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Dominant-Negative Variant
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i B AR ICBE D 5 0 T Ofs FAERIE, BMRKBLEES L~ 7 a7 U E 2 R
ET Do RMEGERFIEDORIK & 72D, DK 85% % X HEHIEIZHIET 5 BTK Bin A RN
HOTEY ., DO 15%ITH YA EEENE (AD) & 2 \WIXi Rkt (AR) ICRIET 2 %RET
HD, TCF3BETIE, BIRMAT T A4 v T2 TEMRESND 2 DGR T E12 & E47
Za—RFLTWo, Zho EZ 7, BEMEAY v 7 2 b—TF-~1) v 7 X (basic
helix-loop-helix : bHLH) Z &5 & LCTB Y, REDLDL W EA~T v _BEREZERKT L2 &
THEEM) DNA B (E-box) IZFEET 5, E47T AT EERIL, BHEY o R IGmEATESHIE S
B AR I ~DH LI B W THEAD S+ Th D, £D7H, EAT O&EH) - HHREIZ, B
Hil bz RHICEIE S, BHIAXKERE S B ~7 a7 Y Vx5 & 29, AD E47
KABJEIE, 2013 4EIC TOF3~T a4 2 2R (¢.1663 G>A; p.E555K) 12X - T
JET 5D Z 3 &iv7o, E555K BRI AR E47 (WT) & — &K% TX 55, DNA ~
DFEEZHELTEBY ., FZEN dominant-negative DN)EETH D Z LoVRE 7=, AD
E47 RIJEIX, BIFEE TITHR T 6 FlOARHE SN HHDIRETH D0, R TORERFIDFE—
223 p ESB5K 1T & o THRIE L T D, AAFFEIL, TCF3DN R X 25 AD E47 KIEJE DGR
PIRBIR AL 5 & 3EIC, REBORKZER L LT p.ES55K O A0 HHINCTFIET 5501
T AT 5 2 LA HE LT,

JEGIX 25 D HARAN B TH D, A% 6 D2HARFICHRZHIE LT 2 & 2RIy o~ 7
n 7Y UE &R E N, BEOMBUIMEE CIEe <. 2 ADORIEZ S OERBRE TH -
Tz RBEIIMERAEYEA E L, BYYEZE T 2O @M 7T U T % 2
B Llc, BFEORMIMAZ AW g KRBT CTid, BMRZERICKEL TV, TH
fiads L OYNK Mla BT ER Th o7, BIRTF/SKVRHTIZ K > T TCF3@In+~7T v G
p.E555K 2 # 2 [FE L, AD E47 KAEJE & #eEZ I LTz, BARRBVZZEMICHAE L2 =
A, BETHDEN S KA, IRFBER . IRER T L Vo BRI Z 2L Tz, Th
O OFRERREIT. BE#R O AD E47 KJE TIX#E ShTnieho 7o, TCF3 ¥ 378

(E12 & E47 Ofi)5) ZXK#ET 25 AR TCF3 KABJEDERRHVFHER & @ W EE R L, AE
B, AD E47 RIJE & TCF3 KIJED KRN EL T 5 2 L 2 Rn T HBERIEN & EZ
b7z,

JRIRZE 5 p. ES55K 1%, DNA 5 & 12B 57 % basic region WIZFIEL TW 5, T H &1L,
DNA L O AEERIZE W T, basic region @ ¥ OFRIENEE o &E 2 iz L T D0 EBRAET
BTz basicregion DT T = AX ¥y = T E{ToTln, TI=UAXYy =7, oy
BT D82 D07 I IR A MERENICT 7 = VR RRICERT 5 2 LT, XN B
EREREIC BT DB IR ORE 2RI T % 1L TH D, Basic region D% 7 7 = &K %EZ WT
EHBHLEET L 2 A, ES55A OHN EAT BREIEEEZ ST 5 2 LA R Lie, ZofER
i%. 55522, E47 &€ &KL DNA &L O AT TRICEERKZEIZ R L TWD
TEERBELTVD, RICHKX X, p.ESS5K & RO R A MGET D7D, 555 (LD 7 /L%
SUBERERE ) VUG 19O T I BRICES U - B R R 21T o 7o, & Ebbb AR



Ka WT LB E7- L 2 A, E555K O AN D Tifi)j7e DN ik % R L7z, In silico fi#
HrZ &2 BAT & U " EONAEE TR TIE, 72 I 0Brs U 2 ~0Z T DNA

& DKFEEEEBRICHREE DT T, # Uy EREEMN & PHEN DRV IEER~ &
RESBLEEDLZ EBHLMNE -T2, ZDZALIZ DNA & OfEA % L INEHC T 57210 T
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