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Determination of Carrier Status for the Wiskott-Aldrich
Syndrome by Flow Cytometric Analysis of Wiskott-Aldrich
Syndrome Protein Expression
in Peripheral Blood Mononuclear Cells.

(7a—H A4 P X M) —FHW
Wiskott-Aldrich syndrome $£H & D)

PRGN BE DR R

XU wic] Wiskott-AldrichfEEEE WAS)IT, XEEAEEEORRBEABARALETDH
0., FORRMSEIm/MREDICE S HMER. #BE0oRS. fRFR2ICL 5 5BHE
HTHs, TORRBELEFEL TWASPEEGFWEERE I N, TOEYMTH HWASPHR
SEIERMEHRICRBE L TWAZENBFEINTVWS, HFEEITBLICY > /NEROMM
WWASPZRH T2 70—H A A M —EKICKDWASEEZHIEZRILL THWHAH,
ZOFERBREELEEZEEOBTEZZRDTRAEAFZHICIEI AWV, EHFAIL. #RE
EIMCHERARFEORNZEME L THRIZB T 2HIEAWASPORE B L UNED 7O
—H A P AN —BEOFHEICDODWTRHELEDDTH S,

(FEE] AU mh S HEROEICEDREMEEIRE#EL =, RNWT Cytofix &
Cytoperm solution (PharMingen) {Zsuspend U. 2043/, 4Cic3HZE, Phosphate-
Buffered Saline (PBS) T 2 EI¥¥#. —XHikLDORIEZEfTo 2. Hifkicidt FWASP
Iz 3 AE /7 a—F )ik, 3F3-A5, Z1: 2008 R THW, BENRIZIZIZ O
BERICY T 52D RAlgGiHifEZ1:5F R THWE, 3042/, 4COKIE#. PBS
T2EKES L KNG EDORIBZET- 2. ZRbuEIZIEfluorescein isothiocyanate
(FITOE# B~ X1gGi1Fifk % 1:100 HFR THW ACTI0HIRKRE /7. PBST2[EH
Yepts, JO0—YA AN —IZXBMTE{To, FSC,SSCO Ry 7Oy N TRD
515 BIR7E 020,000 DWW TG 1T .

R EEE] WASEHESHICOWT7O—H1 F A M) —%Z AW BERHERAWASPD
BT ETo7mE A, 2HITEREEHSNREWASPREOZ D, HMRRIZBWTD
WASPORIEMNRIRETH B Z EASRE N, £2 T, BTl h=RREFIALAR
FLVEHBHEEZTEWASEE 1 FICDOWTEIT 21T- 7=, WASPERETERIL.
missense mutation 25FDIFEFN, exon 7 TDnonsense mutation 14, exon 3205
exon TR 5/R18 141, exon 1k Wexon 9TH 1 MERAICI D EFNFhdDexon AT
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premature termination2 &7z L2 b D& 1 HITH -7, BEFL D SHBIEEZ 2T
WASE#H{Iexon ITOIERERBOFTH o, £2. FBREETH SWASEEDR 1
BlICOWT OB 21T o /. ERALHERRE TH BDWASEE DR TITWASPR IR
REERBDZN > ZDITH L, WASRRE & REEZE R —& U TESHBEE 2T
WASEE 1 4TI, 20 TZOHEZ2RBDE. ZOEEIT3.5~50.7%TH 0. 3.5%DHF
IKBNTHHS NICWASPERMEMRSEE L TRBTER, Z0ZENS, TJO—H1 ~
A M) —Z2RAW=BEBRMEAWASPOBT MEREZMICER TS 2 Z LR,

KiZ, TS OREEZBRICBIT B2WASPREMBEASEOZESN S, 1,11 IIE k=
3 DDOHEITHELUTE . IBIIWASPERHMIBAE ORISR 10%RED B D, I&1%10%
U E30%KRED B D, HMIFHI30BLA LD HD & L=, IBiZiZexon 72 BV Bnonsense
mutation® 1 #i &exon 3~exon TIZRSKRED 1 FiMSEN, UBEICIE. exon 1R
exon I B} Hmissense mutation Dt 3 il Eexon 1Kk Wexon 92 BT 5 1HEEKRIBO
F1HNEENz, IFICIImissense mutationD 23S EN /-,

UEDHREID., BRICZBI ZWASPR4MAEOE S L WASPEREFERN S T8
SNLDTFRELOMICIED 2EBEOHBBEGANRD SN, Thbb, BEFEEMD
TFRENZIWASPH FOBREBENKENEE X SNSEFATIIWASPREMBAE OIS
Dz, RAZZOEEANINEEZ SNBEFATIZIZWERICH - 7=. WASPILHE
DEHL. BEOS T FIVERECEES L TWS EHRXNTE D, BMROMM. £5108
WTHEEEZEZ OGNS, Lizdio T, SEOHFEEEIRIC S SN 7= WASPE #8143 Hi
DRVIIZ. BEFEREZ L DOAUOXRBENRIEL L TWAHIK L FEOXREEMDR
FBELTVOHIlEE DBE,. EHEDEIC LD RHAXRAERIELNY - DR 2R
BRLIZBDEZEZSNS, LAML. exon LIBT3 1 HEXRBIZ L DWASPAIZIZ=4
IKRETOIWASEEOREE L, ZORRELVBHBHEE ST -BEINRICS TN
ZENS, BRIZBVWTIIBGTFERICEBWASPREOBREF T TRMOETFD
WASPR MBS BEIORSICTHEL S 5 E#AIENE, —F. Y IINBRTORNTIT
missense mutation® 2 % 2R\ TWASPEEMIBI A B 2 B xh > 7=, £, ZOMIMK
SEZRDE2HICBNTHHRTOE ALV BDERICORN S, o T Y INRRIC
BWTIIWASPIZEOHIE. AFICEO TEERBEH2H->THE D, WASPEZOREN
BEITXREERECNY - DRV ZHELTVWD EEZ 5N, RRECZD SN
BIRE ) 2 NERTOWASPR MMM E ORI, WASPAFOMIBMAMIC BT 2 EEM
2, MEMROEBRICK > TRARZ ZEZRBL TWS, WASORRE CILimikS
VRN TEIXREEAEARTE IR 2RO 5 LOMELH 50, SEOWEERIT. —0
RO BB XV TERT 2D TIHEL, EREITMET I ONEFTT B8RSR
LTWw3,
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Determination of Carrier Status for the Wiskott-Aldrich
Syndrome by Flow Cytometric Analysis of Wiskott-Aldrich
Syndrome Protein Expression
in Peripheral Blood Mononuclear Cells.

(7a—H A4 P A M) =2/
Wiskott-Aldrich syndrome $E & D FHT)

Wiskott-Aldrich syndrome (WAS)iZ. Himf#Er. #E#4EZ. BREREZERET
%5 X SHBEMOREMGBERSETHD. BEEBETEL T WASP BT RBEER
FENTWS, FOREFEYW THS WASP 34 mkfMiEicRERELTED, Milko
BECAERICEERZRBEIZH TS EFA5NTVS, HEEIEBICU > NEKMEA
WASP ZBHd570—Y1 A MY — (FCMEIZLD WAS BEFEZHEEZBEILL TY
B, TOFERREEZHICITE I 20, XHEIER. REFEZWICERRAEORL
ZHBEL T FCM ZHW-BERMERA WASP OB 2 A7, Hikld. EI9RMMmE
BERZ2NEEL /-8, MR E SHBEEOE AN Z &0 5B T Cytofix & Cytoperm
solution (PharMingen) ZMR W/, —&KHif&kiCide b WASP X9 5 UX€E/ 70
—F )V Hitk, 3F3-A5, AW, BHXMEIZIT isotypic 7Y R IgG1 Hitkz Rz, =
KHiEIZIT fluorescein isothiocyanate (FITOEZEP I~ A 1gGr fifkE By, BRI
— K ZEhTz FCM BFi2f7- 7=, WAS BF 5 flOREIT Tl TIEEFICHHS
Mz WASP REHOE T 238, BERMIAAN WASP OBRHMNRIEETH o7, KiT, B
FZH N WAS RRF 9 f L REE LD BB E 2172 WAS BE 141, KUIHER
HETHS WAS BEOR 1 FIOMBITET-o/-. E¥ALERREREFETH D WAS BEOR
Tl WASP REOE T L/=9E (WASP BHMasE)Z2RHT. —FH WAS REE 9
FlERRBELDBHBEZ 2T WAS BE 1 I TREATIONEERDIZ, TOE
212 3.5~50.7%T. 3.5%DFTHHONCIDOHEEZRBHETE., ZDOHEMN WAS #HE
HZMICERTH D ZEMRENE, KIZ. ZONEOEEMNS IS 0REREZ. 1 #
<10%, 10%= T & <30%, I & =30%D 3 WIZHFEL 7=, 1 #iZld exon 7 @ nonsense
mutation @ 1 & exon 3 M5 exon 7 IR SI/RIBD 1 6, 11 #iZld exon 1 KK exon 3
@ missense mutation Ot 3#il& exon 1 kW exon 9 @ 1 HEXRBOE 1 #l. I FHiC
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|3 missense mutation ® 2 NG EN/Z. ZOLD I BEFLEREN S FHEEINS WASP
BTFORENKENEEZ SN DEFTIIERO WASP Bl o®E o0& &3 72<.
R OBRENNINEZZSNDEFATIRIEVWERICH 7=, ZHNIZBETERE
HD X RAKMRREL LM EEE O X REEFARRIELL UM EOBM,. &5
DEICE DR X REERELNSNT—CDRODEZRBRLIZDD EEZ 5N, WASP
THERICBWTHEERBREIZHoTWEEEZ SN, LML, exon 1 TO 1HHER
HiIckD WASP NZRZERICRIBITIBELTERE O RREF L, ZORRAELDE
HBHEZZT BRI I RICESENZ2 605, BRICBWTIZ WASP BEFERICK
50 TREFIT TR MORFHLIDRIICEEL DS LHAIEINE, —F. U ISR
TORET Tld missense mutation @ 2 £ %R\ T WASP BRI B 2 30 e h - 1=,
F/z, ZOMIBESEZRDE2HICBVWTHHIRTOERS XD BERITOEN -1,
2T, UINRIZBWTIE WASP 32085, AFICBO TEERGEH2H->THY,
WASP 3 FREEFCEENHMEIC X RAKKIEENRY —COROVEHREL TR EEZS
Nz, INSOFRED WASP 2 FOMAIEMICH T 2EESN, mkMiofEEIc X
SDTRIEDZENWRBENT-, WAS ORKEE TIlm#E=MEL X)L TBEIZ X REaEF
BILICROD ZEBO5EOMENH 20, SHIOMALERIZ. COROIBHMBL RIVT
SERTHDTII <. FMERBHKIC/MET HIC DN SICET T AREREZRL TV S,
NERERICEL. BEO/NMEIEN S, M/MREFEDOHEM. WASP OHsE, WASP 5
ik, BLETFRATEDBET FCM MITZ2IT58HE. WASP /v 77T U ADEK
BIZOWTEHBRD -7z ROWTEEOSHEEENS., REFOBIREY D /SRICBU
%5 WASP B#MiEo2BEOBESICENECEEA,. Z0BEH5BRKERERE FENT8E
2, M/MMEEA e T. B MilASERFOERBECDODVWTHBINRS -2, RVWTREIED
INREISDY S BHMIRL D 5 D MEBR T X RAETRELLORD OETZ2HI-MEDOHEIC
DWTOEBRH >z, HFEERIWTHOHEMIZH L THERERDPMOMEEN SO
WMEZSIHL., RUREEZTo =,

ZOF@MXE FCM ZHWe= WAS RREBEZHNAIETH D Z EE2HSNMITL. R
WAS REEFETO X REKARFEILOROPBHBEL XNV TTTIRERLTVWS E NS R
ROBZIIHL, MERRICEXDHEEZHSNIL., ZOROBMEITHENE SICERTT
5ZLERBLIERTRSHMENS, S 7O0—HY 1 AN —IZLD WAS BHE.
RRFOREZMHENERTEH I LiIckD. &R WAS BEDO FEROKEN I
SN, FARMIRABMEEOIEME, £FIC WASP REDESICEEL TWANIZDOWNTD
MREMNERTIEBICRI DD LHEI NS,

EEBE—FIIZ. CNSORBEZELSFML. HFEFENEL (B OFME2ZTH0D
KR REREETHIHOEHELE.
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