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FOAL  H Nonsense-Mediated mRNA Decay due to a CACNA1C Splicing Mutation in a
Patient with Brugada Syndrome
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Nonsense-Mediated mRNA Decay due to a CACNAIC Splicing Mutation in
a Patient with Brugada Syndrome
TR (Brugada JEMEREBFIZRIT S CACNAIC BEFATSFAV T ERIZES
TV AE RAKTF mRNA S AREEHE)

[ERY) QT FERMERAE(LQTS) Brugada JEEFHEBS)ICRBENIBMIEHEFAEMERITIBNT,
WEAZ TR AN — R T EREFERDOBEERRLNIC/2>TND, BrS iLLMBRARIEL B
T HMEMEREIRE B CHY, LERARBSBEIC RSO TREEYR ST /A EREET
%o BrS OFEREFLLTI, TN AF R NVE—FTD SCNSA BIEFERPBLEHE T
BB, L BN DT R N(LTCCY2 =~ R 3 B ETF(CACNAIC CACNB2b)RE L i i
ENTRY, K TOSBIL 10%RBELVDRTVWS, LHLRRE, 7V7 Aads—hMMEBiT?3
LTCC #nFERDHEEEZDVWTIARF THB, AFFRICERT T, R4 1L BrS KU EHTFS
EMRBE(ERS), QT SEMHEMRIE(SQTS), #MRIELEMBIAVF)ER BTSN B ARAZR—MIBNT
LTCC MIZTFHEROEELALMCLE(BERI-1). EFE T, EOFETRESHE
CACNAIC BIBFAT 74V T ERICOWT, TIET BrS TREHES TN 2 A% R
& TF mRNA 51 (nonsense-mediated mRNA decay, NMD)ABE &L TWAAREMEICEE L, 2
H =X ADRERERA T,

[Fs] REREFERRRBOICTREEMREBEREARBICRBREREREER
PRI TR - B B S U7 K0 1300 ALY, BrS+ERS SQTS IVF LBMiE i 312 A DFRE 24
H L., CACNAIC+*CACNB2b BiZF %ML, BREFDAZY—=27X high-resolutio
[melting(HRM)#E33 L T direct sequence &2 TITo7t, #58R, 5 TD CACNAIC BER% 6 £ D BrS
B ICRIELRE, S BRDOL | R (CACNAIC-RE32R)ITH 2l AL AS CACNAIC-exonl4 @ |
I HICFELTRY, AV IV S 25—, ELBbDLE X b, TORTFAV TERK
DNWT, HIRFBLORREVFT R h 2RI, mRNA ZH#EH LA, RT-PCR XY
[mRNA 235 cDNA ARRZ1TVY, direct sequence HEIZLBECFIHEREII TR LightCycler®Z VT,
Advanced relative quantification ¥sic X5 EBEHZIT o7, ‘if:X7'7/f e o e AL -
%&mﬂavoﬁﬁ%ﬁzako

[#%2] CACNAIC-R632R REHE OREREBEL T 27 BRI LEMBIZ L, ERAEER
ECHLEMBRFRENLDHEZIASE RS EBACD)DEZIAA RIS T, FRH|
DMEFRETIL, BREORKICAZERREESNIH, BEXITEER THY, Brugada %

(%) 1. MXNEEERNL, BIEO B - FE-BER-BR-EROFERL, 2TF
RETI(TETHFTHIL,
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705

(B #)

LEREICLE Lok, REEDE 2 FTHERBICHERIBDRI-E, |
EREFE THIRRER VR LI DET- cDNA % direct sequence [ THETLIZEIA, R

allele AEEL TV Ve, EREF CHARRAOERERSEES)LEBL T ERERE®R
Vi B MR #)D CACNAIC-mRNA EZRERTATIH 44%F5E). K 30%(ER)BAILTH
oo BB BRATGAV I EROBFERICOWTH, ZROFEICEDLL T, BEMRAL
EENETRATTA AR ELRI2oTRY, EERNTORT T/ RN EZRETIAN=ALLEE
AR TOAN =X LB R RS> TVAHERENTREN, EENTORTIAREFIT, 5%
MR TR T B LR TR Mo, |
[E8R] RFRITBVT, CACNAIC AT FGAV S ERYETIRRNCEREE B L-LT
A, FEIAE GRS BBE)LVSRAEREZETEEX(13 B)DF BEREIIEN ThHol, 2 FMDESE|
BRI DBV OVNT I, BARTLD, BrS ORBE R 2501 B LA, ZROBERITON
TIEB R ABETHIEVDBRNBENTEY, FFETHEOEZREB(TTERERL R
oo e BrS b, SHDRRTIIREF R SEFIWRBTHY, EMICLIBRRAE OBV LELLNE,
WMEMETRERDY FFICBIBARAT TV T EROREFE2HDELT LQTS typel TRIESHI:
KCNQI-A344A ZER B EH B, D RITNMD 24 L7220, — 75T NMD 22V TiX, LQTS type2
IV T KCNH2 BB F D2 ABE B NMD BERENDLVOBENRDD, Ee, ThET
%HENTEE BrS 12815 LTCC BROBEIL, 7 BERPHIF v R VSRR EIZLBL DT
dhole, FHFZRITIBYVTIE, BrS BE RT3 LTCC REFOREILMZ . NMD 223323754
Y BERITOVTHD TRE LI DTHB, BrS £ DR BEASRESN THBH 20 558
BLTWBICLBDL T, HESLEN TV HIRIREEIIRTE ICD HMZXOAH DA THS, RIEFERIE
BF ¥ RV~ DL LN T HIL T, BRI FT 2R RO A /F o5,
G0 )| ;

BT, CACNAIC DATFAV VT ERBLTUNMD 1255 mRNA RHREDORAH LTCC
HRBIE T ZARAEL | BrS 2B T 3LV O AN =X ADFFEIREN T,
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EROREEITV, ESREESN CAMICREFATTA Y IBERITHOWT, vz
% B AK 17 mRNA 3Rl (NVD) BE- L TWATRBIEICH E L, MAZITobDOTHS,

LRIREHE L € DERATDS ) ADNARUA v+ —RNA « #8748 DNA ZARAT U iS5 R,
UTDORBALMMCR2T, :

1) RANDOREFRTR T, BRFORLRAZERAESNLR, BLITEERTHD,
INHFRLBRELICSZ Ldrol, RBEOE 2 FTHIRBRIBERBIBOR» o,

2) ZFRIREE DM DNA IZBWVWT, ZR7 LARMEELTVE,

3) CACNAIC-mRNA D ERART Tk, ZRIFREFORED LB LT, ZRRAEFETHIREE
TH 44%, B TH 30%DOFRBRBWD 2B,

EROBRLY, BRASFA YV IEREND 2ERT 57 nRNA ORHAENETL, L&
DMEANY D DF % ZINVOBIBIE T 2R edT o LI L) VT EEHORBERTI LV
A A= ALBELMCIRo T,

ARFGEIE, LELBIN Y Y ATF Y RINVERICL DTNV FEGRHRORBIEA B =X ACH L
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