~
277 ARG TS E, SO ARIEICTIgG2Y 77 5 AKIBEE L B & ize KEDOFHEMEZ
AT TWAAEIBEDEE L 7z AB. 115k, WREROMIMM L 5 17720 125K, [gGH 727 7 AKX
BIEOBEY HESNLREZZH L. 2. LVRBLEEVWRORAEOEIR Y RO, HOEEIX
SRR, FELZ - Tz BB OBEAEIL % 2> 720 WBC 4000/uL (FFERER10. 3%) . IgM 257
mg/dL , IgA 27 mg/dL , IgG 1934mg/dL (IgGl 1450mg/dL, 1gG2 28mg/dL, IgG3 & & LT, 1gG4 5%
JELLTF) |, IgE 7401U/mL, $17 F w3k IgE 0. 47 UA/mL, PL/kiEIgG 0. 6EIAffi, HLAZEIgG 7. 2 EIA
fili, PUEIE G 82. 3 EIAMM. K EREERES8. 7%, W ERFTERE 99.5%. PHAIZ L % 1) ¥ /SEREELEL
5 147793cpmo EIgEIEBERFDONIHA 2 73328 Ch o7z, LLEDHFER LY BiABEEANSE, &IgEE
RS A EHT 2720107 0 —4 4 b A— % —2TCThl7 B Ml & AT Lz, B TlEE AL il
TERIMAF O Th17 BHEMBSE L T L TWz, TORDSTAT3E TR MAT L7-& ZASTATID
DNA binding domain EiZp. Arg382GInER % ~T 0EEMEICERD 2,

[ER] KEFIOIMERE 7 07 ) »id, [gG2 DEfE, 1gG3, 1gG4 D KRIE, IgA DIEfE., IgELHHED I
F W) PUREENED /Y — 2 BR LTz, BIgEEBERFEDONIH A 2 7 O WWERFNIZ BT H Th17H#fg
DIFFTIIBWICER EE 2 SNz,
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