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Autosomal recessive Andersen-Tawil syndrome with a novel mutation L94P in Kir2.1
(Kir2. IR S At o A28 5 (L94P) 23R % H Y R A PEBURTE D Andersen—Tawil
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Andersen-Tawil JEMERE (ATS) I ZEHIVEMURRREL, DEERIEAR, BRERRETZ 3 HET5
i/ TH D, ATS IZINMEET A U v LF v 3L Kir2. 1 Z=a— 3425 ANj2
dominant negative Z#EAJFK & L, W@FITHEHEAKREBIEEREREZ T, AUFEICED
THREF I ROARLEREINRIBEND c. 281T>C DEREZHTH ATS DFRE RH L.
Kir2. 1 OFEREMRNT 2 18 U CZ OIIEMT & fidT L 7=,

T OBBFFRICE L CTHARB ATV, RIEEZG%, BE B L OYERD 2R,
50> DNA &2 A LER L W L. ACNJ2 D DNA & — 2 =0 R &4T o 12, FERICOWTDEM
TG DAL W T2 DB O Mtk 2 7895 BHRY T, CytoScan HD Array Z MU T
BERBEROREREGEZRA Lz, £, WMo oIBEE LBE NN EN
Wild type ® Kir2. 1 F ¥ x/L (W), L94P A $ 5 HM Kir2. 1 F ¥ 1L (L94P) 2 — R
T 5iEfnf% Y7 7 1m—2 L, W-Enhanced green fluorescent protein (EGFP) ., L94P-EGFP




EWT BB 2 —ZAFpl, 2N b 2AMEEMIRIC N7 27227 L, LFTOER%E
To7l-, MBWNBEEICE L TIT HEK293 MM 2 A v T s e @ &2 17 W,
phosphatidylinositol 4, 5-bisphosphate (PIP2) ZfijafEoigfE e L, LES L —F—
PATKEE CHIZE 21T > 7=, W2 Plasma membrane sheet assay C HEK293 i ia oD i s % $h H1

L. VxR Z 7wy METKIr2. 1 ORTORIEZ R LT, &izlZ CHO Mifla 4 A7z
Ry F 77U TVETT K F v RV OREZ T LTz, SMIRGEEk T A 4 B a sk L,
=150 mV 7> 5+60 mV ~EENL 2 28 L S, F v RV OB —EBERME A AR L72, WT & L94P
% SR B U7 M OFRMT I IT B 7 Z — & LT L94P-EGFP & WT & H\ o, #RH#M Tk
I% Dunnett & HW, AEAHE SRS LTz,

FERITLLTOLICE LD OILD, FHEE T c. 281TC DEFIIFREHESILT,
BUINT oA R TRO DLz, BE TS 17 Yk LIZ AON/2 % & T 11. 4 Mb IZ K 578
FHEAL 2RO, F725 Mb L EDORERHES AL F YA IRD 3. 4%% 5D TR |
WEL OO MAKBEFR DS/ NIR S FU 7z, HEEYL A Ik WI-EGFP |% PIP2 & 3LJR7E L TR0 | Mk
O BLSGE S D2 AY, L94P-EGFP X E IR IZ/RIE L, MR I Cixb 30
IR L TWDDHTH-T-, —J5. LI4P-EGFP & WT % LFEBL S8 7= Ml Tl L94P-EGFP
b IEA~BAT U7z, HEK293 MR DdOCHREE 2 I E L7z & 2 A, WI-EGFP & L94P-EGFP+WT [ fi5
(RN 7TV ZGRD Te A3, L94P-EGFP BUM TIIME TO > 7 F /IR T LTz, 55
ERWEZTZ2Z 71y MEIZEBWTE L94P 28 WT <2 L94PHWT & bR TRIEMI T L
TV 2Ny F 7 5 FIETIEL94P (-332.9 + 47. 9 pA, n=16) |% L94P+WT (-1482. 6 + 304. 1
pA, n=16)°WT(-2217.4 & 337.4 pA, n=16) &l FEICAHMIE\ERDME T LT (o
< 0.001) .

PLEDOFERN G | AR Kir2, 1 ~7 2 4 SRIIEBATIE « 7 v 2R & b ICfk7oh
L2b00, REHEAEWTILKir2. | OFEBATHEMET L, MREIZIT 5 Kir2, 1 OFEBLRN
BT 52 EI2L0 ATS ZFIE LT LHEE Sz, AREITE R aRSEREE% &7
B —HEOF v 3 a2 RF—ORIERET A TEAICHIIL 5 5D LB x b, BRMEANR
FORBIZRKWVICEBT 2 b0 LS, Ko TEEZBRZERLBIT, Km0 H
AL (BE%) Oz T2+ 02MER S50 LR T,




