Clinical and electrophysiological characterization
of a novel mutation (F193L) in the KCNQ1 gene
associated with long QT syndrome

552: English

HhRE

~EH: 2017-10-05
F—7— K (Ja):

*—7— K (En):

YER#&: Yamaguchi, Masato
A—=ILT7 KL R:

FilE:

http://hdl.handle.net/2297/15862




FEUREES Z5 1580 &
FURESEAR FR154£7H 16 R
K 4 W o E A
FARIXEH Clinical and electrophysiological characterization of a novel mutation(F193L) in the
KCNQ1 gene associated with long QT syndrome
(QT EREBEFIZBITHH L KCNQL B FRE (F193L) OFRKRE, EXEBRFA

#)
BYEEER ¥ s %8 TR E -
BlE #m B E B
% B EAW B
NBEDEGRREEDOEROES

QT ERFEEHIOLEEMBOIERE YL, &RE2EP T LEMTEIRE2EHL T25ETH 2. FE
F T QT ERERBOREEEF L LT 7T O20REFHREIN TS, LEHFEMET S L &I
8 < BREMESEIEER K BR(Keid. KCNQ1 B=FHI— KT a7 =v e, Y72
=Zv ’CH% minK »SERIN TN 2. SERLIZH LW KCNQL BEFERF193L 2575 QT
ERTEREERE ORKRNFHEERSF L, S S5KZFOREFEROEREBENREET 7 VAV AN
T)VOIHHEITE BV SREFRERIC L DRE L. BRIIMTOLS KENE 2,
OEEIX 17 BT, BRBICBWTOERE QT BEDER (QTc 520mseci2) Zigiahi=, &
EFRRITORER 193 BEO 7 2= V7S oohng Y oALBELTWAFI93D) biEEshiz. &
HEED 8 ROFHEIZT DT restriction fragment length polymorphism(RFLP):IC & b F193L OF
BERRLZLIA, BEEDIHEF. R RMCAZERIRDONE, EFHE 100 8L, TORARMSL
D QT IERSEREERE 140 BICIT F193LIZZR D s ed o 7=,
@KCNQ1 cDNA 2 F193L R AL, B4R KCNQL. F193L KCNQ1, B&XU minK DEN
ZhD cRNA ZER LK. 77V H Y AH VOSSR, B4R KCNQ1 & F193L KCNQ1
cRNA DZNZHIZ minK cRNA % 81 CIEA L= DEEA L BENEEKIC TERZAE L
F193L KCNQ1 Tid. B4R KCNQLIZltL, ¥—28H. KBREHL HICHD L TWED, AR
EEROBD o=, LB LENZNOECEFRORERZHE L= 25, FI93LKCNQ1 iEAE
TRARICERL T, |

PlEDXSIZ, BHETBOTUILER L QT ERZFZDHZ DD, F193L FRICL 3 QT ERSE
FRIIRFREFEREZTT LEX SNz, BREEEIRGICBVTY F193L HEAMRRTIZERD
PEIIEE CTHo b, RIFRFEREICO LI REMRERELICESWHW TS LEZI SN
7o

BLE, AESid. BEFRERHAER L D, BREEZOURSHICBO T EROIHILERE 2 KCNQL
IZBiF 3 S2-S3linker FFIHOEREF 2O THRE LI DTH b, 50D QT EREEEMEOR
BCERT2EETH 5 LiMich =,




