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(Genetic analysis of the human hereditary thrombocythemia and thrombocythemia in mice)

WL BRY) FiEME g 2 E (hereditary thrombocythemia, HT) (35 Y AR E VB {5 4 2
L. Z ORGIIARRENE M/ MR IE IR 5, 2DJRKR E LT, THPO, MPL, JAK2 OIRHfd
EENRE SN TS, Fox 1 THHROFEEM D/ MUEZIER RORKNE G2 RE L, T4
HIMSRE 2 FRAT T2 2 & CHRIEHIE A OIS T 2 2 L2 A S Lz, HT ORE E LT 25
? THPO OIFHIFZEBRAZHE SN TWD L OO0, ZEo mRNA OFH, BIRRIRIZ OV T
IFEERR STV W, 2 2 THRAIEBERICBVWTHRESLTWDZENEND THPOE R % 7
n—= 7L, ENEND T A7 VT EBlE, AT T 78— AR ELHT
45z L Lz,

[brkEE D71k B3 & 2o, FEBIOKRMIME Y % 2 A DNA 2t L7z, it L7=4~ /7 4 DNA
MW, THPO, JAK2, MPL, CALR %% > /7 —i{kCy— 27 = A LT, BEL VAL AR
LBy AER D THPO % PCRETHIIR L T/ m—= 27 L, BB X —Th % pcDNA3 X7 %
—ZHHAIAA T, BREEGTRI X —BWAERORY X —%ER LT, fEk L7z~ ¥ —% Lt bk
JiG B S OAaRE HEK293T I hF v A7 =22 v a v Lize NTV AT 27 aying 72
FREfIfZ I E 28 B M2 B U7z, [ L 7-Afife & 0 i L7z RNA 75 ¢cDNA 2B L7,
-2 BiE o THPO # > /37 L ELISA i THIE L. ¢DNA % 7z RT-PCR TEAA LY
2 HA THPO x5 EM OVEIR 2 f#HT L, RQ-PCR T THPO mRNA ORBLEZ N L, F7-.
Ml LiE & 74— FTOTHPO # /X7 ORBlEZ V=A% 7wy METHNT Uiz, AR
THPO &1 & BERIZIB W THRE STV D BB THPO 51 % AR BRAY 8 BB A A v
TPCRIETHIE L Cr/a—=2 7 Lz, BEMEBERO THPO % & VI2_7 2 —%t MR
R A SRR T D HEK293T I R T v A7 =7 3 > L, 72 W2 1c 538 g & Ml % [
W L7z, K578 BIEH O THPO # > /X0 ORER U= AKX 7 ay MET, THPO G FEW OYER
% RT-PCR £ T, THPO ® mRNA D3 &% ik L=,

[RER] Yo H—ETy—27 = A %475 C THPO DRI E RN L= & 25, FisE L6 T
THPOc.13+1 T G>A O—EB A FE L=, EORBUITA Lo T, BRI THPO
T UAT = v ary LEHIRTIE. =7 V2 3 %K< THPO DEREEW I 572, RQ-PCR
TIX. B4R THPO L858 THPO ¢ THPO mRNA ORBIEICHBEEZ2RBD R -T2, HEE
g, T oW B W T HEREM THPO THEIZ THPO # v /87 8S@E3 8L Tz,
THPOc.-31G>T Tl&, BBNAT T A > 7 A MILE L TW WSS b 57 THPO D=
7V 3 RSB EYNH LT, TN ENOEREMN THPO & 3480 THPO Tl mRNA @
HEBICHFFNEE T2 BBAI THPO % N T v A7 =7 ¥ a v LE#E BETIEVWTh



HEAER THPO S0 THPO % 37 ORBPARZISTCE L TWe— T, £TNENOZERDH
TIX THPO % /37 ORBEIIHBEZENH LIV > T,

[B22] YHEFRITBWT, THPOC.13+1G>A &\ ) ISR RS, A7 T4 v TREIZ LK -
T THPO # > 37 OFERZ 151 T 5 uORFT Z{Hk &85 2 & TRIRRITEAZ S LT HT OJRIA
LRDBInTFERTH DRt ST, BERICEBIT 2 EDOERRIZENTH, #eHEmICE
L< THPO # > /37 OFFRMBTUET %, THPO c-31G>T BN AT T A v 7 A MIfLE LT
RWNZHBEDL LT AT T4 VU TR 25| X 23 A 1 =X . & LTI premature termination
codons (PTC)IZ L D BN EZ LI TWD, PTCs 2GTexr YV T, AT T4 v 7 DORRITH
DERDILCLE D Z & HAE XN TEY ., 2L nonsense-associated altered splicing (NAS) &
FEEIL TS, THPOc.-31G>T TIEANASIZE > TPTC 2 GATE) VU 3WAT T AT
WX THRY RNV, =7 VU 3 AF o B I RELTZEEZ BV,

(idam] B 7o e RN MUEZIER R ICIW T, BIRBR - & LT THPO ¢.13+1G>A DO
OB RAZRIE Uiz, YEEEN THPOEIL T DATTA T Rl —H A b ITALET DD,
TV 3AXy 7 EET, THPO OFERZ I L T 5 uORF OREZE 5 2 & T
THPO % > /"7 OREIERELA ISR Z U, SR MG ZIEORIEICFHF ST 52 &R LT,
TNEND THPOZERIZE W T, #atd EAEAEZR < THPO & /37 Nl REH L Tz, BE
17D THPOERTH LN HEEGEMIIuORFT D7 L—AY 7 hEIFZ 7 VY 3 AF o BT
DNTNINTHD, Fexld=r Y O@EPIhia FU2ELLERIZBWT, £Ox 7 Y U
AT TA T T OWFETIRY fR)vivd Z & &R LT,

~ U AETIUTE NORBEMECIL ANDNTNWD, ~ T ZADM/IMENR SN & k< Hn
LBNTIEND DD, TOMFICBE L T LTI, AN ETE O HT 1221 T
LTS BEET, ~ 7 AFEZO L0 Mkt U TR/ MIIE S & k8 i 5 %
Ho TNDEWVIRIAEN T, & O HT OET# s T & LTl ShTwb THPO, MPL,
JARR ERA~ T AN 77 LU ART ) ATHRE LI E Z A, MPL K39N 23~ 7 228 Tl Mpl
N39 & L CTHEEERTHRA L TWD Z &% AH L7z, Mpl N39 oL, Mpl K39 OE)¥)fE L
Db I/ D EVEA 2 H U . B MZBWTH MPLK3IN Z2~7 2 |ZROHE LD | RETEH
DF DM A EMEIANZ B D
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