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=S VA M OB Unique Genetic Background and Outcome of Non—Caucasian
Japanese Probands with Arrhythmogenic Right Ventricular
Dysplasia/Cardiomyopathy.
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FL Probands with Arrhythmogenic Right Ventricular Dysplasia/Cardiomyopathy

MEOERL B . FERFEMHEEELHE (Arrhythmogenic Right Ventricular
Dysplasia/Cardiomyopathy, EL T ARVD/C) X, BEMHELGRBD—2T, BEEMAD
KR TT AT —LEEREGCTERERD B, RABETCREINEZTRAEY —A
EEDHK 90%23 plakophilin2 (LAF PKP2) Tl B, FDEL BT U2V AERTH
DEBEINTWEN, BEFERLEBKRTHR L OBEEIIRMEATHS, —FH, BER
AlZb e XY, 7YVT A ARVD/C BEOBGHERBIUTE & OBEIXFRETH
%o ABFRD BRYIL, ODHAAN ARVD/C BEIZRESNBETF AT — L BEFERL
REH L OBE, QEGFEROER (FrEevrvRER, S RAEVRAER, BREARL)
CEERT RO, QB AANTEEARGHER. 2HONNCTEZETH S,
FRFED T : 2004 2> 2014 FEDOHIMIT, ARVD/C BeVWEF] 99 % xt4RiZ, PKP2,
desmoglein2(LAT DSG2), desmocollin2(LL'F DSC2), desmoplakin(tL T DSPYD 4 -5 DF A
Y — LEBFEBRE LT, 2014 4 A2 5 20153 A OB, MEBEFICOVT
Trr— MR CPREHRAET 7. 94D 5 b, MITOIERED M ENETH B Task
Force Criteria 2010 {28 5 LT ARVD/C &FEE L7 75 FIZoWT, BRFHRERAD
REH, BRFEERE, BLIOFPEZOH L, 2512, AELEEGFERIZONWT,
FUoRERERE IR VAERIIST), FREOEELZST L, BEFEREORE
Wi, REFBTOHEE, FUNIHBERLTRY 7 FTEELTFHEND b DEFRH
KBRETIIRBBEESE L Uie, KRB, Task Force Criteria2010 IZ}RE S A HEE
D LBEGHEREZRWZ4HE 288U THB L, FHI%, DEME - B4R5E -
ERAE SN T UMBEIE E 2 138t O =5 O RIE D F E T L=,

BER ;99 FEBID 5 B, DARVD/C HEERER] 75 4 D 5 b 48 Hl(64%) TF R Y — LK
EEGFEERBIRBEELZE 2RO, BAARBITRE LSV DX DSG2 EEQR3
BT, PKP2(18 B)H3fev M= (3R FigurelA), DSC2, DSP, double mutation iXV Y3 b
OB Thol, TUEVAERIT 21 HITHRD, ZD 5L 18 Fi% PKP2 BiaFER
Toho7e(fX FigurelB), TRODEE L RRABMOBEEIZEIIR o7,
QEBRER TR T S3 FlTI%NBFEMEAREIRERIE Lz, BROFE L REEE
%) 1 RIXAREER. HEORK - Hik - BR - BR  RRORCIRL, 277

BETIATE2HWCHIET R L,
2, XEHIOMIZITEBEA LR &,
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KERRAEERD 2> ERX Figure3A)R, Fr eV AERREEIFERRE
FICEE LT, 40 B TIRBFEMERENR % RIE T BHI%T Y R 7 48 4.6 E(p<0.01)E 2o
7o (Fa3C Figure3B), BUIEMREIRFIEDORINEZ . HPLES), B EAEEBE, TR
I TR Uiz & 2 A 30 AR O BE CIRBESFIEN T OREIRBENSE RS
N7~(BaX FiguredA), I AV AER% DLl k(double mutation, HEHEEE, BEE
AT RESEETORE@=13) L E—Th I BE@=19)IH T TTFRELLER LS
ATH, WMEICEITRD DIRN- 7= (R4 L FiguredB), 7 RAERBEEETIIER
BRI R o7 L AEIRBECBHEITRED 2V, FEEREE T, RBEBR a7 HNME
WEE TIRABIROBEES D205 I (RERFBAERORBRI R 27 6.0 8, FEIRE
BEFED A DT 32 R, WX Figure 5A), REBR a7id, EREFETCHIHETH =
LIEFHTHod, HERRERFECREHRBABANKETILORALNTZ(AX
Figure5B),
@Dsg2 @ p.Aspd94Ala i3A ok — MR IS AICEAEL, BEAAREE 2 br—LTD
TUMEEICH U THy XUT 25 FEHEETHY ., AIFAABFEORBEESE L&
2o, BEMEEZERTIT—IBEELRNI &b, DEOEIMSEE N
B, 18 AICOVWTEEBITEIToTRR. AIBEDERIRD LN (5
Suppl.TableS2),
EE ARG LF L bbb EIhmAI, ()BEAEA ARVD/C BEOEGEHE R
IEECREBE LIXALNTRRY, DSG2 BENRLERKE C, PKP2 ERIIKRATH
52 E(BRDQ), QAFEIRBEY 27 i1%, BEFEROER] (FreryX, T X%

A, BERL) LERITL-TEINEBTETHZ Z L(BHND), QRFEDOE
EERTERTFRICEZZIRER, FROEIICL-TRERZZE(EHDQ®)., D=
RTHD, PKP2 DF 2 ABERTCIIEBEEOREIRFBAEN ST & i3 2013 FI2 4R
IO RELICE > THE LN, 5EH, ﬁﬁl@%ﬁ&f%%@%{ﬁﬂﬁ@%&%m:i y
B, AERERBERIIZROENMTER RN &, —FHT 40 BRI O L
HEFETITT BV AERTOREIRIELE Y X7 138 f‘oﬁsh_ﬁb\ CHHEBAL, BER
ANBEIZBWTIE, EETFERORENBEDY R/ BIHLIZLEERTHAI L %
MO TR LI, FEOERREE CIIRSFNED P ICBEEREIROBENR SN &
M, ARVD/C %5 D BEICH L CIIBENICEEFRERBR 21TV, IBENMADY
ERBEORR LB LREHEEZITO I EBUELELOND,
fhim . ARFFERIZ, FEBA ARVD/IC £FIZBWTHH T, FREYV —LBEFLEEL
FREDOBEEER L, BAABETIEDSG? BEFDOI R BV AEENFEHL—
J T, PKP2 DF v AERBEREE CREFERBMOEEEIC DD O TEETORE
PRFEENZ, ZHETOHE L B IBRENEERELMICEY, FRES—hE
ARVD/C DFIEA 7 = X LD BRIBERTH B,
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(R EEDRRENES) (AEEL LEI k. 60 0=ATHERDC £, )

ARANZSRE LIEAEBIREEAEZLEDYT ) LT —F_N— A 2R L BT R, KEBA,
BIEEREIROFIE & OREEIZ DWW TR ZI1TWV., UTOREBR LN L,

1) BAABETIIDSG BLFEENELRIERLEELL,

2) DSG2 EEFERIL 0% missense R TH D5, PKP2 B TE £ 90%7* truncating
ERTHoT=,

3) truncating ZE¥ ¥ U 7 T 40 iR E TICBIEMAREBREZFAET ST ) 2R 7 05 BED 7
WRBFEIZLEL TR S o T,

4) BEEBNL, BEEOEBGTEREX v ) 7T CERMRERBIEDY X7 Lisol,

5) truncating R X v U 7 TIIRBRA O BEIEE & BICHERENRIGE & 13808 U2 dso 7203,
BRORVEZE TIE, REHAENEITLTWRIEEY, BEERERE BE LT,

6) BARANEEDKAMESE DSG2-DA94A % 24%IZFE L, HERT OB R, AlhEL
BEThoT,

7 BEOTAEY —LEREX Y U TIRERFEOEV R THY, L BHICEETF2HE
ITOHEBR 2 — KT L 0 | BOEMEREIRRIE 2B S b alREENR S 5.

RRICIE, BAKOFENRIRMEA 2 L AE BH B DB G TR & RRROERIZ OV TH
LOHIRESZ SO THY | BMABR L L CHIINEIC S LR 221 &8 LoT, 14
+ (B ORCRITET 5 b0 LBD bR,
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