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Autosomal recessive Andersen-Tawil syndrome
with a novel mutation L94P in Kir2.1
(Kir2 1 lIZHH I A AL H (1L94P) %85
YL AR B RIEN D Andersen-Tawil JiE fiEf)
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[%5%] Andersen-Tawil JEGERE (ATS) (38 IPEDURRIE , O PEARHENR, TERESLE 4 3 1 &
T ORI TH D, ATS [INMEEGEH Y U LF ¥ 3L Kir2. 1 23— 35 KONJ2 O
dominant negative ZRZJFK L L, WHEITFHROEEEEEERNZRT, FxixERa
LB REIND ¢. 281T0C DERZFT 2D ATS DFFZ % R L, Kir2. 1 OBEREf#T
%38 U CE DFIERT & AT L7,

[HiE] POBEFIIEICEAL THARBAZITV, RAEEZG-#%, BFB IOWEROZ
WREEL, W0 DNA Z B 1fER K W i L. Andersen—Tawil JE{EBEDJEINEFTH D KCNJ2
DDNA v —7 = A%EAT -T2, MBLO MR E MR T 5728, CytoScan HD Array % Fu>
THERAKROREEGEELRGET L, E7o. BT 07D EE LIFRBENLZNE
M Wild type O Kir2. 1 Fx 1/ (WD) L94P A4 DM Kir2. | F v K/ (L94P) & = —
K+ 28+ % Y77 a— L, W-Enhanced green fluorescent protein (EGFP) .
L94P-EGFP & WT HIFEBINZ Z —&AFpk, T baKMEEEMIdc T A7 =27 LT
DFEBREIT o7z, MIABIEICEI L TIix HEK293 #lA & W T e 2170
phosphatidylinositol 4, 5-bisphosphate (PIP,) ZHifufEoigiE s L, HLES L —V —H
WEE CHIZ A 1T o 7=, #IZ Plasma membrane sheet assay C HEK293 #ll e oDl s 2 il HH L |
VI AL Ty METKIr2 1 OFETORBIEZ MG LT, f%IC CHO M4 7z Sy
F 2 7 TR TK F v 2O Rt 23l L7z, Sifaiisk ©4 A4 > FEift & fidk L, -150 mV
25460 mV NEEN 2 2L S, F v RV OER—EEFEZ T Lo, WD & L94P &t
FEHL L T MR O FENTIZIZFEBLR 7 2 — & LC L94P-EGFP & WT Z o, SEaHEmFikix
Dunnett L&V, AEAKMESRE LTz,

[FER] B F AR . 281TOC BNEF IR TSR T, BBUI~T oAk TR LN
Too B I 17 Yeafk BIC KONJ2 2830 11. AMb IC R SR B A TN 2588072, £725Mb
PLE D RGN F AR RIR D 3. 4% % HH TR Y | WP O MEBIFRI R~E ST,
HE YA ClE WI-EGFP 1% PIP, L 3LR7E L T . MA@ O ISBLAGE O B V7203,
L94P-EGFP (X EIZHIFINIZ BTE L, MR E CIEOT NI L THnH DA TH o7, —
J5. L94P-EGFP & WT % IFEBL S 72l Tl L94P-EGFP & fE~FAT L 7=, HEK293 HifE D
WEREZBE L7-L 2 A, WI-EGFP & L94P-EGFPHWT [XAEIZHRN S 7 F L 2B 128,
L94P-EGFP H TIIIECO L 7 F /KR F LT, BB E AW - =A% 7 v v hME
[ZFVNTH L94P 78 WT =2 L94PHWT & BN THBLENME T L CWe Ny F27 7 U E T
L94P(-332.9 =+ 47.9 pA, n=16) 1% L94P+WT (-1482.6 + 304.1 pA, n=16)=°WT(-2217.4 +
337.4 pA, n=16) &b, AEICHREERMET LTV (p < 0.001) ,
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RCIE Kir2. 1 OFEBATHEMET L, MBI 5 Kir2, 1 OB T2 L1k
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