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AL im X M H Mutation Site Dependent Variability of Cardiac Events in Japanese
LQT2 Form of Congenital Long—QT Syndrome
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Mutation Site Dependent Variability of Cardiac Events in Japanese LQT2 Form of
Congenital Long-QT Syndrome
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2EIQTEEEREC BT A5 FETFARF & L TCEGFREEDIMNER SNTWVWDHA, A
ANEFTOREITENTWARY, SEFRAIZEARA 2 B QT EEEREEFICRBV TR
F BN & ARG L OBIEE B LT B AL TOBRMEITo 7,

[Fik])

MBRIIWEERKRZE, 5HAE,. ESBERERE VY —%2%2 Lz QT EREFEHBRED
5 HBIGFFMIC 2 B QT IEREFERE L ZEI LT 69 % 118 ERITH D, BE=FRIZHENIC
3. BEMKE L VY Lz DNA 2V, 2 B QT EREFERY 2T REERFTH D
KCNH2 #&{zF% PCR ik, DHPLCIEIZ LV A7 V—=v7 L, EEPERDLNSEHSICE L T
Y T AERRAWCEGFREEARAE L, £95 LT KCNH2 B FICEENRELN T
118 fl 2 S EORB O L Uiz, $io SRS % KCNH2 BIZFEEOHATIZ LY pore BE(HE
EELFT550-650 & EF) & FN LIS E non-pore BE & L C2EBRIC R LT, (DIREBIEMETENR)
BT SRR A EEIE L, IMELE, DIREARFBICER L., BEFDERDEE, ECG D/
5 A—#(RR [EFE. QT KeR. QTpeak FFffl. QTpeak-end WFfH) R L T pore # & non-pore £
T RE L7z,

[#R]

AERE LT 69 ERICIE KCNH2 DELEFIC 62 BORERR O o7, £D 5B, pore
BRI 27(44%)E . non-pore SEIITIT 35(56%) B Th o7z, Fiz, pore FEIKDREIZILI R
Y RZERD 25 H(93%) L %< R b, non-pore FEIICITIEEDREER, HMAKR, TV
— AT NER, F b AERR EOBMREERTFERN 15 Fl(43%) R oNTZ,

EZ) 1. ZHTNEESIE. FEOE/ - Hik - BR - Z8 - BWOIEICEKE#RK L. 2TF
BETIATETHETDHIE,
2. XEHIOMITIXEREALZRWI &,
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BRIRERICEE LT, pore B Ti QT IERJEREEDZWr A 27 Th 5 Schwartz 2 2 7 CE
{E. QT B¥f. Tpeak-end R TH A BICERENRBO 5N, L L. TdP (forsade de
pointes) D FEFS T E T4, T wave alternant (ZEMWE T I)ICIIEN e oTz, £, /v FR
D T I pore BETHEICE K ARbLiz, DIEREEERIT pore BETEZ RO LN TV,

FIZ, Kaplan-Meier {£(2 TLUDIBREBEER DORIEERET LI & Z A, pore BETIH LY EHET
FERZH Z LTV A Z LB bho7-(log-rank; P=0.049), L2>L. %< DBEAELKDH > TH
Biz %27 R inE THHERBEL TW A ENE . FRES CIIERE - T 5 TREME
PENWZ LIEIHALNTHD T 00 BInE (67 Bl) & FERERFIS1 F)%E 5T CTHRFEIT-
Too FRUT X B & FIm#E Tl pore B & non-pore B & ORINITERBIEIIRZE TH o7,
BIT. FEREMICIRE LIZREITIEIHEEIZ pore HTEERELTWAZ ERbhol
(log-rank; P=0.0005), ®iZl. FIKEFDBRKBERETLIZL Z A, AL pore BET QT B
M. Tpeak-end FFfl] DIER DS R H 37z, BT, Pore B TIL OB E GRS 11 Fl(48%)IZ B Hh
TWeDIZ*F LT, Non-pore B TIHERZE L TWIERFNIT 1 B b Aedro 7z,
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Moss 513179 A 2 B QT IERJEFEEEBE IV T pore fEIICE R A2 H 4 5 BE Tl UIE
BEEEREZDRICHELTEY 22 QT AL ER L TV HEL TWV5, SEOH~ DR
FTCIHBARNEFICBWTRFZMA T DIT THDHH., 2EF THRE LA pore BEL
non-pore EEEI DEIT BB D 2v o 70, THuiE. BIRE Tl 2 HECTENEL | FHRER T
FEUIERDS T EVOIEENERLTWD b0 L Bbhi,

o, BEFEROEREMRIAC UV AER, REREE, ALR, 7V —LV T ME
B F U RERLONWEIAIBERBEOEVICHOEETRETHD, FIZ. T NMD
(nonsense-mediated mRNA decay) & V> 9 #4453 dominant negative suppression 23R % #55 S & 5
EDBENDH Y . AEFIEETY non-pore FEIRDEREFI TREER, HALR, 7L —LY
TRERBZEWCEDA My Fa Ry EEREREMBPA by 7L TLEIBBEFE
ANLZLRBOLNTEY., NMD %5 EEZ LERENENT DDEHWTWDATEEED &
HEEZ LN,

(]

AR CIE KCNH2 BIEFICREHRE L 18I0 2 B QT ERERHEE ITB W TEEF
B OWNL & BEREOBER R Lz, RIEFEFIZISW TR FEE D pore FIKICH o725
4 QT BfiZEER L. LV EFETCLREEERZEZTHEARHDIFER DT, AREFHT
L0 FHEEG CREFERICLZIEEEDOEVRRH SN Z Lid, RERIZZ LWFRE
BlOF%ETFRTIHRIEBICHERATH DL LB 60T,
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28 QT ERIEMBRE (LQT2) EFICIBN TR FREIAL L EERE & OBEELRA LT
5 BT, EETFHITICE D& LQT2 L BWr &/ 69 Z 5% 118 JESI & HRITHRET 21T - 7,
FIEB| &2 KCNH2 Bz F O R E OHBATIZ L Y pore B (56 FEHY) & non-pore B (62 FEF]) D 2

AL, ANy NEBROFE, K OEBEXD/ST A —F | Schwartz 227 HRHIIC

DUVNTHEMT LTr, pore BETIL QTec OB EREEMRBD b, LV EFETHIEL T,
S LICHEEE (67 B) & FIRER (51 BT 7@ C. FE Cid pore Bf. non-pore EEH]
TR FEAERFEAIC A 22 hr o 7oY. FIRERI T A EIC pore B THEERAE LT,
IO XS, ATt LQT2 ERFNT BV THEEE Tld KCHN2 BEEFOEREMICESD Y
A7 I EREETH DM, FEEHITIE pore BBIRKICEREZ BT IHZEICY A7 BENEWVD
BEPHMREARBELEZLOTHY ., L (BEF) OFMNERETDHIETLIHLOLBDH LN
s

(Epk20FE2A148)




