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(Compound mutations cause increased cardiac

events in children with Long QT syndrome)
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HaL BrY] QT EREFERALQT fEFEDIX, LEX E QT KiHDIER 278D, L
BRI L 0 0082 X o TR CTH D, ITHFEOS AR IR X
D, DFOBMKENE K FyxL0H 7=y b a— 42 KCNQ1, KCNH2,
KCNE1, KCNE2 &, Na F¥ D% 7=y M a— F9 2% SCNHA D12
EMNNERFEIE STV D, 26 O8EE L KCNQ1 73 45%, KCNH2 73 35%., SCN5AA
23 10% & Z D 3 s+ T LQTIEMERED 90%% (56 T\ 5, TNENDETEIL T
£ BEEHAENRIEAED A T =X LB LOFEFRP R D720, ZNbORMEE
(B FIREITERIR OGS CIER FEHEINIC & > THAZRERE 225, Lol KRZ
LQT JEfER ST n T-EAZ 5 (Compound mutation) 23788 B i1, BL—28 FL4
(Single mutation) & Fiz L QT RHEN L VIER L, 01 X2 F%<, FPHAR &
HEINTWS, b0 Compound mutation /NEFIAS NEEAN S EE /R FH A A ¢
STNDLDNEND Z LIZOWTFIATH S, F7-. Compound mutation FDZE
BIRIN X 0 HECTH D IR DWW CUIRIZRAA TH 5,
= 2 TABIED H I,
(DCompound mutation fiZ Single mutation L 0V &/NEHHIZIBWT LV EETH
HODHAENNTTHT &,
@Compound mutation FDOEFEIRFRB IR L EERFITHLH Z LIk
K3 2D0, DML Compound THDH Z ENEEE L TWAHDMNEHBINIT HZ
Eo
L L7,

CSEIPRT

AT TITLLT D 3 SOV TR 21T T2,

(OSchwartz OBZWHAEZHE N, BRIRANIC LQT SEMRE & 2l SIEn FAR RO 6
iz Nl ERtge Ll L, £ 0EBA% single mutation %1 & compound mutation il
CHBHRR D Z &

@7 X/ BN I TBUKME, BKIEORI] & FOLRAE & S BLE D Z DA ST
IS E DREERBIRNIFE L 5 200 & 9 FKERI~DOBIE T % 72T % web site D 9
%, Sort Intolerant from Tolerant (SIFT) 3 & O Polymorphism Phenotype2
(Polyphen2)ZFH L. %73 single mutation i C Z 115 DRE5-F 2N EEE DI A



ZIELS TFRIL 9 2B Zigat Uiz, 72720, ElnFARPRE, A, 7L—A
V7 P THLGEITE. TNOOBE TR ARETH HT-OBIMI L LTz, F7-,
FHIT OB 2N —FRTH T 2616 oMol & LTz,

@ >&EIZ, compound mutation FNZHOWT HEIGETFRIZITV, FOEERFRHFAIN
BRI TRIL 5 200 E 9 Mt L, BIMIITEQ@ LRk L Lz,

(#5521

@ 1z2W\TC,

FORL FERRA ORI A FEAT C 1998 4F- 4 H 75 2012 4F 6 A & CTITERRMNC LQT JEfbeht & ffe

TEBET SNIEBED 9 B D DDBIR FARSRZTRO-DIL 148 B0 5 B /NEBITH > T, £H

RISEBRRIRE Tl o7z 110 B, ZSFHekL 123 [HAAFE O 5 & L7z,  Single mutation(S £¥)

1%97 B C LQT JEMEREO ) e BRI L1 ZIREED /347 CTdh - 72, Compound mutation 5] (C

FOIZ 13 BTl o7z, WRHERPIME, SFEBIEIR, JomBlR R T S #E, CRECWL

NUAEEAZRDRD->T, LL, QTe R EiT S #T 490 msec, C#FT 540msec & A&

(2 C#¥ T QTe RFFIANER LT e, & BIT 5,10, 15 SR OBEIAHERIT S FETETILEIL 91%. 68%.

3% Th oz, xFLTCEETIZ46%. 39%., 25%TH Y, AEIZCENS > TV,

5. 10, 15 4% ICD [FREESRIT S BETEALEAL 100%, 100%, 97% Cdr-o7=, % LT C HETIL 100%,

89%. 44%TH YV, FEIZCHENS > T,

DTS BECIL 20 FEMIZERIEBN L2 o 7o, CHEDAELFRILS L 10F:-L BIZ 7% Th o7z,
Fio, b 123 BROFIE, —HEESRITRNWZ LRSI, RREORE T mEINZ

BaEEh iz,

@Izo T,

AMFERIRENHRTT D 2 T — W XD RBIUA~DORE G- TRFERIT, FEFROFRBI

ZHERAIE L < PRI LS TV 223, SIFT 12X % damaging @ Tl & Polyphen2 (2 X%

benign DT TH - 72fI T, FEERORBIMZ2TFH LIS TWRUVMEIREEN TV, £

ZT, Tl HB L LTINS 2 OG- TR R Z G L,

TR ZAT o 72,

Z ORI FHNZ BV TR ERIL 61.5% TH 0 | SIFT (23317 % 57.6%. Polyphen2

(ZHBIT % 64% L L TH BRI THRE R Ch o7, —J7. BRIERYPERIZ 100%,

SIFT /% 100%. Polyphen2 /% 80% Cdr-7z, FEHGAR TR & 72 DR =D



BENMFOLNTZE W) FIZBWT 2 o0 — LA #E X5 2 LTl 24 Till%
1TV D 5 Z Ebirolz,

@IzoN\ T,

BRI TANOFAEDRITEE /e b O HEE F Thkx Tho7od, TOFRBIBRNL ICD i, 2R L
W T HER A 7272 L < PRI LA TR o T,
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Z #UE T compound mutation f3i3 single mutation (Zxf L T QT 23 L W IER L,
AN IRENERESNTE, L, BRICRBEERZ L1372/ FHid
FNDOHFTOFEAMR L BN DR BN NN G- L T D & 72 515 TR 5
ZETHD, FINEE D ERRIUIRIEA AN CRIE TR b e 5720, &b
I3 compound mutation FllZ-OUNTIIATEFRESCHEYNER 2 Z 8 2 BRIRKE S 1
BIOIBE TR EIZEET 5, SIFT. Polyphen2 #HT, LQT iBfs 22 B3R
B ZTHIL 5 D080 s OV THAA L7z, Single mutation fFllZ oW T2 i
5 2 MDOBG T —WIAM ThH o7, F7IC 2 T —/L 2B S 7B Tl 2
7TCTHZEICEY, KVIEMARTHEZNLTHZ ENARETH D Z Enbiolz, L
L7e 6, /NEHNGIEF I EE R R BV A7~ 7" compound mutation FllZ- OV NTix
ZDOFRBIN A TR AR/ 2o T2, ZDZ L1, compound mutation 5] B 7235
ISR O T X BRI & L X7 SiiftdE EO#L - BKMEDRI & W -7
BUROANOITHA LGN EZERL T D,
7272l

+ 110 BIOA LT OB DS LQT SEMRE DR L A% T 5 L ITN A HRABAIRS

NebOTHDHZ b,
« BAETHZEAT O BRIESMI B 5 Z &,
VUL 2 RISARRIFEDHIR TH %,

[F&am]
LQT S 23 TN compound mutation filid single mutation BlZEL L, 10 % TlTidem
ZARERS D132 < . 20 i E TIZ ID M ZIARZELT DM G, Fo, FECHIHE L, 5mET
DFELE)MiD T\ Y, LQT SEfEAE Compound mutation 23 NEHINHHEELFIZ L > TnD



EVV) RUFHTNR CH D, Zhu, LQT SEFERED compound mutation Bllzxt LT, BEFOIRFEH A
RIA L EEBETREFFEEA/ R LTS, SHIZ, single mutation BZOWTIE, SERRIZE
W CEIG FERAEIA LB, A v 2 —F v b ECEICERB OB G ET 5 Z EASFHET
HDZEERLUTEBYIOWETH D, —J7. compound mutation BT OVNTIX I DH DRI
RRETH>7=Z &1 compound mutation BN LRI EIEIIOHAJTK L LTNLHDT
1372 <, BIETERPEE L T0D Z EITER L TO D AIEEEZ R LTI OHE Th 5, Fe,
ZIVE TITRIEOER A ZHR L TD,



