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Non-activating /TGB3 mutation in 3 cytoplasmic region causes macrothrombocytopenia with impaired
M4 | allbp3/RhoA pathway

Title (A7 7Y~ BIMIAE NI D IETEMEL AL ST K 2 o 1Ib B 3/RhoARRBRIEE 2 £ 5 E K /MK /)N
R )

MXNEDOEE

(H #J(Objective)]
SERMEM/IEAED 5 6 BRI/ Z 295 Je KRB R/ MM fi/ M E - (Macrothrombocytopenia) 0D JF K &
BFIEZNETEHRAICRESINTWD, ZOHFTYH, ITGA2BF L NITGB3E R 178 #41Z X D Macrothrombocytopenial:,
AT 7Y allbB3EEF ITIEML ST D L WO RN b o 7=, L L, EEIEMEL R BRIEICLEANE 5 i
B G 2MT 78 5 TV, AR TIE, EFEINEM (LA LD nAa 7 7 ) B3R (¢.2278C>T, p.Arg760Cys) (LT,
B3(R760C) L Fidk) Z#FEEL., ZDOEEN E DX 512 L TMacrothrombocytopeniaZ 5| & = 9Dy, ZORHEA =X
LEfEATHZ R AL LT,

71k 78 & QN it (Methods/Results) )

T L, AR S 722 < 2O i INRIBAE & B O IR 2 R L7214 O ZETH D | il IMEEIE60~90x10%L T &
oz, RMMBHAEARTIX, KM/ IMROBMAHR SN, FZRFETE, BB, gk, BLOERBICHERED
M IR RE 238D B AL, M/ IMEEIE85~96x10%L, ¥/ IMEAFE (MPV) XN L Tz, /MR Eoallbp3is
L OGPVID R BRI H DORIS0%IART L Tz, M/MRallbB3IEHELIZ DWW TPAC-IFEGRE TRl L7z & 2 A, &
FIMIIZIBNTT T =2 hRFEOIREE TOPAC-1FES TR O e o T2, Fio, B3(RT60C)ERZ >N & —
Z203THINEIZFEEL S, PAC- TG Z T L7z & 2 A, RHBKEE COPAC- 15 E OHINIEEEO b, SRR L
B3(R760C)Z B iXallbB3{E AL A B Tlidle WV Z RS N7,

S HICHKRAET D729, B3(R760C)/ v 7 A v (KI) ~ T AE{ERI L7z, KI~= DU AT, M/MREDB~T 2 #E55T76%,
REEATTL0%IZH U, MIESEHEAR TIERM M/ MBS SN, 7r—P A A N —HTIC X0, /s
L Dallbp3d L OGPVIOFKEHEENE F L THY ., FHICHSEHESHTHE TH -7,

M/ REEERERFAT CTlid. ADP, 27—/ PAR4-APIC KL ZHERENE LK TLTRY, kT HEAR ToEE
WHPECTh-ole, 747V /=5 ETOspreadingZ i fli 75 &L, 742X T 4 TEIOT A VRT 1 TN EE
ShTuwWie,

~ U AEMEKICE WL BE SR SN, KU A TR X OMIRIC BT 2 BEZEREGIHEM L TWizb oo,
Proplatelet/Z i fE S, HERFENBE I, FOEMEIXME T LTz, I 51T, RhovAEHMITE LR FLT
BY, THITMREKRYET Y 7 OBEEREL TV, M/ MIEMINT CiL, SEEGE~ U X THAG ORI
HE I, 2N/ IMEIEAIE 2 & I L SE TV D AJREMEDS I RIR X 1T,

(#  ff(Conclusion)]
B3(R760C)ZE# 1%, HERRAYZ2alIbB3TEMALZ SIS 242 L7 <. BF2MIAEKY 5V 7 LRhoAIFHEER T2 b 72
592 ENRHS NI Tm, RIFFEOFEF DS . MacrothrombocytopenialZ iFallbp3 D18 i AIIE AL S HIE TIX/R W —TF
T, MIERKYET U I BEBOFEERF R TH D 2 EREBINT, F72, RhoATEMEL T 23Proplatelet/Z pk i &
B 5 ATREME & R ST,
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e RME K fn /MR f /MR AE Macrothrombocytopenia) OREEEETELTA > 527U 2 allbBIDERNE
BHRESNTBD, TNHETARTallbBIDEENERELEET2HENELEINT W2, 4E. ollbB3IDE
EWHEE L ZROENA T 7 2 BIRI00) EREZET L -FKREZEML. TOANZZXLZMAT 572086
JRT60C) /v oA KD XU AERER LU, KITUATHE b &EFERICMacrothrombocytopeniaz 2L, allbB3IDfE
HHEMHE L ERD Mo/, E-Proplatelet HEREE CROAFEHEDER T 2RD 7z, LEXDALRIIBITS
Macrothrombocytopenia®FEEITIT @ [1b B IDEHAIEELIZHE T 2< . MIREKRVET Y VIV RERERFRET
$H 0. RhoAEHEE T 2Proplatele B A EEE IZBIE Y D AREM AR S N2 KT, FRIIFMOBREIET 5 EEX
515,




