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B autoimmune lymphoproliferative fE{x#F
. - autoimmune lymphoproliferative syndrome
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. Autoimmune lymphoproliferative JE % HF (ALPS) i3,
e VY NEROBIEM R TR -V AREILLY, Y 3
% oA & B SR A B L S B R R IR A
& FEREOVEDTHA). BEATRIIE AL E
7 LTI £ ¥ — o / BT, 7D CD4 - gf 3
v CDS & D, Wbwa ¥ 7N - %77 47 T(DNT) ; -
0l amsRmITRT 5 kv RO AT 5 (). g -
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ALPS & JRIEEZMICEMUL 72 lpr =7 ZADRR DR 100 ot 0 10° 104
fas RIZFERE AR SN0 %I, ALPS O CD4 + CD8 (PE)
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B FE(ETH Fas L FE S 72??. Fas/Fas ') # ¥
F (FasL) i, HfIZE o TAREE o /-BF Y
VIREE TR —VAWLoTHERT ALV AT LT
HbH. ALPS i3 Fas DAL LT, ThOLOREKEOL

I BENDHoTLIBID YA, FasERIZL S

bDEY A4 T la, FsL BHILIHbDE5 1T,
HANR—FI0ERIZLEED%R Y A T a, # R
N—VIERIZLBLD%E A TIb & LT, KA
BEFIBELIPTEVWLOR YA T EHET 5.
X512, NRASEREIZ L 5 ALPS (¥ 4 7 IV) &%
ERE &Nz, Fas BRIFREAEERETH2
A, REESEICI D Fs ERBIIEETDH Y, %
/- Fas BIZF O HHIERIC X 5 ALPS T 5.
=] FERE

ZhF T FR AT 200 FILLED ALPS °RO% o
TBY, bPEM»LH, P Ld SRRAVHES
NTWw5h, ALPS ¥4 7TaAIEZ LD TEIRTH
h, bAEDLOHEFILR .
[m] FEIR - 5287

BT LR, ) voEERICMZ, SISk
HOREERZEMHTA. PTH, BOMER, @M
IMRRA 7 EOMBFRETHENS WA, AREE
%, Guillain-Barré JE{EH, HOREMFE, 7F
wEk, MELZELALND., FEHESED Fas
EETIE, EERENEFZOLND,

MM BV T DNT Mfa D8 (1% Ll L) 2752

ALPS BE(2$H (T3 DNT #iig
DNT a0 (30.0%) %5853 (EBWETI
1% LIF)

BHEHMN, FasHlBUcH LTY Y BROT K b=+
ZANFEE NG\ T LD in vito TR S AN,
ALPS L BHiah 5, BRI BRIZTFEREIL.
THEZHT 5.
Ehﬁ?}?%
5T 5 ETRERBIT A AT 4 FHREHE
WENTH 505, —BHERENEDOLNL, FF
BAFTIENBRHEBESTTOON 5.
E&TFHRITHBHRIFTHY, BRACETHICD
NTERFBRT 2250w, LerLyAdAT
DERFZTIE, B v ER L OERBEOREE
FENWI L IEET 5.
Elx |
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b, [RRNICIHEERRICHT 2 BRANEETRT. 1 RNEEDE 2 RNEEHDHE
AP, ARTRHEBEGETFEREICES 1 XWEEOEMD LIFD. KRNKESRIE X &

- HEAVYIOIJUVIETSD, ZORREGETIE B flasbichhhad BTK T

 5%. BTKBEFLUSICE BB DD S X EMBEFREC Lo TH
AU IOITUVIERZTUS 3. BT B MIESMEEED SHicEH VTS
07U VInEEIC W TS T 5 .

Key words : ##5v 207U VINE, B#ils, X E#EEAyvI0TU VNE, SRef8EH <y
O7UVIE, TGS TRE

(& UHIC

S Y7 a7 Y Y — B R
7T EOET (16G<200 mg/dL BIT,
IgA<20 mg/dL BL'F, IgM<20 mg/dL BLF)
LEFDTON, 1KLL O L BYE, Bk
W%, SEAIHISERPC A D AT & b A
BARERED 2K OND L. RIEOR
BiChty, BEFRECES 1RBRES Y
X7 TY VIED A E A TR LT 5.
R Ve u T VIR BRI 3%
HPE 5 % OB IBWE £ M Y BT C L TaD
P, BROERIIEIES T VHREE
WAHIRS Th A, RENERIE X HEHMET
y=ru7Y YifE (X-linked agammaglobu-
linemia : XLA) T Y, ZOENEREFE 0
BHlikas &7V B MO 5 1LIC Wb %EH % Bru-
tow's tyrosine kinase (BTK) T& 5Y?. BTK
PAZD BRIRRGILEEZ X219 5 FTXRCT
DEBEFERENES y~r7aTY) VLKL &
5. BHIUBRSDILERBOED LRV TOEENC

oTGTy~ra7 Y YIEITW L OIS

FTHZLHPUMBRTHY, T0IHIEZLLE
COEBEHE LR TN,
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sk

A2 BB B W THEMEBH (hemato-
i;mletic stem cells : HSC) 7% 5HuRIEMEAFM: 12
‘7D B, 7L Bk, K#BHIRE 5L
L, FMECHET 5. HRAMIZ 3BTRS
AT A4 —7 BHifE» S 2 EY — Bk
NEGEL, BRICIIEERRE Y, R
7yu7Y VEERTY. TOMMEBERBEOVTR
PIZERED D o T D BMMWIITIARME LR
En55 (A1).

B #ilus Lo & b THHBR TV (D) ] H
MRICRE 2z RO 561013 BMllRMLrsz
N E#EES, BHilRREEEY 95, V (D)
JEHRBEORYE X RAGI, RAG2, Artemis,
LIG4, Cernunnos, DNA-PKcs DEFEIZX -
TERILZY, ChH0RERZV D) JoaLs

T, THIRLE 7Y —OBFBRORED &L

D570, HARBASIEL D, HATRER
EREICOVTRE L INICX 2 RBEOREY S
ML TWREZE N, '

R EENESREDORENREETH 5 XLA &
BTKERIZX>TRETS. BTK X TEC

M 0 * T 930-0194 BB BT E 2630



ANRERBICBU) B R ERFEOER

BEEIC BV D TURIHKTF M BHRR A 1L FAEMIC BT BFRETFIEBIRRAE

. marginal

HSC pro-B pre-B-1 pre-B-1 pre-B-1 immature

large small B
V(D)J pre-BCR antigen class switch recombination
recombination signaling stimulation somatic hypermutation
RAG1T : BTK 1COS ‘ -CD40L
RAGZ2 BLNK : "TAC! CcD40
Artemis AGHM cD19 AlD
LIG4 A6/14.1 cb21 UNG
Cernunnos CD79a(lga) cD81 PMS2
DNA-PKcs CD798 (I83)

®1 B#ilsLERBEETSIE

773) =BT AHFELET S —RMBANF

F—EThY, 7VBHMRLETI—HHDY
FrRMMERICEERHEELTEBY, BTKK
Hicky7su B, S 7L BMila~D51L
BENELSL, FVBHRLES Y —Id v E
88, A5, VpreB, Iga, IgB » A S R,
VpreB Z# R TRTCOBETFERICI HHH
Rk HES v a7 YIESHRE ST
Wz KISV BHIBEASDY ISV E
THIELAT ¥ 7Y —4mTF& LTBLNK A
HAEL, BLNK ZERIZ o ThS vy=ru7
Y viEEELBY,

KM BHIIRIZAAAEST 528, A v <70
T VIEE BT ARBHE L THEIREL
EAEH (common variable immunodeficien-
cy:CVID) 233 5% %%, CVID DEERFRBITTF A —
T BRfEAS AEY — BHIBRANOHLEET
5. CVID OFHBERTL LTICOS BRD
o THhHY, ZOREREEETFE LT TACI,
CD19, CD21, CD81 % ENVHEINTETW

Z) 12) ~15)

F -0 B JiRE IgM B X U IgD O A%
EETHBMBISTRTOT T ADRIES
usy vEELAT S BHilR~NGILT 5%, O
SALBRBIZRERD o BRIV DbYELE
1gM 2R (hyper-IgM syndrome : HIGM) &
b, TOFRREET L LT CD154 (CD40L)
DR 5T CD40, activation—induced cy-
tidine deaminase (AID), wuracil-DNA glycosy-
lase (UNG), PMS2H#EshTnwa¥™,

IgG ¥ 727 9 ARBIER [gA REER ED
EBICIIPAREEASNSEICE T NED, ART
BEEL, RMROPREARSEOSEE RN
BEFIOWTRICRTY.

I DEREHSEENTRTDY
DRBIOTU EFEESBO

XEEmH 07y i
COHTFTY =BT HRBHERIT XLA
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" NREETEE

B BOERARD EENTNTDI 5 ADFEIOT Y AFTEES D

BTK RIBAE (XLA) BTK/BTK

p BERRIBIE IGHM/p B8

A5 RIBIE CD179B/25

lgor RABAE CD79A/Iga

IgB RIBAE CD79B/1gB

BLNK RIBAE BLNK/BLNK

RBETLEHONHRIE (Good EERE) T8

BRI RR ®/YI—7, FJYI—38
SRMEABCERERE

BRI EE D DEMEEEY 1g6 BLUV 1gA DEBRLFBLEESIEOD

PETREHGBRTSE (CVID) TNFRSF13B/TACI
TNFRSF13C/BAFFR
MSH/Msh5

ICOS RIBAE ICOS/ICOS

CD19 RIBSE CD19/CD19
CD81/CD81

CD21 RABJE CD21/CD21

XOESH ) ) IETEERERE (XLP) SH2D1A/SAP
XIAP/XIAP

BRI ERETHY 1gG B KUV IgA TP T, IgM BIEEFEIEBETHSHD

CDAOL R4BSE (X EHHS 1gM AEIREY) TNFSF5/CD154 (CD40 UH > K)

CD40 RABSE TNFRSF5/CDA40

AID Ri8fE AICDA/AID

UNG RIBSE UNG/UNG

PMS2 RIBHE PMS2/PMS2

TH5H. XLAIZ 1952 4E127 A Y H D/RNRRE
Bruton™ 2 X o TEMICHE Sh, %R hE
REROBW L IROBRIZZ OWMED O Ih
Toll Vo THhBREETREY. EHROFE
5# 40 150 1993 4E12 XLA OB HBETF S
20D T N—ThoiEEh"?, BTK L &%
X7z, BTK X Xq22 CRAEL, 190x2Y
Vb b 3Tkb DBEFTHY, MBENFT
VoEFF—¥THBHBTECT77IV—IZRL,

BEMBZELTRTO B, &Rk, B
R, M/MUCRILTW A, THRICIZRE
LTwi\, BTK Y YBILBEATHY, 7
VBHIR»SDY TP NMREICERELRB X %

B 1136

(Yong PFK et al, 2008% & ) —&RakZ)

L, BTKZRIZ-oT7uBfiig’h> 7LV B
HIIRANDOFLBEESE L, ZORKRELTBM
FRBIZE ST V> raT) VlkEE 7 b,
ERRIER IS BB & OBITHAOBERT 54
HAPABRBEDPS, HiRLHHERL L OME K
BeaBDET LI IChoTRAIPN, £LE5
RETIBH IR, BALRSTHDTR
HrahapldEhcidiwy, FLBEEIA VR
Bl LCidERETH B, = v5uvAg
WACH L CREBREEERT. RIEE DN
EBWEERTHE, REBEZETHLOEF
EHUUTTH D, o TRERI L THHE
etk 2R3 BIRT, MiERES 07 VEfET,



/NREEBITB T B ERBRFOHELR

KM B M REZ ) BHEITIEHRBERIC
XLA #59.

2. BReaALEEsyYIOTY VME

B #ifa kB2 XA 2 ru Ty v
MLHEDH 15% Tid BTK Bz FEEIFHE &
g, WA SEES e T VIE S
BENDL, 209 H 20~30% 1% ¢ EEHRIBAE
TH Y., FhUMID L BERTOTH
BH, A5, Iga, IgB, BLNK BRI X A4 v
< 7us) VHESRES R TWAEY T, HE
B XLA LB ALRIUTH BD, BIESE
WAARL, ZrvFyuv A VAR R &t BEiERK
FHEICRABLRTVWE SR TWS,

IEISEED SEEZED 18G5
gA OEREHI ZHSBD

. DERTEERIRIE T RIE

XLA &b A CHARE &R LI DR FIE B
ThY, BREICHLEZRL, FEALEHRE
HTH DA%, —HIT IgA RIBE % & ORIERE
BT 5.

ML BRI L DIEBRBEEAOLLELDLRT
X 72735, 2005 4B JCOS RIBIC X B 2K RAD
CVID #3#fiis s h7-. ICOS IZiE AL T Ml
WCRBL, BHROGLIZrPDbE5TTHE.
CHETHMESRTVE ARRIIFA—ORE L
NTUZALTEETHIEDS, LEHLICH
¥FBEEZONTVEY, BEDKEND D
1 KRV E I N,

ICOS RIBE OB 512 ST CVID DJR
HEBETFPEIWICEES LA EICBM
DALz d b b INF LT ¥ — X —%—
77 3IV—IZIFEH &N, CVID o2 EHEE
LT TACI & BAFF L& 7% —3#iE s h
729 TACIE CVID B & U IgA RERED
10%FCEREZETHLEZ TS, CVID
DEHAMZH L VWRETOIANT uEHEHIR
DOHhoTHBY, ZOBHRIFIIVE BITER®

cD81 CD225

CD19
B2 CpYAYTLYIR

»5BH. ¥ BAFF L7 ¥ —IZoWT{ FE
BAEBROREPZEZTHRESNLZTITHY,
CVID OERBET L LTHELIIVZ RV
b Lz,

CD19 iZ B #Mife 3 ¢ CD21, CD81, CD225
LHEEREERL, BV —LHAL,
PFERMEIEZ 5 (B2). chEcxwlan
YETA, PVvaAN, HERADIFERPEE S
NTWBEYY S5 ICHMERPHEE S R,
CVID IZBI B I N EBHE LTRZS
N5, CD21 B & U CD8I RIBE D i S h,
EICCD8I ZRTIIBMRETmICBITS
CDI9 BHMAKRBLTBY, BHKRMHERNYZR
BITBEHDTH5. '

2. X EHU /) \EFEEREE

X HSHY ¥ HRGEREREE (X-linked lympho-
proliferative syndrome : XLP) X EB 7 4 VX
(EBV) RBIITHT 2 BRBRBREDORINEZ
BT BHRKERBASETDH Y, BRWERL
LU CTBIER B Yt Bl e (60%), B ¥ 3
(30%) DIEIMEN Y= 717 Y VI (30%)
bH5bH. I EBV BREGERTH 548, —&
121 EBV BESEOBEENH S P THRVWIEED

55, RRBIEFESH2DIA (¥ 471) 724

T, XIAP(¥ 4 7°2) ® 2 fE 1 529,
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WEBIZERETHD 18G BLUV IgA
[FRDTBD, IeMBEEEIEEE
g THH B0
1. X =S 1eM FEIRE

IgG BL U IgA ZIEEH TH 525, IgM PIE
HERPREETHHENVIZ LB I IRRAL Y
FOREEZRBL, X MM HIGM @R K #E(E
T T MR LICHEAES 5 CD154 (CD40 V)
YF) LREENhOT. CD154 13 Bl Lo
CD40 L DHEEHTY 59 A AL v FIZhh
boTwsd, XH#H AIGM Z=a—F VY X F
AMiHEZI LD LT HHMBERERELLTO
ERZEL, BEMICIEHAREISELRR
b, EMFHREEMOBIETHH 5.
2. BREDES leM EIRE

HIGM 12351} % B IgM e 138 0 3K 3 ke
EORRL LTOREMETH Y, HADORED
LERT[79AAAL vy FRERE] LIRIES
RhEEbLw, HIGM OEREIZFELTY
FGARAL v F b EETIBHRICHTERS
h, CD40, AID, UNG, PMS2 2RI Eh T\
¥ 2B ERRA LR O R K&ET
TdhH NEMO % ataxia telangiectasia ® KK
BIEFTHD ATM DERITE - THERBIC
HIGM & %5 Z 2353 502,

HBHDIC

WAHvy=rZu7y yiEIRHELTXLA R
CVID 22 cidZil, €& L FEHEETI
FEENTWwA, ZORHKEIE BHRSEREE
CRABHEHBLRTL, TV T FNVERERE
EEZ B LI X o TH 72 REBETHFE
INBTHA9. b LEMICHS EFMVHN
BER T CTHEBLTWARITREENTH 5.

Z) 18)~21)

BRI ARG & 7 1T ) v R

WETHS. 1gG o 7HZ AR LD 500
mg/dL L EIZRD X H T, 3~4 BB T LI

B 1138

300~500 mg/kg DRFET7 T Y EMAT
5. BREERTF»DI o TSSO TIZEE
WIZBETHRBRPTRETH D, FAERBNIIR
DENIATORT VB, ZOBENIEREIZ
DR L2,
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REAEMED FACS ICKD

S /R TR T /B ASY

REBASIEDERIRE

(SUMMARY) S®ERSEREERORER % MR
T5) A CHELRRBEHELSTOERHRIAICL -
THU S, BEBLICE - THES R, 150 FEDl -
Mok DML RIEBERECH 525, 120 L ECHE
BIEFVAREINTEY, BETEHICLIHEES
BT RETH B, L LB T ICIERE & 3 h
#ET L, MEATRLZE 7 a—FuHikird g
FACSIZ X 5152 %#T%&%$#w<o#&0
AR TERREASEICBITS FACSICX 552
HEIZOoWTREA L, (BEBKRAE 53: 541—546,
2009)

(KEYWORDS) ®REARLIE, FACS, £./7
O—F Ui

[FUIC

RIERNENE L BIRAIED 5V ITIBRRIE 2R
THEMA B TORELoTEL, BETT
150 DL LR B MmO, 120 FEED ETF
ODEREETIFAEINTVEY, HBERSEIX
BRRMICRR Loz wb o b dhid, A—ERT
%of%ﬁ%%%ﬁﬁﬁ%é%@%&&(&&
MEEZWICIBETFZHSR 2LV, LL,
BIEFHTERE - 350 - aA 2 ET L LR
WHETHLEW, —F, 7R—=% A P A Y-
(fluorescence-activated cell sorting ; FACS) i
MECRED L VWREETH ), HTHE) 2
O —F VPED S TRERLHRORE TH 5
RBFARIEEZ A7V —=V 7T 59 2 TFACS

® RETLIEDZHICH T3 FACS DR

BEERRINICL B
1@ IR RE (EMERR R B RE)
IRAK4 KIBIE (TNF-a BEARE)
HROBIES
HORERY //\iéﬁéﬁ{&e?#(& TNAHTT 47 TH
Ha)
XY S HBIERRE (7 F 29 v % 5 — T Hilg)
MRhERERENRENER
X M B AR G R (G5 7 84)
X HgH R IgM JEER (CD40 ) 77> F)
BBk % A 409E (CD11/CD18)
18 P 3 IESE (gp91/p22-phox)
CD19 & #8iE (CD19)
Avs—gzary/Ars—ufFxr12vte7s—
RABAE
HMRENRERRNES
X #ge s =7 a 7 v ifiE (BTK)
Wiskott-Aldrich #i & Bt/X 3 84 1 /> # IR 2 5
(WASP)
X H#ERY) /X HREIE B (SAP/XIAP)
FIEMEMBR A IR (S—7 1) V)
Immune dysregulation, polyendocrinopathy, enterop-
athy, X-linked syndrome (FOXP3)
ADA K384t (ADA)

ARG B ) SUERB A 24E (NEMO)

( YNEZRENEZTT.

WHRZRETH S,

RIERSIEDBWNIZB W T FACS 2585 & &
NAZBEBIIHRATHAD, BHE ENBHER
Lo TRELADIIHHEND (R)., —2IITH
BEMFITIC X D RIBASIEDOBMICH 5. BHAE
JEJE (chronic granulomatous disease ; CGD) D&
2 WL & LT NBT (nitroblue tetrazorium)

1) KANEGANE Hirokazu BIIAZESE/NEH - #60

2) SAKAI Chikako I}
3) MIYAWAKI Toshio [F#} - #i%

0485-1420/09/ ¥ 250/#%3C/JCLS

BRPR#E vol.53 no.5 200945 A | 541




EXEMNR

Fiikkd

REE

itk

2 T T
100 10! t02 10% 10* 10° 10!
B (Log)

T

10% 104 100 10! 102 10% 104

1 CD14GMBERICH TS BTK EEOHER

BT T Y b O — VR, B% Y 5 BTK € 2 0—F Mk (48-2H) 12 X B eta 2R T

BIEBERBELN D 525, ®iEid dihydroxyrhod-
amine B FE i o 72 FACS (2 X 2 WiE L <
AoubhThy, MEMETLWRTHS. I
T S BRI A RO B B etk % 7R IRAKY RIBSE
@ H3kTl% LPS (lipopoly saccharide) JlI#IZ & %
TNF-a OFEAENRIMLTEBY, FACSIZKAHAZ
V-V FHRERTHEY. REALEICIL T
iﬁﬁ&ﬂﬂﬂﬁﬁﬁ@iﬁﬁ% BOBZEHNDHAH. B
ZITHOREMY v oSBEERFE I TCR-o/
B*CD4"CD8 THIlRDO VDLW BT TVAHT 4
7 THIBOBEM %D A, X @Y >/ SHEFEE
{&: #: (X-linked lymphoproliferative syndrome ;
XLP)IZ SAP R3Bick %4 71 & XIAP R
kB A4 T28HBAN, wIho XLP T
Va24*VBI1*CD3* T Mile, §4bbFFaIl
F5— TINKT) M OFRAFHMBTH 5. ],
BRAENEQCNT AT 70— F VHAERF
FACS AT THNIIZHICERTH 5.
ZOEAVHBRERICEE T UTEF ORBET
ZWTERTDH Y, £ OPEPFHER—-ATATF
HEETH D, il E X EYEEERSREASE
(X-severe combined immunodeficiency ; X-
SCID), X H#8iwE IgM EMBEH, AMKEELE
fE, CGD, CD19 XRiffE, 4 ¥ F—T =0 v 7/
A vy —a4F 1207y —-REBELREDFT
DHEZ Lo TBWHTETH 5. KEFENER
PRI D 5V IIBRICHEET A1, Ml
ZEER, BEEANEZBOLBICREEET) T
X o TFACSIZ L 22WMBWMEETH D, HE
T X MY v a T vindE (X-linked
agammaglobulinemia ; XLA) Oz #HE L

720 % E Y b2, Wiskott-Aldrich g & %
(WAS)/X Mg /ML E (XLT), XLP, %
W Bk B A E R BE,
polyendocrinopathy, enteropathy, X-linked syn-
drome (IPEX), 75/ ¥ ¥¥7 3+ —+¥(ADA)
RIBIE, IEAEEME) NEEEEASER LT
FACS I X 2B #WEAME SN TV
TRTCOFEBIZOWTHER T 5 2 L3 E@%IS
HLHEMTHY, ABRTIIELSTRBETH S
XLA, XLP, SCID, WAS, IPEX IZ B} %
FACS 12 X A BB HIEICO W TS 5.

immune dysregulation,

XEEg|AreIJOoJurm
HE(XLA)

XLA ZEBILEDBEOR D B3 HHEEIE,
B3y ra7 ) VigE KBl
Ba/R38 (2% DLF) 2 458 & 3 5 i LUK E £ 4
&ETHAH. XLA X Bl bic b E Mk m
Fuy ¥ —¥ThbHBTK DERIZE - TH
U%. BTK #RE L KRAFOFEHEL LY
BTK ZECHWT A€/ 7 u—F Vifkz 45 L
Th oV, FACSICL 5 XLA OG5 BWEL Y
FETHE LY. $9 western blot #7072 &
A, BTIKIZBMEOAL L THIEKICHFEBL
Tz, XLA B3\ ORI B M8
LTwWa7, BEREEBICHEELTVWSLDT, K
HKicB1T 5 BTK BHOFEBZ AL XLA ©
AT TR Ve E 2 2, FIRIRELE
¥3k%E ¥4 PEE#I CD4 PR THE L, 4%
NG T+ VAT VFe FTEZER, 01% Triton
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CD8*T #if2

NK #apz

2 FACS IC& % SAP ERDHER
SEito oy bu—- bk, B0 IiEE
SAP &/ 7 0 —F VHAR(KST-3) iz
L ARmERT. BT EHERRE
zo

10°

XLP EWXIRR

21% 45.2%

102 108 104

1.2%

104 100
BOEME (Log)

10t 102 108

10!

102 108 104

X-100 THIlE O & @ E ED 5. L BTK €/
7 a—F ViR (48-2H) THetatk, FITC ik 2
wRPE T L, FACSIZ X AT 2475 72,
E#HCIEBIRICBTK ZEA 2R 5%, XLA
BHETIEBTK ZEHORERBPKEL TS (H1).
BREW C & ICREE Tl BTK ZEHORBHE
YA 712880 5172, western blot 12 & % XLA
DEWLWEETH 5%, FACS CIXBEBW O
A bT, REBZDHDWETH S HTEL T
B, IThECHHETIIENSE E DT 200 FI2L
LD XLAWKDOWTFACSICL 8 E21ToTH
D, COFEORF - @A LrE RN K
e LT XLA OB%E - REAZFZHRHEICTE
52k, BEALDORETBTK REFFROLN
52 ¢, BTK BETFEREMPRETELZVWEET
LW TH A L, BETHENLYRETH
HILNBTFONDY. —F, FEre LT—#oD
I Ak AEE(R28C, R307S, D521H %= &) T
X BTK BEHORBAVBER L7-DBITE R
&, BTIK ZBHAORHAPLEE 2 REZLZH T
HBWZEPHE ChOOERERELTH
FACS 13 XLA 0B% - RRFEZWOA 7Y —=
YTELTHBODTERTHA.

FRPR#AE  vol.53 no.5 2009 %5 A

X EHY > )\ 1856 iE IR 8%
(XLP)

XLP % EB(Epstein-Barr) 7 4 )V A BEH 203
BRIFBCEDRIGEA T HRBAEIETDH 5 75,
FRIRIZRREDSDH D, RIEBPHOLNTRWEER
IR AHEETH S, ERERE UTEIEHIES
1 BALAE (60%), B 3 E(B0%), BEHN v
<707 MEEB0%) DI ICHEAERNRERE
m, Vr5sEmEsR, U SBRRAERELR 0
%, 1998 £ ZF DEALBIETF SAP/SH2DIA #°
FEsh, BEFZHICL o TMBERHNTHoTD
ZWIMREE o727, bhubihud XLA &R
XLPIZBWT FACSIC L A5 2B 2%
L7z. FACSIZFIHREZ: SAP HH X T 5 E
J 2 a—F VHRD o lzizd, KEE THT
L7 SAP-GST&HHA#%# I v MIGELTHES
N:BHEEDOE) 70— F VHifED ) H KST-3
MEFACS ICHIHWRETH o 72, SAP EBE I FEI
CD8"THifaB X O NK Mifglcii< BB L TH
D, XLP BEA TIXIEEWNRICH X SAP HZH D5
HAPRLALEDOLN W (R 2)., ohF TR
72 ZATIESAPEBIITRTO XLP BE T

FOEBMPETLTWAEY, —HDOIAL /AL

543



ERMR

X-SCID

EHRE T ke

Yo #B

BA L% X-SCID

CD20

3 FACSIZ& % rc &

Bl % 3833 % H5 CD20 Hifk & Bl 7 (CDI2) itk & D —HHta &R 7.

RTIXSAP BARHNLEERLEEDH Y ) 5.

TRCOD XLP BHED SAP/SH2DIA BEIZ X
b TR, —#Rid XIAPERICX B L&
n5Y, XIAP BAWXNT % E/ 7 u—FILHifk
(28, BD Biosiences) 34T TICAFHHETH o 7272
W, FACSIZX A XLP %4 720G EHEL
%L 7. XIAP ZEHIER T EMIRICED S
vy, JUNRERBIUHERTHRDOLNZ,
NEFTXLP ¥4 72 bAETIEIRESI LT
HWwhS, FACSIZEBAZ ) —= v 7 idWHEL
BEbhs, ’

MABL72Z2X I XLP TEWwWThoy 47T
o THAEMIMNKT filsoREPRDOONL T2
W, YHETIEXLP RVEREZ ALEEITE,
TP NKT Mgz MeE L, MAO SAP B X
U XIAP BHDOHB % FACS THRA. Z0D14,
SAP B X U XIAP BIETFERETHILHICLT
w5,

EFESRETEIE(SCID)

SCID 3AE#E b 2 OEEMEMM %R &
DEELRBREELZAHT 5720, #LPICEH
L, EmESdagizisbhwn e BENRERE &
HHRIBALIETH A, THIRB LU BMROS
LI b bt B TOREICLoTELS
A5, WEHMIZBIROARICHET S X-SCID TH
D, FWMCBWTBMIRIIEFEICHEET L7
HB+SCID & b#HEh b, X-SCID 33kl y 84
(ro) DRFEIZI o TRI B0, Y V3BRICBT
B DEBREZRARNLIETAZ ) —= V7R

TH5HY. BMiluz #7546 CDI9 40
CD20 LR & D 2 T —fFMAE T L\, IEFX
FBCITTDY ¥ SERT re DRBARD b
AH, X-SCID BHZ TIEY Y NBRDIFEALNB
HBRTHY, o rc DFEERPKBELTWS (K
3). X-SCID ¢ Bbh b BHATENIZ T MR
FAEL, BHIIIZBITS e oFBREIREBEL T
A%, THIRICBWT yc DFERPBOOLNDY
E0H D, THEEHEBFRKO T Mz EE#EY
IZB47L7-SCID T 5.

ADA KiBJEL SCID O —JRETH 578, il
PIZBIT S ADAEBHDEFRZFARLZ LIZL-
TEWTEETH 2,

Wiskott-Aldrich JE (& B¥
(WAS)

WAS &% 4 X0 %49 MEAE, #H
725, BREMNE 3IMETHLRBRAEETD
D, FORKEBEFIZ WASPTH 5. BERH
et 2 R XLT bR U WASPERIZE T
AL B, WAS/XLT b FACS 2 & o CHiIlEM
WASP ZEHOEBRZARLZLIZI > TESHIC
DWTEETH B2, KIREZD D DV HEHEN—
A(ZEEAT4 TV A)THHATETSH 5.
WAS ZEMmEBHREHOBEE CTH 55, MisiH
B BB ORBERNBERELTMT 512D
FACS AR TH 5. XLT 34550 /MR
b 1k % B 9 (idiopathic thrombocytopenic pur-
pura; ITP) L #EZ I T v, B, FIC
HIBHSIED ITP # A EICIX FACSIZL 5
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IPEX EEMR

1000
1000

0.26%

100
IRERIT AR ATt

10

CD25

g T T T
A 1 10 100 1000

~5%

FOXP3

4 CD25*CDA*T #HiRIC #5175 FOXP3 DEE
CD4*T #ifalc B4+ % CD25 & FOXP3 OFHERT.

WASP DAY —=o v Xk RAL I L L
YA

Immune dysregulation,
- polyendocrinopathy, en-
teropathy, X-linked syn-
drome (IPEX)

WA R X D RBRIETHI, HARBRIE ARG 72
EOWSWERY, HELRESE 3BEL, BRI
BIET LML REAEEEL LTIPEX B¥H 5.
IPEX O R REZF AN T Hlso< X 5 —#&
¥ THbH FOXP3 TH%. FXOP3IZHNT 5E
J 7 u—F Wik (7 1 — v 150D/E4) S AFT]
BECTHolz/zo, Ml FOXP3 ZHDOHEB %
FACSIZTHI~NLY, @ FOXP3 MMz IX
CD25*CD4 ' THIFBICHBLL TR Y, &Kol
5% 2 TH H A, IPEX BE Tld FOXP3 BB
MR IZITIZ 0% IEW (B 4) . BAERERS L
7291 FOXP3 £/ 7 u—F VHIK (236 A/E7, eBio-
science) b FHEN—ATAFETRTH 5.

BHbIC

FACS iZ—E— oML XV TEHO R
CHRADLIENTELREOLVRESTETH 5.
FACSIC X 2 BEARSEDZH A TREZ €
70 —FVHAERPAFTENRIZEAEDERE
TIHATETHA ). P L—EI AtV AER
AT HEETREARBAVCEE THLZ L ICH

BALETHL. VT H T — TR R
MRS L CERBEAORBE 2 EMi+ 5 2 &8
T&5., ZOFECLINERERERE CHICED
5N B%EMAZY (reversion) R AL R 2K
MT B2 ENESTHL. FACS I, RELRL
FEDBWII V) FTHHL, EmHBMBHHED
E2S YT BEREREETH S, EMERD
Wi EIZh 7 k) ¥ DD IZEIETF BRI
KT ENTELNDT, FACSIRH L FT
Ay ) ==y FREL LTHNEBESITORS, Ml
NE B OYets T B EEPBE AT % & 5 HiE
FHE—% D DIE%R L, fHc ORFRE THRETTX
XTHEY, NAEOAFLHEMN R CEM R L
BHNTEE S FTHEBVZTHIEENTH
5., RELASETEIRPZHSBOTEETD
D, FACSICEDRERR 7YY —=V 7HTH
NBZEIEoT, ELOBEIEbILZ L
- T 5,

X B

1) Geha RS, Notarangelo LD, Casanova JL, et al:
Primary immunodeficiency diseases : an update
from the International Union of Immunological
Societies Primary Immunodeficiency Diseases Clas-
sification Committee. J Allergy Clin Immunol
120 : 776-794, 2007

2) Illoh OC : Current application of flow cytometry in
‘the diagnosis of primary immunodeficiency
diseases. Arch Pathol Lab Med 128 : 23-31, 2004

-3) Takada H, Yoshikawa H, Imaizumi M, et al:
Delayed separation of the umbilical cord in two
siblings with interleukin-1 receptor-associated
kinase 4 deficiency : rapid screening by flow

WRHE vol53 no5 2009453 545



cytometer. ] Pediatr 148 : 546-548, 2006
4) Rigaud S, Fondanéche MC, Lambert N, et al : XIAP
deficiency in humans causes an X-linked lympho-
proliferative syndrome. Nature 444 :110-114,
2006
Futatani T, Miyawaki T, Tsukada S, et al:
Deficient expression of Bruton’ s tyrosine kinase in
monocytes from X-linked agammaglobulinemia as
evaluated by a flow cytometric analysis and its
clinical application to carrier detection. Blood 91 :
595-602, 1998 .
Kanegane H, Futatani T, Wang Y, et al : Clinical
and mutational characteristics of X-linked agamma-
globulinemia and its carrier identified by flow
cytometric assessment combined with genetic
analysis. ] Allergy Clin Immunol 108 : 1012-1020,
2001
Sumazaki R, Kanegane H, Osaki M, et al : SHZ2DIA
mutations in Japanese males with severe Epstein-
Barr virus-associated illnesses. Blood 98 : 1268~
1270, 2001
Shinozaki K, Kanegane H, Matsukura H, et al:
Activation—dependent T cell expression of the X-
linked lymphoproliferative disease gene product
SLAM-associated protein and its assessment for
patient detection. Int Immunol 14 :1215-1223,
2002
Kumaki S, Ishii N, Minegishi M, et al : Characteriza-
tion of the gammac chain among 27 unrelated
Japanese patients with X-linked severe combined
immunodeficiency (X-SCID). Hum Genet 107:
406-408, 2000

5)

6)

7

8)

9)

10) Otsu M, Hershfield MS, Tuschong LM, et al : Flow
cytometric analysis of adenosine deaminase (ADA)
expression : a simple and reliable tool for the
assessment of ADA-deficient patients before and
after gene therapy. Hum Gene Ther 13 425-432,
2002

Yamada M, Ohtsu M, Kobayashi I, et al : Flow
cytometric analysis of Wiskott-Aldrich syndrome
(W AS) protein in lymphocytes from WAS patients
and their familial carriers. Blood 93 : 756-757,
1999

Kanegane H, Nomura K, Miyawaki T, et al @ X-
linked thrombocytopenia identified by flow cyto-
metric demonstration of defective Wiskott-Aldrich
syndrome protein in lymphocytes. Blood 95:
1110-1111, 2000

Yamaguchi K, Ariga T, Yamada M, et al : Mixed
chimera status of 12 patients with Wiskott-Aldrich
syndrome (WAS) after hematopoietic stem cell
transplantation : evaluation by flow cytometric
analysis of intracellular WAS protein expression.
Blood 100 : 1208-1214, 2002 '
Rondacor G, Brown PJ, Maestre L, et al ! Analysis
of FOXP3 protein expression in human
CD4+CD25+regulatory T cells at the single-cell
level. Eur ] Immunol 35 : 1681-1691, 2005
Fuchizawa T, Adachi Y, Ito Y, et al : Developmen-
tal changes of FOXP3-expressing CD4*CD25"
regulatory T cells and their impairment in patients
with FOXP3 gene mutations. Clin Immunol 125
237-246, 2007

11)

12)

13)

14)

15)

MEDICAL BOOK INFORMATION

- B

2 - (FEEEX

@B5 =488 20084
(6. 300 (A446.000M +515%)
[ISBN978-4-260-00560-8]

EZFE

®R%XAN] . CORTCOOTERFEICRLENTE
I FRIREOEBDAFIEN,. CORUBKREDR c.
BHhH5—8BULT. BECaBOMEVRRIREZERL.

FORBERERAIRICRERICED I HHRICEET DD
DEZHEHMBERHELTUVD . FEOMTIEFIC, BE
. RMIRBERASLEBICHA . BCTFEREOEDH
. SOMDFAERMEL DIC. BREICHBEDD 1.

358N

2R

foIRSE  FERIESS - HiHK - BASRE

eAD BE3560 2009%F
%1 1 8,900 (Afk 1 8.000F3+$:6%)
{ISBN978-4-260-00582-1]

WEH UEH 05% - BStEBEH552.000DEAIG
ERE. BUVEEMZEDAHBE—DEFAIFR. 65F5
DOHE]. BELHEM. 2X—IAS—RIOOET 27U
F 4. BEHEEAIRICKIDEREORN Y R. 25
HEHEEHARCRS LT Yy ITF— MU, RHURZ
1TARDEBFITDEEBIC, FHMRBEHEC. OIS, O
VIO MEHIBICER ., BUOBTFZARICE LT 8.

546 BEERBA  vol. 53

no.5 20094E5H



RFEMERBAEEERE

VII. Wiskott-Aldrich fE{RE¥$

Ariga Tadash
HH Ik

LEREFAFREETRIVNERESFRIR

Wiskott-Aldrich fiEfza (WAS) [Z45HEVRERIREIRE R T X - BEHPHELOREEREREERETH
D, 1994 F(Z WAS DRBEELF (WASP) / 335 (WASP) b'BESN TH O RHRBHi & REREENTIAE
(LD, ZOFEHABSINTETLSD, WASP FMEBRICOHFFRIEL, MIRNTHRLEHNIERZELT
POFUESORMED TFIGELCHESTD. &ic, WASP IHIHBEZELSE, BHR/IEFHR
ZEDBPIRSNTUD. WASP DIDREEZPBONNCTDHEICKL DT, WAS BEICHONDISRIIFERE
DEFEORRIASN, 5L WASP 23DOEARNMBRIBEECHITDRENEBRSNDIBHIB/EIND.

ERMRERSE, MIMERLD /5885, WAS / XLT / XLN / WASP /FPHFVES /

MARFHDRRBE,BLSER
i L o I

Wiskott-Aldrich SEEHE (WAS) 3 X - % H
BEROFREMRBIERETHS, ZOHER
BARTI 25 AAIC1I AEEDh, BT 100
FLHECESFEHIDH 555, FIEBW S TORVES
bW EHEII NG, ZORBNEHRKGBEDI:D
IZWAS E BHLIBIEFBE S PLHERINTE
Du 1950 R 1 DOENL L FER OB
BLLTHIIRTWY, 1994 FicZ7DFERA
=T (WASP) / 73 F (WASP) MRIES Y, R
R & 2 2H0 5 BIEF LNV TORKNER
WoBRBEELHEENMEL, SHEZHFLLT
DRBREV T E>TE T3S, WASP &1

BHICK T2 77 F VEGOBELREHTT
HoH, TDOWASPHTORMME D & 5 LT
T WAS OB ZBKRGICERT 200, 20
EEVEHI ATV ERTE ARV, WAS D&
FEAEL LT OMKFRG T HEREORENE
HEEZ LR TVED, BRMICEETOMmEM
B THRERORELL ZhCET 527
WVEEICE TS OBRENEEND Y, REFELL
THRRR R AH%2RD, 2070, BHORER
£ D45 ¥FE T bataxia-telangiectasia’s ¥ DDNA
BERM %R T EEBEE, DiGeorge ERERRIE
ELEEFHEE SR/AE IgE (immunoglobu-
lin E) fEBHE (WD DXL THy) L
W, HBELAREBEBELORBE VD BA»LT

WAS (Wiskott-Aldrich fE{EEE)

@80 (1362)

IgE (immunoglobulin E)
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VII. Wiskott-Aldrich fiE{&8t

Il Membrane

| WH1 GBD  Pro |+
o
>

| WH1 GBD _ Pro

WASP (JEEMETY)

Actin

B1 WASP 93DORFEELBHLILEE
ETOIEEHE WASPASEEVRIBIC K D THFRBSEIAB I DBHEIBICENT D.
SEML LT WASP [CIIBR2 BN IHE8 UTREICRIFNT TP OF ODESHB 5.
WASP o #88E K XX 7>, WH1 : WASP homology 1, GBD : G protein binding do-
main, Pro : proline rich region, V : verprolin homology, C : coffin homology, A :

acid region

E£8TBEHHNTF PIP2 : phosphatidylinositol (4,5) biphosphate, Cdc42 : cell
division cycle 42, Nck : noncatalytic region of tyrosine kinase, GTP : guanine tri-
phosphate, Arp2/3 : Actin-related protein 2/3

B, B »b0BRNHTRAMIh TS
R EBEE T2 O ORBI e REA2IE (other well
defined immunodeficiency)} & LT & B bR
TV3Y, thoRBALEEBOFH TIELORE
AMICEEDONTVEEZELSL L, WASOR
LTWV3EE, BRolRBOKBOFLEEDT
b, REBICEDHBEE L TABHEV IR
ELHHRERD,

I. 7&E/ "k

WAS i Xp11.22-11.23 (CJR1E T % WASP &

(Cell 97 1 221-231, 1999 KV SIANZE)

EFOEREIZL 2 WASP 5y FORIMHRETH
5, RRTELCHRAREA - BEOLEIHES
NTVah, 86FEHOTIEBEBETHET IV
FZ2IMEDT I ) BAERT B ERIZZOHRT
bLBAHEENE VY, 2, BLDERLZD
RS DBEEVEFINTENT I, HEEE
DOBEENTRBINTVEY, BEAEDWAS T
BZDWASPHFBRELTVWE S, 8bLOHTH
ROENMLATVEY, BT 2BERD X-
linked thrombocytopenia (XLT) & 23 h s %
OEFITRNER[MD I AL ABENELL, &

XLT (X-linked thrombocytopenia)

TLF— - RE
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PE REEREAEMERE

&1 WASP ZE[CLDRBEEZDEH

WAS XLT
f )RR HD 0
MR- X I\ N
it 2> A ~+++ —~
SRR 0 BL
BoREER L<EHTD FNICEH
SREERIRES  BU B
WASP ZR® EMIEERtRe

(HEAERRZERY)

77 WASP ## 5, WASP 3 5BHafE L 5 ORI
PR X T DT I F B R RS
Wb —#HOT77 IV —4F0 1 DT, MK
JCRHEMICHEL TV, MIlE N TWASPIX
SHOEENFLAB LTI F VBRI S h
HoTEBY, BTITRT LI LEDOHOMEE RN A
AU HHERINGE, SHICHTFHNOBBEELI
Lo THEME/EEMED2ODHELL DT,
EH LS T k4 kT OMHAIATETY
%,

0. ERRE&

RIBREIC L 2 BN, /MREAIC L5 H
AR, BEATEDEE L\ S Ob3H S 2 R &
DEHMTHb. FRBEMIE, FRELXETBHER
B4 L OBRYE (s, hER, BULLE, BigE%
BEVR, NNRABVANVADOBEFEBRRE, = 1—
TFAVAMR G EDORBERHH L §5, M/
WAk 3 BHmdk e UC3sEmeE, Blms e
LY, BRE A D ZEENHMY FhT
BH2PEBTRETH S, M/MRED I/
DY A ZHINIVERR DO TRHEBII T, /E
FHBIEEEDODESIETHLEMNE L (3.8-

©82 (1364) FLILAE— .

(HERRCEY | TS IR )
WASP H30RR ShHWTOBODRIE BETINDE

XLN
AN
IES
&L
7L
H0

IOV 1-3DIRRVAEREER Cdcd2 BEBUNIAE I AER

(HEEEEEY)
EREETE

5.01) ¥, T DM/MREA @I &> THET
BEROHBENL, —HMIEIWERE D/ -DICH
ARTrSy FRNZ208ERTHL LHESH
TWwd, 7 ME—RKEE R, BERERETE LD
TR THL, FRE LS L ACRBMHE IS
Hill, BRAPREMBRELE DB DRBKES
GHL, &Y RRERESEERICRET S
BLRBTH S, I/MRBOBREGHHRTHER
DHEH, MOREEREL &b cHE 0, F
HROBHRBLTLUHEF TR AV, WAS TR
PalgG HGHEDE S H 1, 1B OFRFE M/ NTH
PELLT7 4R —3h TV 3EHlBATID
THEEZET 5,

Il. WASPERICLDHE (R1)

WAS ORRBET WASP BRIEI N TS, i
T 2DDFBEPERI N, 12@, BRI
WAS &t~ %2 B IR T B XLT & 0o &
B (IWMRED3ED 2 BRERLE DT, B
Bidd->Td &b TRIE) OBTEETH WASP
BEFTHLEHPALLBETHEY, TOEED
LXLT L WAS BRI UEBTHEENERS
feo MEDEVIEEEOEBVLTHS LHEFS
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VI. Wiskott-Aldrich fERE%

£2 Wiskott-Aldrich EIRBDEEEHE
EEEUSA (RE)  WRER

D31 (XLT) /MR D

23212 (XLT) IMRRAD " +BIEDEE + BERE

25 M? (WAS) MR + RESHERE + RIERR

D5 AN (WAS) M/MERED Y + R - BEBIERE + RIEM SR

D352V (WAS, XLT¥) mMUMRREIA" + 18t - #6iHER + RELSERME+SCRER, H5VIBEEE

Y MAVREAME M/ MR XBhS WS HUH.

LE-FRADRBTIOSAN/UMETSANREDENSD. Fio, R—EATEISANEDNDSD.
PECXT BOSRANHOECRERBERE LTI SRV ELZDENNGD.

h, BEESE(ZSA1-IHXLT, 75 AMW-V
HWAS) WSRIATVSE (F2), LhL, XLT
EFSERC > THCABEERXSHTE
A2 SAAD B2 5AV L S) YELRT
Wieh, FRFAILERRORABTHEFNRFREEE
VEESTHRENERLZEN VR E,
WAS/XLT D&V 4T L ST 2V, o
12, AREOENRED 2R TEEROFT
X linked neutoropenia (XLN) &5 WAS/XLT
ERELSBRERORLZ ZFEBY, YV —TR
W OFEFR WASP BIEFHEMEKBICET LA, &
W ORI WASP BEFHEEEBEFZLHBALL
FETHs"W, COEBRTRDSE WASPEEIL,
WAS/XLT TRBEDHLNE > ERET, WASP
SFOBEDOHRTHENEE /FEEER 2RE T 5%
B2 (Cded2 5y FOREEA) DI AL
BRCTHoI, ZOERTRFMMNDWASP £ >
NRI7BRIEET, COERRZFOWASPRIEICE
HHERTENRINTL 5, WAS/XLT ©
WASP ZEWBERBARTH SO L, XLN
DOWASPERIIMEERYLE D V25, JOFER
WASP 5 F L3R ER D5 b / EIHIC B bo T

PEETTHDOTHY, KRUEBERNIRELVED
EOLRFETOEBEIINEDHLHEKRE,

V. BRFRRE

HEAELLTORBREIZHTHS., K
R T 2HRBEEREVH Y, FEMKEESR
il DARE O % FF DI L IRE 7 & 2109 2 Hidk
FEERE %D 5, JEIHI T [gM HMEET
HY, MEIgA - IgE ZEMEERTH, EFIC LI
SR CRICHDRTREELE LS O, KRMHIMY
VISHRBIBEE L L HIRBBL LTV L Db
BETHY, 7TRMN—ADESHTRIATY
%, ¥7:, THRRZEEZNLUIHBIC & 5 H5E
RIERHA M A VOEEDEKT 279, Eifild
TIEERE, EREDKTMHALNS, ZORKE
HEDREKIC (X WAS BE Ok 2 il (3EE
M, "= ECEENDY, BBEIGL
MEEEROEDOREL FICEET 5> 7
BENOLIHDLELLND,

i
WAS QRBIFEVECLRVEBTHY, £0D
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XLN (X linked neutoropenia)
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VI. Wiskott-Aldrich GE{RE#

#&3 Wiskott-Aldrich IERED LRI CEDBHIBRE

Definitive

Male patient with congenital thrombocytopenia (less than 70,000 platelets/mm?®) , small platelets and at least
one of the following :

1) Mutation in WASP

2) Absent WASP mRNA on northern blot analysis of lymphocytes

3) Absent WASP protein In lymphocytes

4) Maternal cousins, uncles or nephews with small platelets and thrombocytopenia

Probable

Male patient with congenital thrombocytopenia (less than 70,000 platelets/mm®) , small platelets and at least
one of the following :

1) Eczema

2) Abnormal antibody response to polysaccharide antigens
3) Recurrent bacterlal or viral infections

4) Autoimmune diseases

5) Lymphoma, leukemia or brain tumor

Possible

Male patient with thrombocytopenia (less than 70,000 platelets/mm?®) and small platelets . or a male patient
splenectomized for thrombocytopenia who has at least one of the following :

1) Eczema

2) Abnormal antibody response to polysaccharide antigens
3) Recurrent bacterial or viral infections

4) Autoimmune diseases

5) Lymphoma, leukemia or brain tumor

(ESID ik— A= http://www.esid.org/workingparty.php?party=3&sub=28&id=73 &)

WETEHESLDH Y, BEHST OFISEELTE WY R F—2 5 DREBHOBREELSHER I

MINTV3, BHTOWAS ST FEF IS S
HSTEMBO@KF TR, SEBHEBRMAETERRI
65.7% Tho7: ", HEMNR LLBHEELT,
FERMNE MU LOBE, HLA X X+ vy Fll&E»
5D, BILE DS busulfan + cyclophospha-
mide DA COBHEMBET S h, BRIMZEDN:
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(3Z@k 13 £D5IA)
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X-SCID (M BEEE S RBET L) ADA (adenosine deaminase)
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