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A Challenge for Mutation Specific Risk Stratification in Long
ZEATERSCRE E |QT Syndrome Type 1 (T ERIEFERF A 71 BEICRBITHAERBERD
U 2 7 BRIKKIZ DV T D#ET)

[EM]

FeRME QT FEREJEMERE (LQTS) IIEELEMAEIREZ LU, DRERERLDE « &
R OMEMEREZEZL 5 5@EMEOERETH D, LATS ODEREBLRTD O b,
KCNQI 13 LQTS1 A (LQT1) D REBE T TH D  KCVNQ1 ZEE D F T cytoplasmic—loop (C-
loop) ERPLDOZEEIX, transmembrane (TM) 72 EMEL D ERIZHEATiHA N2 M &R
CTHERPEWVWEHREINTWS, LiL, BAEFINETOEFOMEH TG, LATL
DREFIDBEEENER LB TEHMICE > THREDDOPEMEALE U720, LQT1 B
FTC-loop & IMIZEREZFHOEFLXRIC, REBOEEEMEET D DITERE
MPERBEETHDDONITHOWTHREEITo 2,

[ FiE]

AR RO GEIIREB IO REZTEG AR ERB L, R L T25 AW EE
R0 36 FRe MEEFEOHEMIL 6T FIOERX v U T & FRIEN TRERRLLFHRE
226 LQTL 258 < %& 5 13 FIDF 80 ffl, 5L T 5 ACNQI ERIT, Tk D LATS = —
FOFTIFRULICEDIHEEDEZNER (B A M4 L5 %S C-loop 235
L250H, V254M, H258P, R259C, TM 7S 7 A b 5 D G269S, S277L) % BN L7z, %
LT, ®E LIEBEOMR] - 2RO Fln - 202 R LER (QTc - LEE) -
DAY b (DBZESRFE., L EE/ MELE, Torsades de Pointes (TdP), Kf#) - A
R hDEEF| » LQTS A =227 (Schwartz score) (ZDWTHETL 72,

EE) 1. HXHNEERIX. IEOB/ - Hik - BR - B8 - BioJEIZGEZR L., 275
BETIATZE2HWCHETAZ &,
2. XHIOBIZIFFEBA LR WD &,



81¢

AIRARA3 0 2 (R L - fasrE 3 m)
(k)

[#ER]

V254M & S277L %0 6 BILL LD BE (T0%& 64%) [ZZERFENRAH L VNS LA X2 B
BHO D 4 DOER L A_TEHEICERETH - 72, BRI L Tk, v251M
& S27TL & HICHMEREE O 2 BILLE (25% & 36%) & hH0T-, FEEEOEEICHE
WS D | V254M TIE 23 il 14 BB (61%) T o= DITxt L, S277L Tk 22 4
19 B &M (86%) T o7z, O X MRIEFERIZHIFENH Y . V254M 13 12 41
o 11 A 15 RS (92%) TA NV FEFEO O LT, S277L 1% 12 il 5 #43
16 LA (42%) oA X FERBRBDT,

[Z£]
INETOHETIEL, LATI DK7Y X7 BIHLIZEROZ A7 H LEFERD
LT T A E STV, L L, SEIOE A DR TIIEEDELTH D L#H
HDBH o7 V254M (C-loop) & [FERDEMEZ M IZ(IE T D S277L 237 L, 7z,
LQTL XEEFEHU IO B R & BEHLUBEOLMETOLA N FBERDE N WD #E
BHDHN, BEROGFNIZEIDCOPERBERICLAbDONETOERIE 12T, &
EIOBFFETIL, V254M BBE DA N MIEFEHLETIO B IRIZL <, S2T7L BT EF
LI DLMEIZZ N Z L0 A N FERIIEBREBIEFET D FIEEEDRE S
Tro F72S2TTL BE AN Z L, RHRANERE CHHEE & U T S277L B hE
NDOEMLIEI (predominance) & D2 EOMBEREFE L L TRITFT U NRIT 4 7%
BEFELTWAI ENEZ LT,

Lisia
LQT1 BEICBT DRI ) 27 BHMLIZEROEMA TIIm <, BRBAICEL S W
REMED T < | FFRDDIBBIRFER EDLA N N Z AT D72 0DICERED ) X 75
MmALETH D,
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mXEEZR

(MR LBEDORREROES)

AT, SR QT EREBERE (LQTS) OF THHEDE type 1 (1LQT1) DY R
7 RBAULIZ DWW TRRE L=, BRENZIIERZITBE &7z LQTL B3F T cytoplasmic—loop
(C-loop) & non C-loop T3 3 transmembrane (TM) IZERZFHEHOBE L FIELXRIZ,
RABOBEENEROBALMRFET 200, EREBETHDLDONIZONT, HEOZ N
6 DDER (C-loop 7>5H L250H, V254M, H258P, R259C, TM 7>5 G269S. S277L) Z&EIR L
PERRIEIC YW TR ZITV, UTOAEZBHELNILE,

O LT XD EREREER S,

@ V254M & S277L X, HBED 6 EROPTYH QTe NER LLTWERTH S,

@ LA N PRIEL V25 NEFEHLANCIEEICE L, S2TTL BRI L Z L,
@ V254M & S277L 1%, C-loop L M DD 4 R LW RTEERERTH S,

AR, LQT1 BEF IR DR Y A7 ZEROBALTixiad, @x DERICLD
AREMEN R <, JROLDBERFEL EOLA X AT A 72DIEEREGED Y X7 FF
ERLETHDZ EIZOWVWTHFERAMEEZEZLOTHY  E-H&KHAR L LTHRXW
FICEELZRBEEZER L L ZARKBLHEE SN0 T, L (BEF) O FALmICE
THLOERD LN,

(MFE# 599 F)

(Frk 30 & 1 H 31 H)
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