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HAN X JutafEGAS M BEICBIT 5
SLCI9A6 BInTEREDERB L URE)

FARXARDEE

<ERLBHSHBHERMRIIAOON IRIZRD 5N, HEELITD MR O 20~25%%
BEEHERICLXDRIETSEEIOSNTVNS, PTHHEHERZRTHERERT O 10%28
X Bk LICRON > TS, X REFENET )LD 4%EHDDIGRAE RNV EEEX
&, MOBEREEIDDBHEBWICKERBERERFDEELS. EHETHRET S
SLC946 BT ERIX. 2008 1T Gilfillan 5% Angelman JEREE(AS)EBIORBEREHD X
REGHEEFEERXMRORRT 4 el L, BARANTIIEZHREL2V, Gilfillan
S5ld 4 DOMBERKBEEZ CNLEREREL THBD. 20O Schroer 5T 511D
OFBROERE Gilfillan 5 DI LR UERE 1 HlHRE L7, SLCIL6 BIETIE Xq263 I2
FEL. No/H+ZZHE 54k NHE6 %2 01— R 58Iz TF Th S, NHE 1-5 [IMIFAE, NHE 6-9
IIHAE/NERE O EEICFIE S 5. NHE6 EHIXZE D early recycling endosomes THRHE L
THD, early recycling endosomes v LTP il T TR EBOREICEGE L TWA I &
BHhMhoTWd, AS DETIIITATIE, T TIREREBEMOBERLNBEINTS
D, ZRETEEERFAVUMLS -BERCEHTE S, FHEOEMIL. 2ZEROHEA
XMR KBIT2EEEZHASNCTEIE, e, BHEHCIBVWTRAETRE 2S5 FRRE
FEWH D NVIELFENITHRATEIETH S, 512, 2HOH LV XMR OERKRERIC
BT, BRNICEROH 2 FERZRETLHEHEEL TS, <HR>SAS gD,
EFOBERFEHIRYE (15q11-q13 DRE. AFI)LR¥E. UBEAZER) NEEIN-BIE
22 il % Group A, EINLIEM - B ¥ —IZTEBEI /2 XMR KR DR 104 % Group B
ET 5, 2L, MROBFTTREHREE. BIEORRTEENBH INEMIRAL
TH5. 728, AS DEERZHFBITB LU XMR OFFIIILEERFEZWEREORES
RTEARIN. FHORBEEB TS, <HHE>GenBank TH L N/-HERTIZEIT,
16 EHOERI— REBICHNT DT 5714 T—2ER L /2. BFESH S SN /-RKA M H 5k
5"/ I DNA #8EIZ, EROTI1 < —2AWT PCRIZEICKLVEMNE TS DNA %3HiE
U7z. .27 2 114 Phusion Hot Start High-Fidelity DNA Polymerase(Finnzymes) % f V), #f3%
@ 5xGC Buffer, 3%DMSO &M L PCR #1757z, PCR E¥II 3% 7 Ha—X 4 ) BRIk
BlIFouLsTdovA RREICEDER LU~ Z3% Wizard PCR Preps DNA Purification
System(Promega) TFE B L . Big DyeKit Z AW THERE I — 7 L2 AEIC THERYIFET 217
o 7. FRITICIL ABI3I30 > —J I —& AWk, I6IC, BF, EEI>bo—) (B
Z&24TD) OV ZERBNREEMED 5 RNA queous Kit (Applied Biosystems)
T total RNA Zf{Hi L. High-Capacity cDNA Reverse Transcription Kit (Applied
Biosystems) ZRWTH& LD cDNA Z{ERRL 7. Z® cDNA NS, SLCIAGRIZTFDT
TV 2MBETIIYV b EBBETAIRIREI LT I1 -2 ANWT.PCRIIEICK D HIE
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U CIREEYORBRELZMITL =, £/, nonsense-mediated mRNA decay (NMD) 2L 5
BREEYOREEZBT S0, &4 OHiftE NMD OBEEWE TdH S cycloheximide (CHX)
THREL Tz, Carter SOMEDED, BENSHB L RNA LIEE¥ I FE—)) (Brs
249D) MSHIM L7 RNA #, CHX 100pg/ml &, 3> hO—)L & LT CHX OFEBICH
V377 0.1% DMSO T 4 B9 DALEE L /= (Carter et al., 1995) , (D 52 & FI#E D 551 T total
RNA 2 U T cDNA Z{ER U transcript variant 1 350X variant 2 DRHEZ BT L7,
NEFIRICEEEYORREZMIT Uiz, EHIXINSEEELT 572 transcript variant
I/variant 2 FNFIUIHRN/LT S5 A< —& TagMan MGB 70— 2{ERX L quantitative
RT-PCR (qPCR) %727z, &2 D70 —T7, variant 1 ® 3l E T2 > 3 O 58], variant
2D 3REIIV3IDSPUTII - 7 aiihhdEIITEE L.
R715 isoform OEFIFENICHEHEEBEZRHLE/Z. I 5IZ NHE6 BEHORRZHEETS
7= %41 NHE6 &% V)72 Western blotting (WB) 21727z, <#HE>Group A D AS £\
BR2 AP 1TV > 2 D—HEREE R (c.516Gdel, p.S147fs) 2 R L7z, ZOER
1. —HERKICEVTI VB TRECRICIVY VIAKREILEIRBAD. LEBEOE
HIZEONIWEEREAMERLEEZ NS, BRRIOEROATOEAETH /2. &K
ERIZIIT Y 22 O alternative splicing IZ K> THEU % 2 FEED isoform DD 5, 96 HEX}
=\ transcript variant 1 12X % isoform a TOH KR 5%, Group B 13 104 Fl DT 21TV,
ERIIFE I NN o7z, RT-PCR Tid. BEDOBRKT variant 1| OFRIFEE T, variant 2
ORBREEMZF D/, ¢PCR Tl EHI MO—)IVEHBELTINSORLVERE
ZFo CiEAS Nz, £z CHX AHEICK > T variant 1| OFBBEENEMTEENG,
nonsense mediated mRNA decay (NMD) B85 L TW5 Z MRS Nz, BEF D variant 2
B L TIIBA S e b 2880 ah o /2. WB Tid, B&EIZHB T NHE6 isoforma BX N
isoform b WINDOFEBEHAEDEN >z, <EBE> LROFED., FFERIL SLCIA6 variant 1
TULOARSNZW. LD LBEOERRMIINETOREHN EEEEICBVTED S 2,
ZD/=%, HBREADZERII MR RIEICERICEDSHDEEZ S5, & 512 NHES6 isoform
a WEEMICBWTEERREZHOTWAZ EARBEN. ZOFN. BEEOREME
BREEREN. SROHERET. BERETAR. WA, TESENKREETHDZ &,
HBETAMU, BH, BENBA. BHIERINSEWRE, Gilfillan 5 OR&EH &
FHRIC AS EEET 2HRGERE L=, £/ Gilfillan 5 DWE T, AS THEREICHEWE
WRRLBNZDIZN LT, FEETFERETIIOR TN Z L0, MBITENVWERELTS &
WO ETHEDOREE, MRI T/NEERNET TR CEHR ELOMESBIEHINTEY, &
BOXBOBRBRICAEDEZREARMOLLBBNETH S, F7/= NHE6 isoform a DRI H 5
N2V WB ORRNS, ZERIMBERKBETRATH 2 Z WG EHI N, <>
DBEFHARFE DTN AS FRWHIT, SLCIA6 B FO—HERKIZEDZ TV —LT T ME
RZFAELZ. BRIIZOERDOATOEEERTH /. XMR FNHIORTTIRERIZ
FELHT. XMR RRXBILSFBETFEROFEERIKREIVWEEZ SN, £EH
OEREBIT Gilfillan 5IC K 2MEFN EITIE—B L TV, KEINERLERDA.
ETHEORKB, NRERICEAL TIIBEORBEZBI LENH D, /. SLCIA6 transcript
variant 1 DRFEE TIC NMD BEEL TWB I EZTHALE. variant 2 ICEAL TiE. &
81 alternative splicing ICRE%E 5 X /2 REEND o 2. SEFE LZERIZ. RT-PCR,
gqPCR., WB DFERN SHEREREAMNER TH - =,
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ZMNHEXEAL
HARAN X et iE iR IcBlr 5
SLCIA6 BIETEROERDSB X U

BB MR)D 20~ 25% X BERFHNEREEZ SNTBD, P THRMER 2K
TRBETOHN10%N. X REEKLICEEL X RAKESEEHERXMR)EIEIETINS,
ABFFE T 2008 FIT Gilfillan 5WERZH/E LU/ SLCI46 BRTENRET 2. &
BEETIE Nat/HH KB EAENHE 6 20— RL., ZOEARLHOMBIY KV —
LIZRELT, MTRHHBREREVECII NI I VBRZAGERZEDORRERICEET S L
EZZibNhs,

HHEIT AS DL, BEORRFEMEY (15q11-q13 ORE, AFIIVILEE.
UBE3A ZER) NBEEINLBIR 261% A%, EiIRH- - w5 - TERS
Nz XMRRFZDR 104 flz BEE Lz, RKifidsks / L DNA Z# R PCR &
2TV, BEV— VI AETHEREIBITZT oM. AS BB RO—FITT
7922 O—BERKICEDT7 VALY T VERZFEEL. premature termination
codon(PTOIC L D EHMMRNEILTEZETFRLEZ. TOZERIT alternative splicing
WX 2BBEOEEENDS L, variant 1 DA TiRDOZ. BETREREREIN
72MMo7c. RT-PCR. EEHY 7 )& 1 L PCR T transcript variant 1 DEHEK T %
FEBA L 7=, variant 2 {3 FIWEBE I L 7= . nonsense- mediated mRNA decay(NMD) % [H &
95 CHX CUEL =RBEOMIE T variant 1 ORBFENHETSHENS, NMD
IZ X % mutant mRNA OHERAE Z o 72 Z 000 o 72 51 NHE6 Hi/K 1T K 5 Western
blotting D#EHR., BETIINHE EHOERII2< RO RN 7. ZOBEFILASK
EERMICECL, EEERXINETOREMNEASEE S,

COWRERICEL T, AHBEHE KU transcript variant 2 OEINOEFICEA L THE
BitdH 0, BRIZTXKD alternative splicing DELNRE 272D EHB L. BH D
BRPRIE R variant 2 OEBIT X BB O TRBZVWNEBHNH D, INETOREH
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BETHEBELRMEREEZ SN . AFIIERIC NHE6 EH2RBE L TWEWI &,
) BEOEEENOBREILI AN o TURNI EEELELE. EFINIIZADE
BIZODWTHERB®RD - 7. ,

EARERMHS, BEMNOEL., MOMABNOEEIREINTVEINERMNDH
SN, BRANCET AR TIIRHKIL /W, NHE6EAH D 2 BEOD isoform IZ ED
EOREBEENHIIPBEEMMH .

BREENS., EHTRRAL TVWIEAMNEHER 2RI HHICRTAE L 2K
D5, MORAHERTFREOEEZZI T, HEAFENEARRERENLRZRERD
BNWHRHDOTRAZWMAEBRZLE, £, RAZEAOBMEICEADA DT, KT
13, BAREREZHELURKOWESRICEET SO TREZVWMNEHELE. ETIVT
DARBLULTCHEERRS %7, LEFF UL OBEERZSDECFEHZTRIT
SHRAWENLEERND 2, BREBIC, EROHDIREANDOHBIIDOVWTERERD
5. BIKMZMBERTABRERN,

HP#EBN S5, CORBERVERBELZEMEROMENEET2ONEM
BHolkR, BHEHRTET->TWARN, FIAZANWCRERGEZNRZHFLVWARD
BFERZEZEBIN, SREERWRSERRENABEINEISHEEELE. £k,
Western blotting TEGH&HNZ W L& THEBEHEWE.

AEHEBHS, AHETIEMT variant 1 NEEEWSISHFLVWRROTRERENH B
2. BHOAMREHEZNERMN B oM. —F T, BO X REEFEMLICET ER
NEELCHEBEWEZE N, BEHIXAS ROXRBFEHETEZWONERMNH O, 2T
NEBH > EHBRERVADIEIR K> TEROBREN ENDOTREZIHERENVE.
FRICEL RKEBELDEMEL T, MLPA 27> TR Z2MATHELTROBEMN
BIZ2DTIE W EZERZEZ2EW:Z. LALEYAOBGETEREOHEER 1%UT
NBEEAETHD, HREMNBITEZHKEEZ T,

UEXED ASEEWBIR22HD S5 1H1IC SLCIA6BIRFERZFE L. F D mRNA,
EAOREBETIVHBERLAMNERTHI I LZ2EHAL. BEEEVOEARNTO
BRIRBEEZZELUTELEMIN. 980 XMR BIECTFTAREDET
WELTHEING, BEE—FEZ. ZNo0REEZESTEML. KERBERIS
JOBOMBERMREDHEREFEENEL (BER) OFEMERITSI0I+HRE
BEEITAH HBDEHEL .
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