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Functional characterization of a novel GFI1B mutation
causing congenital macrothrombocytopenia
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Se RAE /B i V0 RS B 7o R R AN £ < RS IO PSR BE (TTP)
RE LM SN ARERIBREZZT DEM S D72 T, P RYE ML/ MR JE O H T
B FRIZ S R M B RN i /B0 iE (Congenital macrothrombocytopenia; BL
. CMTP) X, EXif/hMid X/ Misd 255 & L, £/ =700 ~CTHRIKNE
RFRHLNESIN TS, 2 E TIZFEE SN RINER T & LT GPIBA, GPIBB,
GPY, ITGA2B, ITGB3, ACTN1 72 ENRF BN TWD 5, T4, CMTP O 7= 72 i A
Binf & LT GFIIB BRIE & i 7- (Stevenson et al.,, J Thromb Haemost, 2013:
Monteferrario et al, N Engl J Med, 2014), GFI1B (%, E&EKRE L ORFER R D5
{BIZBED 2 EEMHIN - THY, BRICELY DNA O 7 vt — % —fHEk~DFAHEN
KT L, BSMHEIERNEE I, B - RIFERO S - fRANEEINLD E& 2
bivd, ABFETIX., Fex BWHICFEE LT GFIIB AR L BERO 2 8T DT
REMRAT 21TV, GFIIB RN M/ NRPEART 2k THF 2 A+ 52 L2 BN E LT,
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BEA DR 2RO R WRIRABH O CMTP O# -l >V T ki —27 = —
MW Ry Y U EIT ST, YU —v— 7 = A3EIZTC GFIIB #5104
TOMIEFIROBLS ZRE Lz, REBOZWAZ YV —=27HikE LT, RIEME
RAEAR 2 Fl W7o i/ st s de e o A FAME 2 Bt L 7o,

WNT, KERBIOPER 2ERICOVWTUTOMT21To72, Vo7 =2F7—87T
v B A X 5T GFI1B £ R ERRICEAR T BLHE K IR 2 KT T2 R L
Tea TN 7 8T v EAIZL > T GFIIB A #(Z L %5 DNA G HEDZEIZ D W TRES
L7z, £z, ~ U AREIFMREROBEREKEKIC, Ly 4 L 2% FnCEAR
15 B GFI1B Z 38l S, RFFAYIC B ER DS EERR O PR 288 2 I pk L 72 23 & 1/
WAEPEAET DT ZBIE L. IM/NMROTERESE~D L M LT,
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BTy Y URETORER . BRI L ORFEHRICFF RN LG K - GFIIB 0¥
MG rEREZFEE L, Yo —r—27 2 R EICT GFI1IB O£ TofEdEHEE O
BoA 2B L, ARFEESNTEER (c.814+1G>C, p.G272fsX274) T —HiFE
LDATTA AMMNERIES) F v ABRTHDLZ ERNRBENT, M/MRIZE
7% GFI1B OB MERT 5720, BEM/IEHBERKD cDNAEZ 7 n—=71L, %
AR L OVERBRILITHI L TWDLZ 2R LT,

RAH ML B ERAR A 2 72 i/ lea ot fe g g fa Tk, ZBRBEF T W TR AN TIE A
57 CD34 O BB 28 7- (Fig. 1), £72M/MR o BRICEEND br R
AR Y1 (TSP1) OYEMERFETE AN & LK LTz,

AERB LI OBER 2 28 (p.Q287X, p.H294fsX307) 1T\ 9" . GFI1IB ® DNA
fi e 2B % Zine finger F A A OfEEERE kT & PESN (Fig. 2), Vv 7



=7 =BT vEAIZBWTIE, AR GFIIB 3y 7 = 7 —BIEMEEZ K 40%H L
fed, BRBCIEMENIA SN olz, BAR B R A ILE AT 5 LA RAC X
S THAROWMBERNES N, EATLIERAULFET L5 L BEKFIITE D R
<HAROMEIERBRES N, YLV 7 T vEeAI2BWTIL, 48T GFI1IB
DRz EeA ) TLFERER LN, BRMTIESZRST, £ZRAIL DNA
FEAREERK-TWD Z EnRasn (Fig. 3),

WNT, ey A HWTEHEE 1856 B~ ADORRIEAFME~ZERA LS L O
AR GFIIB 2R S8, ba v RATF UFE TIC 3-5 HME®E LEEER~oL
HEEIT o, TORE, ZRANIHAR L LI L —>OBEEEK» SRS L5 K
B OBN DI FREEERNMRKE N ERER SN (Fig.4), 20O Z &I
GFI1B Z Rz X v BERi/MrI X O/ MO E 2 2 2 ARG & JE L7220 is R
TH o7,
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GFIIBiZZinnE Tt NoKBARRKELR & L THEN - 72H, T4 Stevenson
5. Monteferrario 52 X > T CMTP O K E LB TFDO—> & L THEINTZ, AER
DBWA L V—=0 FHBEIREHELINTE LT, A IIRMMBHREREZ A
MR E S REREOF A E e L, ZOfRR, ZREFITEW TR AN TIEAR
HAL7py CD34 O RE R B 2R L=, GFI1B ZREF 2B 5 M/ Ml CD34 @ #
WHBIL, ZThETT7r—H A4 FX M) —EZHOWTERFRHRE ST D, 3k
T TR B HRIEAD AR TITH ZENTE D, LVFERA ) —= kL
LCHMATH D AREMENRIE ST,

AlE L7z 3 2R ITVwInt . GFIIB @ DNA #E&ICSE E &b Zine finger
RAL L OBEEEET D E TSN, Vo7 2T7—BT v DRRNG, &
BANIHARNC L CRIF U b2 T ZIERT 2 EEZ 20Nz, 202 &,
~ U AET NN EROVEERICBNT GAIb DK T LAV REBTIRERMNR LSS, W
T UV RBIZEWTOALAEBRKAES 2RO ML FE LR, FITFT U b
TATEHDORA N = A L% I BITHRAET XL AT 212 SV 7 T vk A Tik, BRA
X DNA FiBEE RS TWDL I ENRB IR, TNHOMKRLI Y, ZEAL DNA
FEERERI N, BERFEAEREZEAT 2MOEER & OMAEAFEMITIRfFIND
ZEiky AR LT RIFT Y bRTT 4 ZTITHEH L T B RIEEM D 2 b T,

M/RITERZER DB T 2 8Bk Lok b EE SN D, Fx T EEKKRE
MW= B RREBEREZITV, BRAMZE A L7 BEZERICE W TR ZER Ik 25 % 5k
T EEYDOTRLE, ZOREIT GFIIB ZREF TAHA LN D E RKifL/MEE X O
IIMRIEADIEE FJE L7 b D Th -T2,
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