AT KEEABETIALREREEY e’

EEFEiEs - BEEBRAY ST AMED
2. HBEFIEES - HFREES RR
(J o NEHFEER - B¥RES REEX SH 343828

M OE W O K %
BAERMEFEKE

KERBERREEN1DOTHS
M/ iEE ) (FRICMSVERASRT IER) O
M- CIREBIEF ATPTA3 2RZE

RTINS R IHB R BRI B AR T2 F Bl Tl RIRXFPRFBLE SR BT RAREER SR,
BARD R 2 i N R 3l . N R B2 . NS ENE N - BT E R A HFIEAT AR (B 1 ik
7aYx/ b TR Tr Y27 b —&— BICIEEER., BRIET SR RKEBRE SRR 4
TAEMTFEE FRESGERT, SIS MR, RACEHE EE AR, o —EEdR. RN
NS Z W, MR HR 2 b & T D9 70— 713, T/ MilEl ) o# - 72 R K & s+ ATP1A3
ZFE L E Lz, ATPIA3 Ein FII/MNERRMERBEOKRRK & LTI HMbNTWE TR, AT
B K DW T RIRERHA LMY . Stk TZ/ME OO IEIACIREIEDOBREICH ST 5 2
EREIEESNET,

AT FIE, KERSRE [Science Advances]) (ZH# SivEd, (H AR 3 H 25 H A1 3 FEf)
FT7A )

A IOV S

O AMETIEL, #E., MEXKMERFFKE"DRE L LTI <HMbNTz ATPIAS EZFOEEIZK
ST, NZ/NEE] 2EBET L BELINDEENEZ DT EZHLMIC LT,

O TZ/NE] #2955 124 A\OBESADELIY Y —LBH? 1T\, S AOBEEIA (R
£ 6.5%) T. ATPIA3 BZFDEALEEZREL T,
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(alternating hemiplegia of childhood : AHC), AMHIET A h =7 « /3—F YV =X A (rapid-onset
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2=y PERLTWD, ERAORICKRETT vy b LIZEFTN, SRR TEZ/NME ICBES 2 ERE S Th D, LMK
12, ALy (AHC ICBET 24 R) . H (RDPICBET HAR), #kf (AHC, RDP O )i & B#E 54 R) | #@ (Zhbist
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EH O ATPIA3 BR T2 RBE S H 7l (MOER L FENTHLITICH D 5 >DOMERL T ZE), RDP ME# AR % ¢, > ATP1A3
IR 2B S WM (Ko RDP BIEAR L ENTHHITICH D 520 E R T IZE W) (Tt~ [Z/hME) B ATP1AS i
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FEEAL, ATPIA3 BEFZHHL L T A MEMEAREAICED K oIcLTWwd, ZoaryT 1 a v THRE185 HOfiMa#le L
Joo PREGHIARIL, IEF TIIMREICMN-TBEIL, REZENRT 52 LRMon 5, [Z/NRE BEO KRB E L 724
B O(REEAR) 2RI SE~ U ABFM T, IEF O ATP1A3 {51, RDP BH#Z F 2 38 Bl S W72 55 I R CIMER i~ DB 8l
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R FR R E MR R R E (cerebellar ataxia, areflexia, pes cavus, optic atrophy, and sensorineural
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BMEFIEV A R =T « X—=F V=X 1 (RDP) : BIEFMHIT 4-58 1% & G STV 5, Arkics
JEL., BOOERLIIBBRLS BEEICHNRASTI A F=2T0, N=F U VR TRLND L O 7%
Fefg OSER A R,

AN IFRIE - RISV G - W2 - SRR - O AR PR MR S (CAPOS) : Ko H o
AN & BRI D By DBEEIC X o T, IR~/ MRS, BEICEI S RO T o AR AR
FEINT, 56 REDIEREET D UNMKFHOTER) . EITHEICHIBEE I N (AR
FHE) CHEOM I 2ANEL 2D (BRMREREEIREREE) HA03H 5, 30%REDBE X AT
a7z ol (M) BMEEsnhs,

2 X V=L 7 AOBERAE RO LS (27 ) @ DNABLA 2 RIS — 7 o —
Z O TR 2 7 ik,

*3 Na'/K*-ATPase : Na'/K*-ATPase X, A 4> F ¥ V' FILDLARITHY . ZDOF v FLiL, S
DRI THIUE, AR THFEF> TWD LD RERNRA T TF X XNV ThD, ZOF v
FiFaV 7=y b, BT a=v b, (BRHIFy T 2=v b h) B TETWT, HIAEEECE
FELTWD, ZOF v xid, NatA 4 v 305 MM AT L RIS, KA A2 2 20%H
FIPNIZELY A Te B & 2 FFD, ATPIA3 I 11X, a7 2=y hOFTa3 LMEEND XA T D«
HTa=y hEa—RFLTWT, B NOMOMBHMIIIZEHR L TWD Z ERMHN TN D,

*4 In situ proximity ligation assay (PLA) fluorescence 75 : flziX, a7 az=v hE ¥ 7Ta2=y
MIRATO2WEEZFO, 2 2OFUAZERT L5, ZOHURIZ, TAZEWRER O BHIZfHT T
B, ZOMRDEENEL, AWIZELIZHD L (4Onm LINOFEFRIZE#ET 5 L) A DNV T 1
DINSNWY T DRI o> THREA LEEEZRT OME DD, 4, a7 =y e pHTa=
> RBRBE L CTODHHIBIOIEAR FIZZ D 2 DOFUEEZIR Y T 72856, a7 2=y NE ¥ T2
= MR ETHWIIEE L TWD L 2 DOFEDBMAN TR WICE#ET 20T, 2%
NOHURIZ DT TEWIZARO BEIR U » ZIRICHES LEOEE R T 2008, SR> TR A2 Z
L%, 121 ODHFNDRERATY, KOBMISZHFRTVTHZ LT, a¥P 7=y LB
YT a=y hOFEEDEGNDDLNHLHMATH D,

* FENTZLZ brARL—Ta ok WX, BEOFEOHR T, HETLETOM. Kb
(JBfr) ZBE T WD, ZOFERIZ, DNA ZZ &40 6 FENOIBFINEIZEA L TEBW T,
JRIF DA © oty hOBE LIS TS, EXMMAE 525, ZOEXAMIZE > T, DNA
TEBRELADOKICAY | ZOBBEFVBRETHI LT, MITED X D BN AELT D 0ETH~
L2 EMTELRIETHD,
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