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Abstract

Arrhythmogenic right ventricular cardiomyopathy/dysplasia (ARVC/D) is a genetic disease cha-
racterized by ventricular arrhythmia and right and left ventricular dysfunction; fiber-fat replace-
ment; due to heterogeneous clinical manifestations, intra-family and inter-family expressions are
highly variable and incompletely explicit, and their identification is often challenging. This article
reviews the pathogenic gene mutations, diagnosis progress and treatment of ARVC/D in order to
identify patients in the preclinical stage through gene mutation detection, improve the early di-
agnosis of ARVC/D high-risk groups, and provide references for clinical treatment.
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1. 5]

FOO R WA O Z O W/ K B A KB (Arthythmogenic Right Ventricular cardiomyopathy/dysplasia,
ARVC/D) H gm0 LA MR A B ZE R R A 515k, A8 AN 8l 720U £ S (Sudden  Cardiac Death,
SCD)HFE R[] [2]. B —MIERMECHN, FERINAHENED &AM OERE, KiEN
1/1000~1/5000 [3]. S ARVC/D J& —F DL E OV 2 AT 70 00 55 ) RE R i DA P IR 1 T8 A% PR 9005 5
TREREWE ORI, A NPEME R 5 B R AR OISR AT, Sl RAEIE T, A4ERT &R, ke
Rt AL ABAR OGN (3] [4]. WEFLREH ARVC/D J2 B gmhd b 85 1 B R R AR 1R, SR MR R
AT RE 21 T A0 S5 A0 R TR FRORG B, 5 SO SR AR IO+ 3 B4R B i) £ 4E g 107 B 4K 5] B X ARVC/D
B3 5 R RAZ AN WAyt AATTR B MR i DR 1) SR8t e 51 ke A Do ik A S RN ES M I o, S 80l
WEIE DhREHE MR, #E— B S B MO [6]. T ARVC/D S HERIIG IR I S5 N AN S5 A) 1 ey
FENAR IR L A SE A ANE, HOR AR B B . ASC@EIE X ARVC/D MEUR IR R 2 Wi
JARIT AT ERIA,  DLIE I J DR SR A A I 75 126 RO AL T I R T B B 2, $2 i ARVC/D fm fis NBE I 5L
2, NIRRT RS %

2. BiimEFERT

H AT 250 ARVC/D FH5C3ER 15 4, HA Wk AR 5 A~ JUP. DSP. PKP2. DSG2. DSC2)
DL AEM RL R £ A 10 A~ (TMEM43. LMNA. DES. CTNNA3. PLN. TGFg3. TTN. SCN5A. CDH2.
FLNC) [7]o Mrhi2 CoNURT Rz 3R B A 3= & I TR B 1 R RE R A - ARG B &5 4 . TE RSN RN B A

ik
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B, FRAFMIMRLG VAR T A4 RIIR I A B, TS B0 O Z DI RE 2 AN B0 2 1 19 0
FIMLE A BESE[S5]. thah, SAHMURSE S P00 5K R AEN R B A R A /2 ARVC/D I3 Gy o 4 B
PEBE T AW EF, (1) GBE ryanodine-2 SZAARKER, 41 57 MK RS s (2) W AEKET-43
FER(TGFB3), S5 400 AR 7= A2 flgmbd Je ok 85 (A TMEMA43 L[ [13RIA[8]; (3) LAHfiE 2
Wiy ARVC/D B 1) 62 MM&EH 1. 5 AVDIEE il 8 M1 4 M1 6 MRITE K
S F B0 mRNA RIEF I, 1ERZ 540 M A 854022 (1) 40 F PLN F1 p-PLN [JZRIAHIINE 5175 Kk = 1k
R[], XEEIET ARVC/D HLHI ) E 208 e B T ke ARVC/D IR 9Ri8 It R T E 1

FEPRARS AT Bh T 1 5 BE ALl ARVC/D BBE 2, A B Taf e A ARVC/D SEIR(EHE 5 1255 [F R
SR8 A— MUBETHY T 02 FE kil [F i B RBRE: (1) W@ E v 5ed 5 — Mkl
s EREA: (2) 5 ARVC/D FARMEAGE IR R I 5 AH G I B[R & PKP2. ZATHT, IX bk R 3 ] R e 22 [
—BER B — PRI R 28 RS A e R I B A By o i U, AT A0 2 DR AN RE I E
R AERIREE (3) E NSRBI S A B, DA &R RABMAELE, 1 ARVC/D i —Fh
Bt B A ER[10]. BT R BLEE 24T 39 ] ARVC/D B IE AR, SHBEREA LD EA
Tk gk g B OB E (A LA e 5y ) () OB R [ 11 A RS il AR E B i K
IL-6. AIF1, CCL2. CD14, FCERIG. CCR1. PTGS2. FPRI. S100A8. S100A9 % 10 NRAERKZ 5
ARVC/D R FE, LB T RIS 715 S [12]. B 3 i A 5 35 DR 98 48 S 57 1% 52 i il 52 () 4
W, WA TIRIRATI B B . BT B ARVC/D JEH 58 AR R T 2 Bk 2 . WO T VS
M 10~12 BHFUGE, FOATEMFERZ TR R I . EOFEOBE. oo i. BiE0snE,
WAEARE, LEIFEOIE#IEYR (cardiac magnetic resonance, CMR)F1 24 /N2 2L HL B . ELTE 10~20 %2
Z A 2 FEEE IR, 20 B2 )55 S FEEE IR, 1E 50~60 % Z [HVPA Al RE b b,  BRONIZ80% 18 A
W R IR WL[10].

3. WHRHR

— R, ARfA LRI R BT R FH N R ARVC/D B2 H: (1) SR CERM: 2) =
PR B AL R AL SRR ST 802 QRS WA (3) SVD. AT ML AT S H LR T 3 HMA
RIS EN R P R AR DA R R, X — RG] T EIE[13]. 1994 4, il 2 WibniE it B brt K 4
(International Task Force, ITF)#&H T ARVC/D fIi2Wiksite, fE—FE s famfE, BiExE. ©
B, OHRHE . TESTIREAREFIE; 2010 4F, TARAS & TR SHEURIERIER, Rl st x
JE BRI 6 R (2010 1TF) [14], 3R 0% 75 2 Wi it 8 SARHERI SR AL 70 T 18% b, st O AL I A it
[15] [16] X LI [e Jo 12 A 55 ) R e VP RIS RE 3 b LA T 1994 4E A1 2010 SEFRitE 2 8] (2 Wi —BHE[ 171
/2 1994 FEFT 2010 4 32 BARER LU 7374 8.6%H1 3.6%, 17 29.2%FH 1.9%7# & IR B AnfE . 5 1994 4F
IARAERALL, 2010 FFEAEITHY ITF S 20 2 O B L IR bR AE I SR 2 W3 b, 2 Wi ARVC/D
(B SR AR S B R BIN[18]. T4k R B 20101TF 2 W i 14540 T 8t% 2 R BN O it B AN 1%
S FEOS LW, DR ARl ARVC/D SRR PBIERZ; HHEZ CMR HEURMES R 3502
Wi 2[7]. 2019ITF $2 ¥ CMR 1E NPl O & FBEE 5l W4 Th REFN O L SRR 3 bR T v, [ 3
I =MAR ARVC/D e WitsdE[7]. ZTHER B T8 ARVC/D, ¥IIHITAAEREIER AR 2
. B KL A0S EA/EL CMR. 24 /N Eh 25O L ERNEE R 20 4T), TR AR & 0%
T8 AL A BB A ) ACHERE F T e XU, SB35 7] [8] [10]

3.1. LEE
TEO L F, Epsilon 5T ARVC/D AR50, REEANAE 30%H B & R g, 3+ H 2400
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BT SEE VI-V3 REF[18]. K, ARVC/D ## aVR SEH ) Epsilon B4R F RN 100% [19]. 7E 12
FGO A E B IE] Epsilon 5 FFEHE VT RAEREEA K, (HIEAFTE SCD KAEZFRRI[20]. Epsilon
O B B R M AR, 7 25%3 38% 2 (8], [RlBk, 1EH O HEEAGEHERR ARVC/D 2 Wi[21]. Fontaine
U O Bl S B0 F P PR A P o R AU R 0 31 50% [21]. 2018 4F, Fontaine $2H!) X Epsilon J%: Presilon
I Topsilon J% . Postsilon % ; 8 & ARVC/D 0% 538 R 21 72, AIIA &% Epsilon € M,
fediE ARVC/D 2 WU [22] [23]. BEAh, ARVC/D D 45# B F i B OB ELH RN AK
AL B [24] 0 AT DUE SO BB ROR, FROBME S P 0 R B O I A R 2 A
HLE S AT PR IR T # AT I 278 QRS 4 (M JA AL (W G o B A FL A2 A
NREHBEWRASTHE, IFE 2010 ITF AR FERPRHETE Lo WRHEERE: 1. JEBUSH QRS FFLER
] >114ms; 2. &K QRS FFEEN ] <401V: >38 ms; 3. I TR HLIE 40 ms: <201V, TiEEMZ&
G5 PO BIEIEE ARVC/D BTfEf,  BREA e R DAYE Co LA R i O U995 Hh o 2118 ]

3.2. BELEIE

HHFFLERY, ARVC/D FH B O A B X, 8 IL 0 AAb A7 0 & i BE R S Ak DL J5 2K
A, BERFEIERIZ L BB OE, U BSOS W R TIRE,  R ARVC/D B O
SER D ReR A Bh T S W S S [ 14] [25]. FE 7S s BRI R 3 AN 32 B : B 5% 2c = KA I
oD s O T DA K R Bk s A T, ShASMEE ARVC/D B D=8 R, BB LET K. Ao
5T Mo BB AR e O & B R, B O 2 5 B T B e sk R BRI SR , A7 BT A 400 [25] [26].
—R A O E S OB EZE ARVC/D, HiZWiESm T 51 —T5E[26]. JABEETT L 60 4] ARVC/D
SRR IR 75 0 BTy P BRE R R R O A T U s Bkt o UL B B A LA AR 7 5K L Wiige o, i
A O AN [FRBALAE OB A B B i B . A ZE S, FE IR IO Lo i s B U, 7E ARVC/D
A0 E BT RE VR 5 T B B N AT 5 [26]

3.3.CMR

CMR CL NIl O 3 2580 L ISR T g R X 5k 5 RS 2 L B SR AE O WL SV B S TR 7] BT
CMR R ZK [ 25 18] 73 HE A0 0] DL ER K TEBR % T 1, CMR $R40E 7 4O s 10 5 R AR AL, e v Ah
Hyak/ThRerErg . X BB W /1, 78 ARVC/D B3 550 Al & IO LBE (K38 3 hg[27] [28]. il
PRI FCIE IR T 854 X IREEZ BT A5 Al CMR ZZURIEFE 2 W ARVC/D Hifse M. BEIS ) o A b
B/ JEAE 5 i i B A P (98%),  EU4E 7O ZE IR W IR I A AL S 58 (LGE) [29]. A0 ZE 5k Bh ke
A CFREES” PIAALE, B RVOT 405 =90 FRER R tE9iRE, ERgaifisE v, K
ARVC/D [HRFIE R AT AL 15]. CMR AT R FAE AAT AR B e S B L AR A S, 7 &
5 RFBRALE FEERIIL R T AMEE, AR BN i 73521 Ao 0 g o0 I LAE A

3.4. BEEMR

TR A 2 R4 1 HE 2R 31T 95 (BEFS)7E ARVC/D 2 I FE Y7 VEAN A1 R A8/ [30] . 7E 2 28 EFS H1],
FOCHERMA RORTT IR EREF SO AT BE MR R ORRE BT NEAREES. RE
HixeegE R, 2010 ITF AN EFS N5 FE A T46f60 ARVC/D B3 (2 Wi fpEfhi(a 2%), AT F T JEREIR
SR A 53 2 (b 28) [14] 0 eI (A 70480 i ERL AR5 R Al COURK T B8 K A 4 O 3 R X (1) A7 ZE AT
YA, I A AR AE i A X I T UE B R, RO e AE RO N UBR X 385 TH B CMR 5
UK, {245 RVOT $5 &P VT fl ARVC/D i3 VT FHBESUK. R, e/t —MEAE. S
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RAKIRHIERAE, M2 Wi vE R AZ N T IS 3 80m FHS WA B A B9 41 [3 1]
3.5. ILAEELRERR

2010ITF 8 A i 2 23w i oo oo A B CO TG ARG 3R A 000 T o JUTL P L 25 2K ) 71 B R 52 R 21 R4
BA[14]. SR, 0o IO IR R AR N, Bl T2 098 1 S5 R M R mT 2R A, Hoas W igus v vl B 52 1 R
file REAOEWEEELFEZETW, HETHOFF, BHEERRE I TEE, Xl 0RE 7 2
JEPE[32]0 fEEEILASL, ARVC/D MiZWiE 3 B8 T 50U . O MRz h . Ol
PSRN 3 A T R B = %2 R SR iEH FI R B P ARVC/D, AMERN ARVC/D [ MR E[33]. 4
200 PN IR FEL LR AR I (epicardial voltage mapping, EVM) 3| 5 s P RO LG AS FT$R4E ARVC/D 2 Wik, =
B AR R R 7R O A HE I SME O I R A i, XRIA O S EY 5K, OEBERIRNIHS) 2
AR, ARG OENE, F24A05NEMIIRASRIFRE T k. @A THR%K ARVC/D &
12 W A £ 3T Y BRI IO R R (18] [33].

3.6. LALAZERTI

ARVC/D S5 DA () 5P A% 248 P 9% R 322 10 (F 252 Wk LAl iR ), S iX — i R T e th e N 5
[34]. LR EZRIAO AN ULAZH M CIRAFE, £ ARVC/D 1, ORI B 2RI 84 O
U EEOAME TN XA, Ak, AR B I 2 PR KRN g A O EE T B B Sy 2 S R . — K
TEOLT S A5 AL X /N BTN 58 ] R (36 0 251900 ) i AN 52 R o 2 R R DS, Do ARJEE T A A B
HO LR AT AR RN A AL TR AE L2322 D7 T, 12500 PRV 765 21 4 i 7 S 4 4 o 20 LA 25 (R B R A
D ERAM[18] [34]

4. JRITHR

9T ARVC/D B B B AR (1) B OHKHETE SAD But It (2) Ml it
J&, A0 E AOEBXULE RIS ALL ) () B AR O ERE KRB O
B 2% (implantable cardioverter defibrillator, ICD) H B R BSCGE AR T AE IS & (4) BRI S ZE AR AN
HINThREA E[30]. JRIT HIEASGEEEE TR 4. SFEWERLK ICD. WA UFER, PR K
JAE S 574 (fit R ks DRI 2 B R R DR 2R AN 55 22 Rz Bl SR ) AR AR AT AR R IR T T [3 1]

4.1. Z5¥iRTT

76 ARVC/D 1, £ H bp 8 G B e DA H R SCD I fE 304, FRIR 480 11 238 i3k - ARVC/D
RN B KPR P B, AR AT O IR . U T O AR 250, W B 2 AARBE AR IR T 2524
WI[35] FERILHR SR B A B-S2 AR B AR B 2456 7 T RPLO AR A p-'E E I = RE BRI RF M A B[R]
RN EIRTT ARVC/D S FHIRYT 77 58, S T B e il e = AR O BIVE L, AV R & — PR AR U 1
BITIRSE, REALRTEER ABEH[30]. 7ERZARYT F/E S TH AT AU ARVC/D B, IIAE R
R B B AR SR/ FEFEIS IR AT e AR H4 ) 3 PR Oo B 2R TRE 4 BRI [36] . BB 70 I o0 70 32 o R A A FF R
RV A 5 7k 2t 400 A 41 750 S T R 4 el SR AT VR T, FRTE BRI I R AT DI R A . B TARAE
IR T R XS, PLsEFI T T A O =K. 1282618 H 212 1 ARVC/D E3#(33],

4.2.1CD R F

L O R 24y SO I B2 ATRR M 27 2 RO JIE I 2 24 4% ICD LATHES SCD 44 [33]. [ by LA
HILHFE IR T ARVC/D #8 N ICD FIX 2 ERFEAF[37]. —THT 554 %75, N ICD ] ARVC/D
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FHEODIEAET ZN 0.9% [38]. — UKW MR AR 48%~78% 1 34 TE KM U R #2532 1 3& 411
ICD 7597, f\ ICD 1 A3 i FR 3 A A7 2 [10]. 48 A ICD #0477 5311 1 ] F£ 1K SCD FI XU, 2 ARVC/D
TP T, R ﬁﬁT ICD V&7, ABATS ]k @ A e v it [ 1 oo 2 i B0 E BN 8]

4.3. FEHMA

{8 F BB B8, 1CD 3697 5 5 JE iR 2 611 ARVC/D AT AT S48 T R, 156 W 300 R 057 35 Bk 1) =5 1 o Bl et
(Ventricular Tachycardia, VT)JH Rl n] A 25t BAFE G O EL W HE R EZT VT EK([10]. =451
ARG HIE ARVC/D B3 1) VT RS T B R . ZBOARAE AR (2 23 L R 22 1 o P R Co A1
JRELSR, HFRRTE S AR XA RVOT MARHIIX IR, MR —HHER, 1TF &, OWBENBEARK
1, MEROAMENEL39]. A— 5T, EERME VT ) ARVC/D B, O AL AR & 57 A]
WA 47 B TR S A I TC O R A7 F 4010 A TR IISEHEAT O N B Bt FAAE I AT K VT
B FE D AT O AN fl[41]. CRIL ARVC/D 3 EHAE S5 PO BB BB S = o R
BRI [42].

5. B&

ARVC/D 52— Fh AT 0 3 o LA YE i 7 5 RON R OB AL s, T R 5 08 B A v = Vo
AN SCD M. SRS B A &AL, Z5E IRARM R O BRI AR 2 DU DA I, B
W2 Tt — D e T HRS . H ATAEVR YT 0 I RESE S BE P e i, Ui ™ IR Pl . 5 2k
W REAMIGTT TS, AR OSSR 2 IR, RIS BT, DMEAE IR R RO
FRAMESET R E I T SEHIFIELR -

ELmAB
Bevis 5 SRR I 4 0 H % B(2017SF-125),
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