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Abstract

Cardiomyopathy is a group of myocardial disorders that are clinically common and characterized by complex etiologies,
heterogeneous clinical manifestations, adverse prognoses and strong associations with genetics. In recent years, significant
advances and breakthroughs have been achieved in its definition, classification, precise diagnosis, and individualized
treatment. This guideline integrates the latest evidence, systematically elucidates the definition, classification, etiologies and

pathogenesis of various types of cardiomyopathy, and offers recommendations for diagnosis, treatment and management, with

the aim to improve the clinical practice level of cardiomyopathy in China.
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HRERIFRRAA ) B FAR A

ARFRBOIFEEN IR RS

KERE EERE FHRE  RHRE LERAERD
BARE MmEH; AT, BIhée, RES; JIEHE; IEEBS; BNP/NT-proBNP V4 V4 V4 V4
ST LR B, $ED, HREOEME v v
BEEHRT BB, BEED v
BREHE & B Vv v
PN REHFANERETE R NEE SHA, & ACE v v v
PRI IELL PRI PRIRE v
MBORFE o mmns PRERAE v v
- . GAA V) v
EWMER o—Gal A ( B );Gb3. Lyso-Gb3 Vv Vv
SRR 1B RNAES v Vv
RERRBR AL RGHEDS PI5R; RENER. 7 BEARER 4 Vv
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EXRONFHERER

ACM

37| HCM DCM = = Hih LR E UILZ ROER R
ARVC ALVC ABVC

ACTC1 B % AD
ACTNZ2 BAH b AD
ALPK3  BA% (AR)/ 3% (AD) AD/AR
BAG3 ] BUREF4EfLm AD
CACNA1C Timothy £ &1E AD
CSRP3 BT AD
DES 83%% (AD) % (AD) #83% (AD) 183% (AD) 2= 8% % (AD/AR) AD/AR
DMD 17 Duchenne BUfl &5 R R /Becker BUIEFHRTR XR
DSC2 85%4 (AD/AR) #83% (AD) AD/AR
DSG2 BAHH LiEES LEES AD
DSP 3% (AR) 8% (AD)  4B3% (AD/AR) : #83% (AD) Carvajal LR &1E (AR) AD/AR
FHL1 Emery-Dreifuss JlEFFR XR
FHOD3 BAHA AD
FLNC B85 iEES LiEES RS 4R AD
GAA Pompe §& AR
GLA ERERUIR XL
JPH2 % (AD) $% (SD) AD/SD
JUP 3% (AD) 183X (AR) Naxos & (AR) AD/AR
KLHL24 hE AR
KRAS Noonan 4 &1 AD
LAMP2 Danon & XD
LMNA B5%% (AD) #83% (AD) 18 (AD) Emery-Dreifuss JLEFR R R (AD/AR) AD/AR
MT-TI & E5 KL LS TS E5 2 KES v
MYBPC3 BA%H AD
MYH7 BT BATA AD
MYL2 BAHA AD
MYL3 BAA AD
NEXN h AD
PKP2 BAHH AD
PLN B8 A% b LiEES LiEES AD
PRKAG2 PRKAG2 % R BE 4R & 1E AD
PTPN11 Noonan £ &1iE AD
RAF1 Noonan 4x&4F AD
RBMZ20 B AD
SCN5A B AD
SOS1 Noonan L& 1iE AD
TMEMA43 BA%H AD
TNNC1 BA%H B AD
TNNI3 B3 % AD
TNNTZ2 BAA BATH AD
TPM1 BAA h& AD
TRIM63 i AR
TTN B AD
TTR BRIRREREOIEMET OB AD
VCL h& AD

I BREFIRBASN, RPFIHAETE ClinGen 1o 5 &2 0B KBS R ABAH ( definitive ). 3& ( strong ) % ( moderate ) HER, =
MNEROIIFIEIERBEMOREE, RIEXBEERRT PEHNER, AHTOIRERLNN, NELSKTFERAPHNEIHEEE, ClinGen 8%
% - BERXFERRIFRIES EMIL ( https://www.clinicalgenome.org/ Jo HCM: BEEELLHE ; DCM: I 5K ELL AR ACM: Bub KR E M
AL ; ARVC: BULRKE ML UE OGS ALVC: B0 ERE A LEOIUR ABVC: BULEXEMIULE LR AD: BREREN AR B4E
KB, SD: E B M XD X £ BB M XL X REBERET XR. X LB, = ETH ORI ENEREZZHRED, ERFERNEHKRZLT
ClinGen W& 73 4%, &M “482K "fEd b XK m 5 B F 69 X8
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B e DR Hh A HY 1Y 728 SO — R B0 S 5
H i3 T2 [ R AL e G AR e 2
( American College of Medical Genetics, ACMG ) FRUEXT
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VUS ), BEPIRGIN BAMEAS REHEER B LRI O 1 AT RE

LRSI AGE HH A5 40 ek A D00 ) ) JHC O Y 0 i

DU BE EEA IR SRR
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WEHEA PR o

3 L

WAL B RS Bl R T KR PRAR AN X 1A%
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AT Elhm,%%ﬂffgﬂAALLﬁﬁ
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i A RS, . AR SRR AR TR, OB
FRSENZS . HrsWind B F G SR LA ® . 5
fRfe . WHICD ., FRERBILEE T, HitL
BN S s s

S PRSI s A5 45 i) HAAR UL 3R 7

HERA

WHEER UEHEKFE

SUPE R FRN

TEHBBE . WEHET. BT, £EAN, IREVHEBERTE

FHTE RGN
ERRNEAREOERERNSLE,. TERIE.

B URIS ST E & BT
HHEFERLNB FHIES L ERRELENF(

HEFEI 0 1R Bom R B & RALEHT Sanger 5K 3T UHEBRERFIE

IR ACMG FRf Xy 2 BRI M4 R TR T & 0
T VUS, #ESERAERRNE R —H 3T 80R TG

EERHTEBOGRER, HEBRAIEENEYIRAHTEREN
N FRNHRCHIVEN IR RREEE, ELRITMEBITEEHTEELN

FTIEEFEERGN

HRIFER M PILP HRE, R EA T RRRE N

EH B T REBAFR SEIEE VUS MEURME, N STEX (5
LHEIEEARGH PILP BRE, THEHENTEREBHETERRN
#1% &1

RN, HENFSOIFIZEIREN S B
MANBELZERER, #EELTINCIBRPLIREFRSEEHXRRE B
N&% 6 PHERRMENRFENERER FTEERN I ©
| B
I B
| B
| C
b C
I
)% RFERB P VUS lla ©
(] C

5 B LA RIS SR B 1O AU B R E R SRR S R U0 IE R s A 0 I

HEFE S T TR EAS M 69 U AL B R S M BT RO N /5 iR 1% 25

[43-44, 48]
51 I

A ACMG: XEEFBREFSEEBAFFS P/LP. THEER /BB VUS: B

4 EFONENIERRIFF S
4.1 HCM
411 ﬂiX l?/\ﬂé

HCM 52 1 G JIL N9 AH 5 2 1 DAL A 30 28 5
S, B RSB ) DL WU E A AR 0L
Aol EE RESZ 20 UL, T HEBR A O 1 A PR B4
B AR S R RO BERG R

HCM "R Z R ESE T 328, W UL 23207
FAUFE MR M Sl 15 o AR HOM (A6
SRR PR R B BE AR REA: ) AIEERERHME HCM 5 AR 45t

X ARPER

B2 R 15 00 R GG RV R M 5 AR A0 S T 22 % 1)
PDEor M 2E U IR . ZE 0 IR AR . AR
TRAEJE . Ac U ZE BETRIS PRI | X0 5 BE AL R K A
SEAEFLSK AR R B
4.1.2 &M

WA, A E R CMR fd KA D EF
SRR WT A EREJEE = 15 mm ( 4/F47F HCM &
P S b I DR ARSI BH PR o 28 BEJRJE = 13 mm ), HLHEBR
k& NS EAODUEE)S , ATk RS2 HOM™ ™,
HCM HiZWrin 2 anf&l 2.
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£12 HCM

HCM RiEE . FBEREER( WFREXE. fE. = H80E ).
WS A SO EERE. 2/ 2%k

v

IMARRERAYE —— BHHRE ———— > RREER

*gﬁxzﬂ | Lem. BELHE. CMR, | v
— KRR L dwinsh. BRAWE £ HSEU G
5| | mEPPER | = . J P
el BERIZHF HCM
2 /%5 BERER
W HEpR T 1 HEGN R
FBH—H Ik ; .
Kimm L LIRS ST, SCD AR, | v v
= ARG, OREES | BEHERER HERLS EISHT
v P/LP 35 l P/LP Q%lﬁ vUs/ W%%“—l l

SEHCM: BEEELGHLR ; CMR: (O BEREHEARAG  SCD . (ORI SE  P/LP. B0 / TTREEU% ; VUS: BEXKRBER,

HCM BIiS B2

4.1.2.1 I RZ W

(1) FERFALE . HCM BOREIR 22750k, A7t
HCM B E AT K BIJCRER, H™ & WD) SCD
RFI, HCM 2T 4z 8l 51 & A= SCD fx & I
MR Z—o WPIZIRIME . Madm . O, SRR IR
HLo 15.8% ) HCM B E 2B/ KA 1 KRR, F
T shit e P, HOM SR ARAE 55 A2 0 2 3 H G A

HCM i TTE # &gy *

BH (left ventricular outflow tract obstruction, LVOTO )
FBIRIRBLA

(2) ImARFISE A A SR A A A
. RS CTA/ Rk 2 Dz slialse . ik
SRR . 20 FEER . EMB SR 200 (HPIE
I EIEALO RIS 67746 RE 2023 )7 B0 |
CMR HA TS, AL 8~10,

HEENL WHESR MEHEKE
i HCM BZE LRI TTE #68, QIFALRI. 357070 Valsalva SR HEE £ /0 557 H A PR [ B
WER SRS T LM IEERMY HCM BZ T A BE A% [ B
HEMEZEEROIUERIAN HCM EF TR REEF L aEF2iEE I B
TTE X BHZW 60 0L BE . (OARIBEEE S FHELEERNH HCM BE, NERAEVEFFEXRDE lla B
HEZBREARNERMATNRENFHN HCM £F, 17 TTE B2 I B
X FREEAMERTBIANME, BETH TTERE HCM BEN—EEE, HEXA TTE HTRAMG [ B
HCM BB WL AREHLE, HES 12 FESTIE I C
EHCM: BREELGAE  TTE . A Lo E,
HCM K TEE # ey
HEENL HWHEER BRI
HHEEZIRZERBERNEE, FANNFRGT TEERE I B
BTHRIEEIRRAIAR . ZEROIUERARSN HCM £E, EHEZRRRNEZE TEERKE lla C
PITEEREAZEEROCIUERAERSE, TITE RGRREXRES, NERIHNTIRNIEFIE TEEKLE lla C
HCM &3 U EHMBHE LA CEME N ES, NERE TEEKE lla C

JE:HCM: BEEELGHUR; TTE . £ DahE, TEE: R RIEBE LB,
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HCM # CMR #h 2 #2iy ™

HHEBL WHESR  UEHEKE
FUHCM BREF U E RPN EE, #5FT CMRKKE I B
FULKRER. MERFER TMEEURIFRMMEOREEENES, HFT CMRIGE I B
FEH—FIGELEEM( ILNFERS R CNAENNEE, #5177 CMRIEE I B
FEHTOHLERENSE (KRB OHR. SRR R OIURRIZEH R ORSE WMEE, #ET CMRIEE I B
HITEERABARARGIESERGTFEEN, NFBEOHEFEBN R LML LNABRIES, AFETEER Ib B
X OPBRERRESHNES, TEET CMRIGE
EHISIHEL HCM B Z T EEEH( B 3~5 F 7438 CMR &, U4HE) SCD MK A =R I ©
A% B T1 mapping RAIMNFIASEEERA, KN HCM BFmKE i CMagl, G TFEHRHCEEY, b C
hn3 EHEEIE

SE.HCM. BEEELULHLRE ; CMR . (U BEREFEIRA 5 SCD . (U EMIESE , T1 mapping: 3t i&E [EE &M%

4.1.2.2 FHZW

2 60% 1Y 5 HCM B 3% 1 30% 1Y & 1
HCM £ 35 1T L3R 20 B 6 1 2o A8 5 B HCM £
WY e R R L, WA RERENIGE, °%
RiEE HCM AHCH AR Z (K 6), (HIEHE 72
) B B 505 B I8 32y MYBPC3. MYH7. TNNI3 .
TNNT2. MYL2. MYL3. TPM1. ACTCI % 8 /N i
HIg RS LN B PSR, PR, HOM gliFRoh “ L
NIRRT, Hodh MYH7 F MYBPC3 K& D4 #0% 728 5
24 5 BT Az LN SE DR B0 A 5 1Y 80%~90% . 2
7% W E AT E AL RN, IHARBEE,
X5 = 2 AMWUNTT R R BORAE R R, D)
B, B PEAE SCD RS ((Ta, B) P JRAHFSE
SRR T 40 B G 2 AR S i AR PR i A AR B
Gb, AR S 2 st A AR ST BB 2 HOM 1 £
IR, A0 S R ARSI B P/LP AR S 1 EE

Al = SEERCARRENNFELLEEENER

Hr, T RGP

AR B R G, S A S Y
W A TRRIC A . LR IARGN . RASopathies., it
WP . TEMFEAS DRSS, 2 Bl S Bk ff:
A ENE, QR 7E HCM JEPI G 2% 18, A
FIFLERNSW . AFAERRR I ACRE (WLOHERF IR
&, HEFER I AT eSS HCM i B h S S0x se 3
RAE R AL R A IE S @ iEss ) (1T, C)s

HCM (7435 PRSI 5 35 A5 25 11 DL AR S 3 JE (R :
W 5% Ay i s
4.1.2.3 K512

HCM T2 5 2 BV sl gk A P Rl (% 11)
S LD ENEEASE S, AR EERC T, C),
RSO 110 A U 2 B JEL 18 T 0 o A 2R LT
HCM, (RICRHA AL . AR FRTT R A

=1 [49-50, 56-5
[EJHQ 0,56 7]D

HRRI AN E W RGHFIE B E WA
2JL(0~12 18 ) BH, ABAR,; REHER BERERUERKE. LA ARER SR8 4% % RASopathies;  FTEJLRBITHS, HEREDN
%hJLEA INHEBRRKFE; W LAIAER; RASopathies EFE,; EREN
EPEE A
HOEH I H S &S Pompe #&. Danon %5 ; &R{AZRR ; Friedreich B35 % £ DE, MAEPATEE, £F
m
AREHR ZHER; ARMER; & BRIEME. ZHSHOIR. ANERRSREEER; £UFE; MENETEE, EF

REZ IR

Friedreich 43835 K1R; JR MR RO HUR SR HERRS o]

4.1.3 JREEpF

HCM BHETEALE A I 2 56 1A HAh s
XEE A I T S e R R AR TS . 4 HCM
BEAIFRLONE, BT A M A, R
FEORIZIRIZ AT R Y A Il bk e Fe4E
KA1, P2 RRAR RS AR T T 5 T sl i
HCM S8 ol il B 5 B /N R I8 2 28 (estimated

glomerular filtration rate, eGFR) <90 ml/ (' min+1.73 m’),
25 15% FB# N eGFR<60 ml/ (min+ 1.73 m” ), 3XAELCHE
Rl S D E AR R R IR L, X —
FBFEARFEBSIHE I, Flfk RIZ s 2 s,
FERSZWE . ZRZ REPRAAL .

SCD. L 77 % 5 AL AR # 2E 2 HOM /R 3 4
T =R FEZIE L, SCD 4ERAERL 19, 0T
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68 LU AN SO 0.0 41 3698 Cheart failure with
preserved ejection fraction, HFpEF ) A3, & E%HsE
R, 43.5% B9 HCM &3 7] k)& R HFpEF®, /2
DERMITE (LVEF ) 3 50% i, NS 205
AR REAN A L A A W R Z HOM 24K
RN E O WG RERE AT . O B2 HCM
AR AR ZER IR DU, O B B sl R AT HUBE
SHUMARRE ZEM LT R 019, IfiK 24 1.5%
1) HCM 8 5L OIERR IS, 5 M8 HCM R,
PR IR, O SCD KRRy, H:
AR RCM B E T
4.1.4 597
4.1.4.1 AFRERHYE HCM #9677

T AR HOM J8 %, 1697 3 e T bty
XFREZGPINATT . IR Im AR AR, I/ O R L
D AN R E . AR E HCM il PRAEAR 5
O NUIBJEA B R HIERAEASG . TETAESIETE BT,
AR OB TN A O B SZARBHA ) 55
O DR E N, EERIT SR 5 9E HCM

HEBRME HOM AOZomiaragiy oo * 7

BERC I . OFRREMMCT, C),
4.1.4.2 Y HCM WG
4.1.4.2.1 2495697

XF T AERE M HOM B8, 1697 B 7E T AR
FHEZE . etk . BRI . LVOTO 54 LE
FRAEBH HCM my 25 9ia 7 AR IR, 25 700 5 A AR 4k
(Ma, ¢)™,

L% (mavacamten ) J& /76 11 E At L
A A] P AR HCM 8.0 AILALER 25 P i 5],
HER W ER T ONUNBRE T ATP [, s & -
JUUEREE ARSI AT A, DT DR O LR sl B i 1
I P W2 12,

55 AN IUNIER S (A7) aficamten H Hi A
HAte b AR B, [R) A ea2 PR i e B HE
[ B AZAARRH RN 5 HE S RESAS 500 |
il Z5WiaI 7 WIAERHAY: HCM fR & 0 F aficamten, RJAT
FEML LVOTG . G5 D IIRE R, HAA R ™,
T A1 R G s HE AT B PRk SRS e B, AT
A RAR 2E 0 HAARHERE M 75— U

WHEER IEEKF

BHAWETT

EEEZFEIMZERT, BRI\ OCE, MEER, EEMNNFEFBER p KEEFHT, BSBEERANZTE | B
B SRR FI TR AT 200 EE, LR SUtoe RS ghnk, HRR=E ) I B
HFER B ZAEMESET / EZEMERBERFZ ENEHEERNES, HENHARIER | B
M HCM BFWAEFERMLE, AHRERLAEERT, HELHBHCIHEE ERINEMITEMINIEMEK I C
mEWGER, HT5 B EBDHFIREER
SHTHATEIH / EO0FABESHERM HCM B3F, TR ORNFIEFERT, BEiTEFR b C
A HCM R B H IS KA 254 (10 ACEI/ ARB. "M IRK GRS ) SithS3, THNERH [ C
JEERE
3 F 28 LVOTG>100 mmHg 894EfE M4 HCM B, GRIKTESRSE i C
L Y67
AT B AN/ SN XSERNENREE A CERTEEEEIR, #2538 AE LVOTG = 50 mmHg I B
H LVEF = 55% & NYHA (CIEESER 11 / Il REAREA HCM B35, #HEMBIDEYIE, HERETE 25 mg, B
& 15mg, §HOMR 1R
REW LVEF < 55% 89 HCM £& BB YI%=577 [
BERYENAREFERNENEE LVEF Tk, NFHEMKYETh4ERTS( LVEF<60% )8 HCM BF, BISILEA I
YR
TEWEA B ZEMFFHESEZRUIEESHERT . ALRIETEENEZNABLKINER, BERARENECE i C

W e Th BERERS AL L N ZBAERMI NG, B RE K H R

7E:HCM: BEEELUANSE  ACEL: 1M Rk KA MBEIN G, ARB: MERKF I| AN LVOTG: ZOFmtiERNME; LVEF: Z/UES

M, NYHA: A0S, 1 mmHg=0.133 kPa,

4.1.4.2.2 FE[AFREAEA

S R N T N RB 1= S N9 5
FARER o RETARER FLF RGP0 7 MELAFE I 1 22 O
A R 122 (left ventricular outflow tract gradient,
LVOTG ) = 50 mmHg ( #280# & )5, 1 mmHg=0.133
kPa) Y8, LR T E M HCM i 75 R

PRI AR LAZES# LVOTO (1, B) ™, FRHIEXFAE
WHpgliad 545 GIF MR O B BEh il AE
DRI B, NIRRT E R . 1
XTI CEHE AR ), HAIsHS
TR R A AR BIEA 2 . BRI 13,
=[] D A A R 0 Dy SR 2 [ i D 7 AR R B
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2 BRI

1 58 9 SR 2 (8] B 9825 AR PR Morrow TR, 1T
AR E W YR Morrow FARE ., XFFAN
A [F]Ih b PR BEYRT . RS HA 7T ST R A B
AR AR 1, ANBETE AR A B U H T A BEL A R TR
S e, BERBMEECR, FEIF AR LS P
TN 1 X7 S o) 67 9 N (2 b FE=L e YA <)
Hly, BXEEFFRAEFAH L.

PAEK, BRSNS T ARAWHR I . anxT
G OE PR EE, TR ERERETR,
XFFARZETRMN, X TE I I A2 1 &
T LA A AR FE 7 S5 o [ A BT R T
Z0ARO AT E RIFR VIR A, AT 2L A5k
R, AT LA T ARG T BRI I RV
(R AR

28 B2 RIBRI A ARIRIT Je— A ARd7r 2k,
JEHAE A A BRI 52 SR T AR BT A KUK 5w 1 i
&, ABERCRE TAMREE R A AR, HAGER
A A B R A5 L T TR b R AR Y
AL HE 28 Bz JE N A TA] B O JULTE R ( percutaneous
transluminal septal myocardial ablation, PTSMA ). B

EZE] Hov iz amma Ry

LWL ZE B STE AR ( percutaneous intramyocardial
septal radiofrequency ablation, PIMSRA ), % JZ 0> N
552 8] B S E @A ( percutaneous endocardial septal
radiofrequency ablation, PESA )3,

PTSMA 3 i S5 JOK W A A2 B S A —
SCa 2 SRR S, i R AL TSR 23 O JILREAE,
il (A RE IS TR, DASRERAERH . PTSMA A9l IR
IR 2, ATARPEIR LVOTG . Btk I
J BRI T, ARG AR L, 24 7%~20% B EH
s B AL T A AR & Tl R s R

PIMSRA JE 3 AF H [ 22 3 A R AR 50 1R
AT O S5 | AL AR ST, #
SRR 22 Bz 2200 Q25 ) 2 11 o S92 Tt S T il AR %
[ i JEE AR, G AL e b A N S i
Vi¥g 78 PIMSRA S AR . itk ™7, fHIE
Pkt se s, AR AR AR HERE I .

PESA A O SEIT 5 | 5 R A TR A 4
TERSIRHE 2 (6] i EA 7 S AA Ral, of S JEEASEE B = ]
TEIE 24, TIZEMEAERL ™. PESA J& HATME— A /£
AReppric i OIERE RGN TA, FEU™HEEM
A XURSAT PTG, (ELHCI S A0 2 s 2

HEBL WESR  IHEKFE

#H HCM EEARFENAEENZZRARY R AR TEERREA | C

NEZEBERABSAREMENILE, URAZERASAEMEAFTEFATIEM UIERR ( flIn ZRRER. BUmE | B
XMERES WHARE, HEHTIREZERAETAR

X F# S HSAE LVOTG = 60 mmHg, S&AWZAYETT AT NYHA SIS/ IVEK HCM B3, # I B
FHTEERASAUNZER

MFHCM &HEEBEE, ERTZERASAN, NEERNIETEERBIIBRA lla

HFEERATABNHFEPEL_LAREANEE, NEEE_RREE, WBERNFEPELZ LM, lla C
BERTZABERA

N F#EZHKE LVOTG = 50 mmHg, EEMAWETNEER MENMRBRNEE, LERETZEBAEA lla ©

XFERER (NYHA DIHEERR I R ) BB ZAWET TN ESE, WREFEIHALS LVOTG = 50 mmHg B Ilb
P EEZRRAIEENERA KRB CETNHPEEE OEY K, TERHETEERBABAR

HUFEEHN HCM BEEFRRAAARER S, TEEHTHIELOFTEERARN( & 2 CELSHREDRA Ilb

Xt F# B FAASE LVOTG = 50 mmHg # HCM £, FEWHTZARERRBEZERBSAKERE O F R i B
TEAERE

JEHCM: BEEZLGAE; LVOTG: ZO0EREIEE DHZE NYHA: AL 0HhS . 1 mmHg=0.133 kPa,

4.1.4.2.3 FIA XU IR

X4 # B B & )5 LVOTG = 50 mmHg .,
SO H 2GR OB, A % 0] F s
BARIGITES IR, SR G & Az O AL S B iy XU 458
SR 5 NG A SR N R Ul s e
FAAY By 28 1] WA 46 B AR LVOTG, FF 25 25 W97 44
(b, B) B
4.1.4.3 HCM &I 138 69T

HCM 3 5 8 HERRTE O 1 358 A S R BEATL XS B i
¥z Ah, HAs= 785 B UEEF HCM B Bt
O 3 by 5 HAth s PR 800 1 I 7EIR T AFAE
S, BT RALZER (1, ¢) ™™, Byl
S (P EL B RNGTTHE RS 2024 ) B,
4.1.4.4 HCM &I AR E EYT
4.1.4.4.1 HCM &0 5 ERSIiRTT

HCM &350 5 B sh 3697 eI 3% 14,
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kg HCM & F 0 BRI BTE T = I

UFHEIK

HCM & HEER BTN EE , E L ERIE, Tit CHA,DS,-VASC M ER , ETURATT , BRI O ETEH B T,
TN ERE M EIENORIRAY ., HEA DOAC (EA—&EE, H4 5 KERFENZ gz ™

HCM & H T R 0Bz 0 B, £ &S AT 24 h, Fit CHADS,-VASciEHEMR, HETREST
DOAC fEh—4kik 5, 4K K e Z ks @

HCM B& &I CHEINNET, HER O EHEhE0ETT RS TIE 6T

HCM &#H TR U FMa i BE, ER(ERFSESE > 5 min (B <24 h, NEEHEETT

HCM E& a0 BMEh i S RE, CEma R st T oERRg @

OEFBFIBEER B RMIEF . S ie KGR

HCM & BN BB S AR ZHEE, NERSEEMASTHTIRE

PRI EEEME, TEXNT LVEF<50% tEE, 75 B REMEEH. BE - NEXKIRENHF . BE
AR REFIRFNREESER, RERETRENEANES, THRARMBER

ERECERBIERER, NERERMSEREIOER

HCM BZ LFERsh A R HB AR N ETRE( WRILE. REECECHRB. 2R/ EREFRE ), KIE
B EERERIETT

HCM BZE&H A VBEEKR ( £0ERRE > 50 mm ). KR OEHEN. LVEF<50% 3 NYHA OIHEES RN / IV kBT,
BB AR E R GEHESLI, AR ES SR AN O ES

lla

lla

lla

lla

lla

lla

A

O @™ O @ O O

(@]
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7E: HCM: JEZELL A% DOAC: H$: O FRITEAY; LVEF. Z /0 F F M 280 NYHA: ALACIEHS .

4.1.4.4.2 HCM &I OHERH BIEIT
FEYEOMHAE S5 HCM B E 1) SCD & VI 6.
YARTT I R B H BRI B O, BGERE
AR, RS . B SRR RIVE N B 25,
TERERSTH 52 IOTE 0 T 2 i e K =z 50 (T,
B) P XEF AR B SRR RS A A R Y
FP O H B ICD MG SR ) HCM i,
PP PR ( T, B) PV & (T, C)ali&
/R (1, C)o X TR EE ML gt #sk
B 25 e B A HOM B, B 4E7E 1CD A A
A SAEEUR F R B2 16D, 1% &R i T
(b, B) ™, PEHEMAIGTT AT VE R S MO

Kw RV T (Ta, C), FERA 4.1.58CD
PP 5 TR 555 .
4.1.4.5 HCM &R H1ATT

DEFRSHE IS HOCM 2R IR T A 30 FB (1,
B), HARNAEZSIL (P ANEERLO G2 S
JRITHERG 2023 ) ¥,
4.1.5 SCD HPFEAs 5 ik
4.1.5.1 SCD B RS IEAS

SCD F4 JXUBS TEAL J& HCM FB 35 I PR 4% 3 (i) o
HWIRAY, WAL S Wi KRG 5 1~2 4R 7
RAEMARRATER SCD KBS PERL (T, B) 7%
HCM 35114 SCD AHIfERE R 2 3% 15,

HCM #2##) SCD HaX B EZRHEEN 5

ElREER EX

RIAFIRE MAHCM &, RFFRTES SCD REEMAEX

SCD ZiRSE —FFRBH_FFBEH< 650 51 SCD fmsa( PHHHTEN HCM & ), HZIH=HKEH SCD fwst

NHRE SR = 1ATPRAEN—IMRIREE, LHE 6 MARNKESTHRESMK( B b FNFBPREARZRKS SCD THEX
B, BIm A IRLRNE, BERRPETA CEREIEERE

ZEHMERNRE Mg SR HRAREHENMEFS < 20 mmHg TR KENEFFH B MERER< 20 mmHg, #20% # HCM E&F

FEFEMEORITR

ELEYT R
FEELELEEE
ELERHERER
L E RIS REFRES
ELEDRERE
CMR 2RIz LGE
FREERER

Hizsh il E R K

PR EM OISR EX A= 3 REWRE, LEE> 120 0K /min, 552018 <30 s, HHNENFERBEH(<30% )
SCD BIHTMINMEE K

L ERRS SCD RS IEA X

BEUHEE CMR B RACETAVESEAEESEE= 30 mm ( BEEEHEESR, = 28mm thEEIEMN )

HRFFIRIE LVOTG = 30 mmHg 2 SCD i~ Bk B &

#BFELEE S CMR 7% LVEF<50%

RENMTFAEOERHMIGEETER, FEIRISHLIZE, TREKN

LGE E2=A UEHREMN 15%, BN LGE 576 2

HCM BEH PILP TR 5556 SCD REiE*%, £RA—BFHET=2 N PLPER, SCD RKES

SE.HCM: EE AL SCD . U BEMIRFE  CMR. (LR SIRA S LVEF. £/ 0FS M A5 LGE. L3RR, LVOTG: ZUEREEE DM
2, P/LP. B% / TTREEUR. 1 mmHg=0.133 kPa,
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4.1.5.2 SCD W5 FATT

FH A ICD &5 AlVAYT HCM 3 & 4 SCD fx
AR SE NG, FEMREHRHE SCD B2
HATUER

2023 4 ESC U U & FEEE B s AR JE AL LR
SCD KT ( HCM Risk=SCD ) 578 AMAALIEAS A%,
N HCM & 5 4F SCD KUK ', 2024 4F 5 [ .0 JIF B3
2> ( American Heart Association, AHA ) / 3 B0 IR 27

2> (American College of Cardiology, ACC ) $8raikHia &
A5G SCD f& 6 N 28 [ f04E SCD Zk sl . A B Ji [K] =
BR. PEAEOEALE, A D EWRLE ARG DRE
B AR E M 3l 3 ( non—sustained ventricular
tachycardia, NSVT) JJ iZ LGE] K45 5 1CD A A P,
WA S5 B, FE T E HCM A B, AHA/ACC
[ SCD fEks 43275 T REVLF ESC 1 HCM Risk-SCD
R 9 HOM B35 RY 1CD A AR e A LA 3,

Bk R RS (MBS, 0 = e SCD —HFH > EEMAICD( |, B)

Wz, HFEUEHOHTESBER

AMEHNERE ERBES= 15— » SCD —EHB

v v
2023 £F ESC 1 Aiwtsra 2024 £ AHA/ACC HCM 355
v v

T ER. SCD KL, FHRERR. I

T3%E >—I0.SCD RikE. FEA 5 £ SCD R N5 TS

=

BT OHITE. EORER. EOE ERER. FEACERE. £ b WHEESESE > EAICD
BATREE. EomnlEEHNE FHMAEL <50%. A FER Rk (la, B (lla, B)
v \E L
SRE RRE o £
<« STs — 2 54 SCD RiTfhig
5> 69+ HOMAERS 5 R <4% R EE e O oCD MRS
BB EAE (la, B)
v v B .
= A
b KB ELES ML <50% o
- e ICD
4% <5 R <6% F (o) LGE 2 >15%  CMR I 32 LGE —— > (”:-g B)
\i \i
REEMEAICD | TEEMEA ICD TEEMEN ICD 5
(lla, B) (llb, B) (Ilb, B) >

SE:SCD: EMEIRIE;ICD: BRI/ 0 M S EBRENES  ESC.
ARRESEHR AR HCM : BEEELO AR ; LGE : $LEERIER,

= A
ZE

4.2 DCM
4.2.1 EXH55%k

DCM & — 4 5 Btk DWW, & XA L=
SO EY RIS T RE A, HRRE e OO
JULBHe X R S8 B far e (s s . RS O TR
A TAE DRSS e, DCM A fEs LA 2Eht I
R0 R0 722 10 25 B 4R S P 5 M 400 i R M

Ji M DCM LA UL A5 A 4] 4 1 2 22 1 o 34
MR, AR (1) BEYE DCM: 29 40%, T8N
Pefa ik, RIMEBREM;(2) 15 DCM: 7
R RE R A% S ek S b, 323l SR R 24
. QB PE DCM: B WL AR A 5 25 [ Wiz iE
TR, BUNEE . AR EE g . T E 2T
LEOIETRERIEEE 2 (SARS=CoV-2 )45 1. 4. /3%

LN

MO ER S AHA: ZE OIS ACC: 2B GIEFRH S CMR: &

BRE$EEXT HCM SBEN ICD it i2amiy © ¢

FREE . BB, A CUnta s ) 5. 29045 95%,
ZHPLONBTREY:. @B DCM: # UL F 4
FEIAE . 259 (Bl 2sy . PRy . b
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) FBI AL 00 UL « 40 R A 300 3 0 U J B0 79+ B
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DCM: & WHRRAFETC LG (WCEELZ ), B H:
ZHE . 4EEER B, B SES . QHETTEELME DCM:
LR R ARG NUAE . (IRBEIRER MAES . (3 WFk
PEDCM: 2515 30% , 7574 DCM i2WHE &9 5 AR B

Yk KA DCM 0 WL A8 2 2R Ge e 1) o E
P, AUdE.(1) H BRI RGN ELIBERE |
ZIEKAE S AR B D LR . B D LR . 4
W . RERRTEP R EZ A R . R A ERR AT
gl . RAEVERIG . ZERRMESTT 48 . FAENUE 1145



R EEFR AL 2025 4F 5 A A 40 4 5 5 R 323 #) ) Chinese Circulation Journal , May ,2025,Vol. 40 No.5 ( Serial No.323 ) 433

(2) WSS . AR . HARIR SRS
W RS IR BE R . PR . TEER AN . B
JERMAE . (3)HAWL: AIREFAE . e CAnik s 5
4.2.2 L

4.2.2.1 ImK L

(1) FERFAIE . iz s & TR, 97 Stk
PR PRI | i AR PR 2 I I i e e O R e R b )
IK 5 o A 2 AU A5 (AR 2t A JCARE RO IS
OFRREAOCREIR . AR ZEHF R AEEL SCD ., IAAE
AL BRI L DA L R DR T oK
Jfr

(2) SRz AGAr . B BUFAN AR /N K B B #
JIRJE ( BNP/NT-proBNP ) % 12 5 T o FIUES 8 114 Bl
TR SO AL VRS . 5835 FI A
C Wi ( C-reactive protein, CRP IR =</l SEN
H B e HUAR S AG AA B) T W 2 e v DCM Y
Ko BLC MBI B3 AR N AATE A B S it
B3, A3 i U P it L A S S BT A
P FIRRAE B 1 SZ AP BHEXT DCM &34 /Y
SCD A7 Al sr BN A B Y. HEFE DCM 5 RLAS
W WBT A DL SRSz i2 W7 . SCD XU AR F s
xR RIS T, B)

(3) CHL PR AT WO HL I A 3 2 P 2
OFRE . BFEY R MR, ST-T 728, o]
DL BEPE Q e (75 5O JIUIZEAR Y] ). 24 /NFS)
B0 H BT o A Sl AR, SR A M a )
R ZE AL AL IR LS AU, A B T B AR
TS PEAL

(4) X 2l F: SRS SRIA O I8 5 1] 20 )
XU, ML >0.5, B AR R BRI . ik i
it 80 ik e kg s AR S5 0 B AR5 ™,

(5) #7508 E:DCM (1) 75 0 gl J AT 2 81
W QO BEY K X T ERAEN, B
IO EEF IR KA N (left ventricular end—diastolic
diameter, LVEDD ) = 54 mm 8850 B &K AR A FH
(left ventricular end—diastolic volume, LVEDV ) = 128
ml, ¥ LVEDD = 50 mm 3§ LVEDV = 107 ml ™,
Q7.0 FREIA BN . /00 5 REIS Bl R 18R D5
FREMIXTRHE, WAL OEREZ S Q0 E
WAF I RE T : LVEF<45%, A0 % R hAasE R (left
ventricular fraction shortening, LVFS) <25%; @ /2>
FOIITR R RE AL . SR A O PN 3 [

(6) CMR:LGE Al T1 mapping Kl ECV 711 51
O IUE] 2T AEAb 5 T HA L, XA R fa Rk o

J2 B e H i B B, LGE = 7.5% 1Y B
SCD KU S 238 7 RAEVE D WR LGE H# IH04h
WEAM A, OESS TR LR LGE F 4t “#RIE ™, LMNA
SOWAE S E R E RIS LOE 4345, DSP
Il FLNC #5678 S48 1 RN LGE RRa A1 7,
T2 mapping FRFLCALPERDTRY, B2Pad#oiig ™.

(7) TEARBIK CTA/ TR 3 s 5 B 20 % 3k
520 A B S0 Ef vhC LR 5 s H A DCM g I

(8)EMB: £ R AEFER MO LAIAE K A8
P, [ REF b s AR AR . B R BR FIRE R
PR AR SN EF A5 i . Sokiihi 255 . 2500
R ENBARARLE Y SIEAS 58 T DR AN ARG 5
WER AN 22 ORIRE Y, 525 IR R A SO LR o
4.2.2.2 FEHZWT

WAL PE DCM o 5L 8 A hfE LN . 40
SR SRR SRR (K 6) P, BLbIL A
AR SRl BB S RRRIG PRAFAEAR I, 41 LMNA/SCN5SA 7%
S WA I E A O S . WS uE A
<50 % W2 DCM ., A I RAEFAE $2 7% 8t A P 1A
A DCM Z5 s R R FRIE R R s, i — SR A
P TIRR A L TR C T, ¢) "
4.2.2.3 %512

Bt WU - 20 O ED KR B BE O
VR BE S O LB R T 8. et sl bk = S 28 s 3 ]
T RIS = BEE AR, 4 DCM, RO
Pl EEBR 015k CTA/ SR 20 ik i 5 45 vT BH ff ke ot 34
PEWARTC 4.9.1 Sl O WG BT

e I O LA « s AR ] BN 22 B
RAAR T RERRE AT . KM L s . i,
FELOBNEIZE T REEI Y], CMR A5 B TEAs.C U 5
LT 4k, VWA 4.9.2 & il PR UGBy

DB AR 4 EH A D EBRA S (left
ventricular non—compaction, LVNC YA B IE DCM
LA R EL . {H LVNC (#7503l EURT CMR 7] L
BANRARRO AL, BHED I NRRREE N RS 55
A, (RS GRRSIE . HERASL 4.8.1 0
WEEE A T

SREFEAE O I« RSSO0 UG th P B A 0 8
RALOINREA 42 HE RSO sl 1 AT I 0T 7 S5 114 25
FRINRES AT PRAR O RN O LIS E Rk
AiThEE. O SRR T LU O PN T I 3
TSR, BE— PP R AR i e EE R

O WA : by [ ERfmEL . kS8R
VA1 45 RT BRI Sl Sy R R ORI L R A
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JEREALOIEY R OB FIRRELB, iz a4
FRAEPEAR S o RS L 5l P A 3 T S 7S 20 ) 0 5 A
Jimy, O RAR AT 2D BRI O N Y S
L i
4.2.3 JEEITAL

AT SE R R DCM B ] I AR IR
R ZE WMV PG, JEHORAT DOM ks & . B2
WL JIEEIE I DCM 5, DIEZ YR O
W N RESEATHERRAR, B If R st ok WM E b
PEOHARH | (ARG R . MARFEZERM SCD, N
BT ) B RSN 2 SCD IR P
4.2.4 57
4.2.4.1 2590097

DCM & LI B AR T 2% (LG
TSR HE R 2024)
4.2.4.1.1 JOAERIAGIGS T

R TR BRE G20 ) v A, AREAE A o A
Bk KL EE 1 57 (angiotensin converting enzyme
inhibitor, ACEI) ( T, B) /M4 %5K %K I Z A4t
7] ( angiotensin receptor blocker, ARB )= Ifll & K5k %
ZARIHE KB 65 (angiotensin receptor—neprilysin
inhibitor, ARNIFI B SZRBHAGRIC T, €)™,
4.2.4.1.2 DCM S0 RB AT

DCM FF5 1M 53 BB )0 J7 350 (heart failure
with reduced ejection fraction, HFrEF ) [ & &, N
JR 2l GDMT, iEAIRG . B Z AR ACEY
ARB/ARNIL, PEE[EASZ ARSI . B - Hapittitia
FEH 2 #0157 ( sodium—glucose cotransporter—2 inhibitor,
SGLT2i )F4Er PUIR4E . C4%3Z GDMT [ HFrEF (4%
WIS PR BRE T i O I AT GE O T3
IBREAR | BT TSR D A 2R H (T a, B) 1,
HRAB B S 2 U AU T A o S i R PR A 1 o
( b, C) [103]0

SHEAAT U 2 B A 1 0 B AR Y 0 T 5
¥ (heart failure with mildly reduced ejection fraction,
HFmrEF ) & IR R ZeffRek . AAEC T, C).
#E#F HEmeEF 2235 W A SGLT2i LAREAR 0 71 38 1E
B A A FE TS KBS (T, A) MO A e R
HFmrEF B 1] % £ | ACEVARB/ARNI, B 2k
BEL ) L 1 A S AR ), LARRARR O ) 3y A
BEALOIMAEFET- KB ( TTh, B) ™

S5 M3 BBV SR S5 I 2 A 3 Y 0 ) S Y
DCM f8E 152 J5 75 5y H B2 O 3 O S R e s s
g E R, I X PIZR B EAkE: GDMT (1,

B ) [1()7]O

P20 SR DCM B, BAN HHTEE Q10
IRYT AT HUGEZE Sl L D IIREREAEE( TTa, B) 1,
I R e A, AT A T i A B R, EAE R
FLOINREC TH, C) "
4.2.4.1.3 DCM &I 0K H 16T

DCM &30 Esh iaTT 27 (O Eshiz
Ry E T ) 1Y,

DCM A IF = mE T OHRE iRT 2% (h
O SIS ANAT P TS 2024 ) ™ F (2020 kL
e H P [ Z AR (2016 FHRTH R )Y M,
4.2.4.1.4 PLBEEATT

DCM JBH.LF . DEY R, DN LA M EE
MARTERL, %5 BIEEYY, RS COIURTT
BEIRYT H E L R IEH 2022) B,
4.2.4.2 BWEARIT

Xf F GDMT>3 4~ A J& b £ 28 A 4E Ik,
LVEF < 35%. St 2R A . QRS BFBR
= 150 ms U, HELEODNEFRZEARIAIT (cardiac
resynchronization therapy, CRT ) PAFFAIE DCM A1)
SRPET- AL SRS T, A) ™

e BB (left ventricular assist device,
LVAD ) A VE MR DCM 53 16O IR R 1T (1t
PEIRYT , BB O ) e R AT (1 a,
B ) [112]o

O E RS AR & 2K W DCM (8 0697 i, #E
TEF 0T RE ™ S0 1 AR YT JCRU B0 )
HEEECT, B) P,
4.2.5 SCD (A, S5 TR
4.2.5.1 SCD (R XU PEA

SCD J& DCM ™ E W45 Rz —, HkAERY
2%~3%, i DCM A 3ET i Y 30%, H4a K=
BOEAETERESN, MELIAS B A ROA

R LVEF < 35% & DCM & & 4 [N 38 1=
SCD 4~ fa B I &, {H LVEF il DCM P8 58 JX
B AFAE SR B, FEPRERLA ICD BB RN 254 7% e H:
i[RI 2, #4 LMNA . FLNC. PLN. DSP #l RBM20
RN BUR AR TR T LVEF AR AE S I %
SCD & iz i[5 78 K AH G iz 6 B 38 0L 3% 161, 24
25%-~35% [ DCM £ # CMR £ #& 7] i LGE, LGE
S A AT A O H 1 s AR, o fE
B PR AN . NSVT S5t B 45 5 1D REA 1P
4.2.5.2 SCD JFR; FiGYY

DCM & ICD fHAMEFEN SR 17, ALK 4,
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EZQocv £ SCD BREEMREXEREE

HRERE # SCD KX SCD #%EhEZ

LMNA 5%~10% LMNA REEIES (https://imna—risk—vta.fr) UM 5 /& R 4 a5 89102 K RS

FLNC ( BREEZES ) 5%~10%  LVEF < 45%;CMR &1 LGE

PLN 3%~5% PLN R EEE4) (https://pinriskcalculator.shinyapps.io/final_shiny) ¥ 5 4F /& & 4 45 69 0 K B RS
LVEF < 45%;NSVT;CMR #& L LGE

DSP 3%~5% LVEF < 45%;CMR #& L LGE

RBM20 3%~5% LVEF < 45%;CMR &L LGE

JE:DCM: 5K EL UL SCD (ORI IERSE  LVEF : Z2 0 FE S 2345, CMR ORISR AR LGE : $LEEIRIESR  NSVT . JERFEME= 0 shid R,

EREd ocv =548 1CD s

HERL WHESR  FEKE
Z R
HEMOEHITER/ CEWHSHORBENERFS, MR N ETRENFEMEOaITREREN DCM B, B
WETHEMRE, HFEA ICD MK SCD foe FFET- R M
— BRI
# LVEF < 35%. NYHA UTHEES R 11 / 1 R, BREEHYWETELINBETMERR> 1 F, NEEREA Ila A
ICD, IF&{ SCD Fu&EFET- R s "6
% LVEF < 35%. NYHA UBHEEDR | R, BESREAMETEL 3 NBEMEELGY> 14, TXEHEAN ICD™ b B
S DCM #EZ T SCD RSN, NAEEEERE ™ lla B
WF LVEF > 36%. ## SCD 5EFE " # DCM £&, EHAMXBRER( MK 16), NEEHEA ICD lla C
T LVEF > 35%. #i# SCD &af @A 8 DCM 2%, BAGFEMEXBRES( LK 16), TXEHEA ICD b C
T LVEF > 36%. F## SCD SmEEE " # DCM £, EH2KE 5 CMRKER LGE, aI#fEM#EA ICD IIb C
HFHEEME NYHA SIhEESRIV R8I DCM B, Atk Ol E. A LVAD 5 CRT, RHEEHEA ICD I C

J:DCM: ¥ 3KELO AL ICD: 1B =0 OB B BRENES ; SCD . (IR MR IE LVEF: £ 0 F ST M550 NYHA: A 0BihS ; CMR. (O iR
A% LGE . $L3ERIEE; LVAD. O EBNSEE  CRT. WIEB RS LIEST, - SCD SR R GEHH LMNA. FLNC ( FRESEES ). PLN. DSP
0 RBM20 EERNERE R,

DCM &
B S MR 3N ) R 2 > A CD
SELECbos:3 - (1,8
*E\
LVEF< 35% = > REISH#EA ICD
(lla, A
*éﬁ
- 76 = BHEEXERER = RIZfE | ST & fEFEN ICD *
SR Jice 3 (%16) ’ (lla/ b, C)
2 |=
v
HE2FE L5 CMR 2 -~ AEEEA ICD
¥ LGE g (b, C)

. .SCD SRR RS LMNA, FLNC ( BREE TS ). PLN. DSP 0 RBM20 £ERANERER., *. HESRIRER 16
P HEEE R SCD X BREREEMN L, DCM. F3KELLHLRE; ICD. =0 S 2SS LVEF. A ORI 4% SCD: O
MPEFE; CMR . D ATEEEERAUR  LGE . $LEER L3R,

IERA DCM E 48N ICD fkie

43 RCM BRI LR, 9 RSP 5 B EE ),
431 LG5 ARG A MR RBFIEIE I, 14 BRI RE o

RCM 2—2RPAZE LAl (B) A0 RRAE 8 O e — ol SR BER B A B ] 73 RCM. O liE
FERZBUNERIE, PEEUNEIR A (BP0 E 50K AR OV . TER RSO VR S B
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TN R = S g A | S e e S WY | W G T e A 2
P, ARSI AW I E F RCM {E8E

RCM R AL R AT 40 A G S HOR 5 AR
P A BN Ll AR 43R T A3 LA 2 B o
(TRE S IERAS ARG ), O WLANEANE R Z Bl 3=
(QnpoT FEMLF it ) S5O0 NEZ B F (INEIR
PEREANIETEOIER | O NBLO LR gEfL =25,
4.3.2 2
4.3.2.1 ImKZWr

FEERI N, 02 RFBUNL M
KSE AR FARAE " BNP/NT—proBNP % JJL4S & 11 7K
T, DA Z RS, B O s R R
fE RO P KD NARIE R, 0% &F 5K ) B i
iR, R YIREIE R Bl BRI . AR ARG ) AR AT L
1E LVEF 1E# B RCM H 8 BRI 4s S &7k 1
e ", A IO BB 2 5 B b e 1
CMR A B % 502 Wk g IR, dndglead 280 LA
AR OIS Y, D SERE N R O AT TK
KIAFE R 1T, MR T iR 5 <SF
R BEAE, (H R " 2w A
7 18,

RCM HIi Bt 2 2%

HHEER WHEER  WEHEKE

WSS EAMIG LS RCM S5 0 BEBR $I I C
K FEH HCM 5 DCM™

HEEX RCM BE U R EMRGHTEE, T C
EHEN N RAZRIAHM ARG R

RCM BEN ZEIITOREOIIER, HTREM lla ¢
s B L5

JE:RCM: BR#IZLUAUE  HCM: FEEELULAILS; DCM: 4 3K EL L AILR

4.3.2.2 FHZW

Wt 8, MYBPC3. MYH7. TNNI3. TNNT2.
TTN 25 5L 175 5 5 RCM MG, Hirp TNNI3 %
U TR RS PR SS RCM B0 3L 4 F 4
MANTE R, BESOE IR RCM BB I S DR RS I 25 51
4.3.2.3 K512
4.3.2.3.1 FEtEOER

ARZENE LR A DAL R IR s A 1L R B
M RCM B F DAL IEH . CMR IR A S50, £/ A
D BT IR AR TN AE 1 A7 O 2 04 T RS 5K
AL U O R T SR R AR TN, B
B, A EMEMB A, X & RCM 545 %%
PR 9 YT 1) 12
4.3.2.3.2 HAWEEHS T B0 NE R HIFE AR 1B

LY 2 RGN, A AR A 47
B A DA R AS CQnbs et 1 AR
BOnEWEL ), O NUANMEANE R A (WL STy
WL VERYREAR O U BRI PR AE s RSk
FRAE . WP O LR S EUG LR 4E1E ) FC N 5
AR Qs N B 2 s A . 2R ). T MR A
M

BT AU . B RO I A e PR 32 B e 0 3
JE, (ELSE It AT O B B AR A i s 20, S5 5 R
FI ., SLIGEK AT . EMB DL PRSI Af ) % 5]
PEULASC 4.5.1 BRIEI AR

AT DN AU BRI B, PRI
BRAIRES A, (H A RO I R B A2 D B R R,
WA /DVE | DUBETR . B RS D AMSE R ™,
LI PRI . S I R AT . EMB DL
SEDIRGISE S, PERASC 4.5.2.1 WA TR T .

BT NS : S BEREAL I a5 4k A Mk
DL, BT DI, R TR
PR AT INRERERS, 5 RCM AHML, SRS WrFRLs &
o st (LA B S S B s 7 o8 ), SR s A (kAR
e ). QR TFALWERE CIEP 7 MDY ) LA
TR (A HAMP ., HFE Z580578 5 ) 27,

OSSN« 15 B0 HE B — il T BS RE IR BE
PEAIZERE 96 U2, B LA Rapk (1 45 3% RAE AR
B O H RIASAS BT DL 2= LT L 2O sl SO
R U CMR F L (AT ) B A 7O %= RIS B
LGE, MRIEHRH R EPRAE . "F-FDG-PET A FiF
RIIE S R AL . EMB S22 WU IS TR Y
éi\*/]—i‘{ﬁ [128, 130]O

VERREAS MU : 240 35% JERYRRASC UG FR
FEAECMEBR IR RCAE Y SERRRAE O LS AR AE
OANRI (B IEFERBERBE &A1 ), i/ R
o [ HL VK LT I B R A AT . BUER A%
[ 2 Ao A B DR R I S5 A B 4800 . R AR S 4.7
TERFEAR D IR R Y o

RGEEMEAAE : S —Fh Gl T I 54 L
AT REODELFAEA, RN RCM, JLARFAE M0
R Rl TR KA T, BET
H 2R EDTA Y A IR RIS R = KA
Al 5 RCM AR5

O PN S5 7 £ 2 s A e . 2 0L TN, WL
P W T SR 15 2 Pt [0 ) vy A R BRI DL
Z B DR K, IR DI R SRR,
O 2l R FRAE PO P RS JE U5 EMB 730 P I 5



EPEIR LR 2025 4 5 5 40 4 55 5 (AR 323 ) Chinese Circulation Journal , May,2025,Vol. 40 No.5 ( Serial No.323) 437

WAEA R 3 e Ry 3 SR Ry AN
4.3.3 JRFETEAG

RCM M AR RE A, O BRI 02 T BB
AT AR, Wnl RAERIR I B B, Bl
JE ARSI S5k, AN, O M BRI R AR o mT
RETEZCR M HCM 8 DCM & 3l

RCM FilJ5 2, 29 75% B HRETEZ WS AR
N2 B T80, B 4E i B T B RS
Y FE ARG YE RCM b, O il R
BAE TR GBI 40% ) 5 1A O Mk B il 14 e A2 (1)
HCM B3 5 4FAA7R ) 50%,
4.3.4 IRIT

SR ERR R IEERRER . PO IE T RE AN TS 5
KAE TERRA2AE WG, ARIEAS [R1s DRI A 4t %o
TRYT R O TS R At
4.3.4.1 Z4¥iRI7

Z5YIE YT S RCM IR YT I LAt 30 2o IR o ¥k 1
AL FIRA . B ZARBHI AR ONEf A, o
FEAR o EA IO b B Al sl U 2R 1 v RS S
BN EIR SRR T, B)
4.3.4.2 AHHALA

BEMBBE S G = . BIESER, N T
E— 20k A I VPG A O T B S B0 0 Bh i 22,
DB A AR AR . N PR RCM & 1
ICD A AFEAE . HEFRTE O M BR 45 A p A7 1 kR A
o I 8h 1 2E N R e = PR ) RCM R

EXBl Acm wisring

FEAICD, LIFEAR SCD A4 RBET XU ( T ,C)"
4.3.4.3 LEFAE

X T 24 W R HA R T JC AL ™ RCM R
OERSAR ] REJE A AR YT e
4.4 DHKRH RSSO U
441 B0 AR H P 0 WL AS (arrhythmogenic
cardiomyopathy, ACM )
4.4.1.1 E LFI52E

ACM & — 3 DLO %0 WU AT 4E i 1D 2H 2 i 47
P A o PR A 38 A 0 JUL 3 8 LA 3 1
ORERH . SCD R H KR, BN IIE
Wy, JEAFER RS B R SE R B R 2 — 1 g
o AL G (1) B AR E A OO LR
FEBRAOE, AOBEISRMR(2) Bub
FKw A2 ZE O N (arrhythmogenic left ventricular
cardiomyopathy, ALVC): F % 82 K 0%, b
2 IER O (3) BUO AR LG O DR
(‘arrhythmogenic biventricular cardiomyopathy, ABVC ):
I AL ETATZ R, 2019 R ELRLEE ACM [
WL — IR - AR — S ERHMESE T ACM 1) “BSMy
w7 IRz B EPRAR]
4.4.1.2 W

BEH X A b E s ZINRAYIR A, T4k
ACM ZWibn A BT BB . BT 2020 448 A9 IR 2
TUbriE (Padua criteria ) A1 2023 2ERRM T A/EZH LN,
HEAF U T I2WibRiE( R 19 RIRAR (& 5 ) 7,

e LLERRERE

ELERRRE

TERE: BUEVRMEHEE. SIEANTFEE ( Z8E ),

o E IR -

SRE

R 4 2 BERE RS ( RVEF PR )

KR BT BERRRS )

FEOAE: FRIBRERARD, 21 ROPBAFEEFHEER, 3

DHEMRE TSR

RERRAE: B 1 AEOCEXES HIBIHE LGE

FEEMT—I0.(1) G OEEET 3K (RVEDV D ) (2 ) AuE®

REFE: EOEEEWRNGERL, R CEY K (LVEDV
0" )

REGOE: BOEVRIMEHES. SHERIZ2E( T OEY

TERE: EOIANELCETERBIVOAE TSRO RIRIR. BE
FOIR 4K LGE

REFE: FROCERBENEER/ANERE 152 MELCEHRS
HILUIMNET O D E LGE

BRFE S 7T

EMFE

=OREE

REFE(1) AUBISEE (V,~V, ) B3 Epsilon 3% ( QRS EBtERE
TRRLZ ENRIRIEES )i(2) REERSM RBBB 89H AT,
Vo V, 30V, S8 QRS A RBUEIFEETE (M S ERESE QRS
K AKFrFESEETE], B4 R'E )= 55 ms

TEfE. AEAEZLMRBBB B HIE J & /STRESHIBERT,
= 14 ZHEZERH(V,~V, EZ ST EEE

REFE. (1 )R FERS M RBBB EX R J & /STERHESHERT,
=14 ZBMHV, F0V, SEKTHRESE (2) HH=4£ RBBB &, V,
DSNGEET BBIE(3) <14 FBEV, UNSE T KAESB

FEfnf. LBBB XA B B F &% (>500 Kk /24 h) EMHRHEE
Fi L EhidE

REFRE (1) LBBB S BB T AL ( >5000K /24 h ) =4S
W =M OETEE (RVOT 8 ) (2 ) o EBsh s st = o ahid
ST

TEIOE: BIASTMRBE (QRS<0.5 mV, BRIMEMEE WM
LA BERE. SB SO BTRRS )

REFfE. FEETEM LBBB R T, MBI V,~Vs )SE TR
=

RERRE:( 1) RBBB S HA( >500 0K /24 h )SEshiE LN E
T, 9 RBBB AMNEM O E( BRIMERI D ZER )i(2)
O EWH RIS ONITE S BUU R
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(8% 19)

% LHLERRRE

ELERRRE

TEOE(1)BFRH ACM ZRERNEUA(P)ES; (2 —REBTEFESRLMITEN ACM 8% (3 ) —RXBTHEAP LA FAREIE

KRS/ BER S8 ACM B3

n RERRE(1)EBERH ACM BUR B AN TR (LP )& (2)—RFETH ACM RS, BREBHIESHESRSHIOE(3)—FEED
BEREUE ACM SE ) <35 % WL (4 | “RFEB P ERFSRLUIRERERERHRILH ACM BF

SE L BEVIANEERBER . MAARERITREGHE, © N2 2 M EEYEWNEIEL, ACM: Bl EKE MUK, LBBB. &R, LGE. £
FEIRIEIE LVEDV . Z 475K RHAEAR, RBBB: A RZFEM RVEDV. A U E 475K REAIN RVEF. A /0E M54, RVOT. HiEiRtiE,

BROEDE - BEFREROIEMREIOE (EEIOESREIOE) PHED—FK

&E@Eﬁa¢

omsdrsres

ifi\ HLELHE

Az, HOERRIVE

*NE@E%E

WAL EZRADE
|

kB RR S EMiRE, BROT—H.
(1) 2 RETHA:(2) 1| REBIER 2 RRBIRE 3) 4 RRERE

y
=3

y

ALVC

S ACM: BUNERE M OALE: ARVC: BULERE ML OFOIUF ABVC: BULERE MERE GAUEALVC. BUMEKE ML O

EXINIIRES

BER ACM iz iz E

4.4.1.2.1 K2

(1) ERFRAE : ACM (1115 PR e BEAR S5 K
AU AE ] — R Ry W] —BUR LR AR S B g =
], FAIn] AR MO FEFE R LU ACM B A
PR A D EZ BRE R, B
PACHI R LR 2 M F AR 2 50% AL iz
ik ", AT EAERE, oI R, (2
FRAE PRSI E O H E S U ZED B2 BE RS
B 3R M R RN B A AR ACM YD
ANEREL, GEE S L, nIREHE R Carvajal ps
AHEFN Naxos 75 7,

(2) LI EKAT : ACM A IO T I AL W &
T VAL A 0 hR S 55 BNP/NT-proBNP AL L
G 4 ", CRP. 4TI 2 . IR SRsE A+
o AR F AR 2 EALINE BT ACM £
RUSWT . SR 532 B WU A 1,

(3) DHLEKA : 29 91% B9 ACM BB & 1EAE L
B SR 1Y, R E AR . B AL SR
Jh A S Bk QRS I8 AP H S R A0 i S Bk T 9 1) B R
ALVC, H S5 A% LGE M HBEM X, f£= 14
B NFEH, A BT HEEE (29 90% B AT
) & ARVC Wb B E MR H s 4 S B Epsilon

BJE SR PR bR s, H RS AR AR AL K (A
0.9%~25.0% A5 ), HFEFHAR, sl mEn
PEAG O H 2R | g RS, )
REMWOHERE TS5 WUEEERA (5500
K 24 h Y& ACM B E2 i85

(4) BRELEE . 24 45% RBEEE A OEY
ik, 2930% MEEMEAZZO0EY 5K, P LVEF B
53.09%", BE S8 B AR AT RO = N AR S AT
T A i DX I BE AR TR sl 4 ) S, DA
O H a4y )2 12

(5) CMR:CMR &2 % i ACM 1 & % %1% +%
A LGE-CMR 0] LB Bh X ACM #4743 25 il
a2, THRALEZ REH Y,

(6) CT:CTFH EBROEIES . OILNIAE
Wi . bR sk CTA 78 Bl THERR e O PR
O IUBR I AR T PO I UREBE

(7) EMB: D JILHZET e AR 2 ARVC i 38
BWibr ez —, TR B O ZE LA &
FERES , EMB AR FAEE 4R ™,
4.4.1.2.2 FEH 2K

FE KD AE ACM 2 W7 A1 78 43 2 o S B4
FHUE K H PP AR S & ACM B2 WibRifE 2 —, 2
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S A8 Sk R4 50%~60%, )L HE H AT ik 80%.
ACM FE R H Yo ik B sl , SoRIEE 4 I
BEE (403G DSC2. DSG2. DSP. JUP. PKP2) FidE
WRREELDN , HAR S 2230 3 LRGN S AL s ih) 2y
4.4.1.2.3 K5

T SO E R R RO, O
B i AE S E LSl AR O R =
PO Bl EAE A . S T O TR AR R
i1 P s S B T | N E e R 07 NI = SR S
KON R FARE . AT OELERIEESH .
A T SO LR AR S A A S A S B2 i
4.4.1.3 JEFETAL

ACM 2 —Fifl Mg, PSR BN, ACM
FESET R E A 16% (FBEVTRE 10 45 ) ) 0
JIE B A L5 ] 3k 8.3% (SF-¥y Rl st ] 2.7 4F ) M,
ACM f85 R A B ORI H T SCD i AR e v, BT
112 B YN WIBE DT I EAL SCD XU, b4k,
ACM JeuEE T B2 T4otk, Tt O w KK
Y ek ARVC HRE R A0 3l i KU B e ™
4.4.1.4 5I7

ACM MBYT I D02 el e tR,  SE 27 92 g ik g
FEFBEHAAE . 697 RO IESCEA E T (PR
AL S52 IBHIRETET ). AWRYY . SENEBA
1CD A AR ERS A o
4.4.1.4.1 Z9YEIT

EE) AcMm mis e mmARsarr iy

PULHRE 259« AAAE = R S0 sl ik
(1 ARVC B EAEN T B 2 MBI T,C) "%
ML B Z AR A BRI S OISR B, N R
JRE( Ma, C) " FIRM#E /R Th, B)

oo WY ALVC &I 20 00 1 58
i5f, $ B GDMT 3697 7', ACM &34 D E 0T
WU, W ACEVARB. B ZiKBHA . M
il Z AAFEHTR AR ( Ma, €) ", [EHa]
TS ER BRI IR AT ORI T ( 1Th, C ).

PUEEIRYT AR B IO sl . O NI sk sh
/ FE IR ) ACM B ThisEeinyy (1, B) "9
AL 1 A5 0 BB ACM HR 0] % B P BRG YT
(Ilb, C).
4.4.1.4.2 SEWRA

SRR AT R K ARVC BE I E RO B
TG FE U (B JEA AT AR P KRG B4R v A A
R A, SONAENE S 1CD iR SCD By s,
AR 20,
4.4.1.4.3 O

SEFMEAYEO 3R (1, B) g 16D Mg
SFEMRARIAIT E R A Bt = O (I,
C)RERE, DI R R RGO,
4.4.1.5 SCD FIPFAL A7

FiAICD & H AT ACM 3 & Az P e e —
ARURIEST ", HARILE 21,

HEBL HHELTR EEKE

X FBRAAE ST TSR REM 28, MR H MR OSITEREREN ACM BE, NEBROAR/ DIMERESSEH lla B
RAIETT

NF B AP () RMHuOBEBAYET ERA T EM RN, ERFEERIEFSEMEEHONTEATRENT lla C

R ACM BF, NEEOAE/ CIMERESERRASST

REREFFMF L OMNTELN ACM BE, EHWETHE T IEEHTSEERANET Ilb ¢

S ACM: BULERE M OIR.

EX Ac™ s\ 10D #i

WEZEN WHESR TEKTE
ZRIB
CIBEEAE RE AT MR NLTRE NFEMEMOITERN ACM B3F HEEAEA ICD UK SCD st Rt K " [ A
MR A FRENE M OEITER ALVC # ABVC £3%, ##EEA ICD™ [ B
m&EEHERENEM OISR ARVC BF, NEFEA ICD"™ lla
— R
LVEF < 35%, NYHA LIhaEN |l / 15k, BEFEAES >1 £00 ACM £3F, #EEAN ICD" I B
LVEF < 35%, NYHA UThEESN R | B, EF#iHEe >1 £6 ACM &F, NEEEA ICD" lla B

BEHEEEE 0 ARVC BENEEMA ICD" 7

lla B

SEACM. BUMEEE M OB ABVC: BULEEEMENE LHUE ALVC. BUBEEME CEGHB ARVC. BUbBEEMELCEUIE,
ICD: =00 E E RIS LVEF. 2 0EH M A% NYHA: AL 0TS SCD: (DA MIEIE; RVEF. AUEHM A%, *: SEEIESEEX
BEHEK. FHEEEHEONITER, B4ERETFLAHBEMERMEM OITE. RVEF < 40%. LVEF < 45%, 5 5% E #2019 ik
ARVC K&iTE 28 5 FRAEFFEUEMEOERLRE K (HES A www.arverisk.com ),
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4.4.2 PELC AR E MO NUE
4.4.2.1 & SR

R g ul I A KA P v O R R S RO R
K. ODIIRE T R I & T 28O NS AT RE S5,
PR E PO . HARRIE 2 JC 1 oAt
IR AR DI REZ I, HAEOHARH SR,
) A 5 et o UL £ M X e LM B 8 P IN
UG O B B st O UL 0 e A T .
4.4.2.2 I RFIFIZWT

IR R IFE O, Ml <. 20K/ Jedk
SR IR H L IR W A R IR . O HL R A
CIRTRe S| 52 d RV TINE R TN 723 b TN 251 b N
IR AL 5 O Sl 3 3 D R0 e R e A R O
Sy LA (U BNP/NT-proBNP 4 ) FIS (%
R (WA LS. CMR 25 ) A TR o 0E
ThRERZE b S5 7

H R AR 12 DU R 8 PO L o HL Ak
0 S e DY RS R VS T8 TN E PR B 1
AL P L I RARAE, PR R L ]
B W, ZIR RS, B Sl OO
ReZmE—iG A, HAaEghELshiddEE 6 ~HN
Ae D FEMWCAR VI REMK S B
4.4.2.3 1597

F AR BT AR E 2 sCR EE ARTR YT R
O EESHE T, TR AL T S B R
AP ez U, B EO s IE O RE
WA IEH
4.4.3 G AR E MO LR
4.4.3.1 EX

A AP O T (WS AR B IE . B
SRR ) 5 A OIS I RE AR g U,
ARG SO AR H D L
4.4.3.2 KL 5128

FERINOT R (kg =T, B
WL 2 i ) FILC S aetk Canfgpe] . S . K
), D HLEARG AR T O SR B A R SR8 PO A AR
#, BNP, HA.OBIK . CMR 5462 v 35 WivAs O
IS5 H S5 TRE

HATH g —i2WitnifE, B2 500001 L%
DR IRE . KELLSE e, Ol
T D INRE R M BLLL S 20 1E O 3hid 28 I O S REVK
BIEH A T 2Hr.
4.4.3.3 IRIT

R IA T RS T TR LT RE R &

AT N C ) R A AR p AR YT
4.5 R IR

AL U 2 TR i I S A =
O LA RE B A AR BT, S BGOSR I
REAZ A A — s MO U . BEE X HAOA TR B IR A
FAEAGRT T Fw, TS W S T R
TWIRYY, MR R E RS B E R,
4.5.1 EEIRY

Bl I AR o — A s A AU, 2R
BERAS S S B B, RS I A
LA AN ZH R85 B DI RERE AT, 2R U I ) T S
JEI AR T/ 11 afy (Pompe f5 ). BEIEICEYR 1T b
B ( Danon Y55 ) FHEABAERR B 14 245 F105 ( adenosine
monophosphate—activated protein kinase, AMPK ) ~y 2 il
HEGIER PRKAG2 28 S DI A AE ™,
4.5.1.1 Pompe il
4.5.1.1.1 E X

Pompe % J& M g i 82 Pk o - 5 & B 1T B8
(« —glucosidase, GAA) [ GAA FERAR S GAA I
RERBE , VA A D 18 W DA RE L 3 A i 2B I AR
A E A AINBETEL, B Y RS
4.5.1.1.2 S RIAIZIKT

M & 47 e AN TR, o3 o 22 )L 7 Pompe i
(infantile—onset Pompe disease, 10PD ) Fl B A 7l
Pompe #% ( late—onset Pompe disease, LOPD ), LOPD
SR oy LB RVHURAERL( 18 &Rk ), AR
% R BB R AN ) T, LRI TOPD 1
GAA WEHE < IEH NMEM 1%, T 1 2 WM,
A8 TR0 NS IIL, s s, 5 oA
RORIT, W T 1 2 AP0 T 0 J) 32l J v Il i
LOPD /B ) GAA 1T < IE# AIER) 30%, JLiE
B LOPD £ 1 B JEildhi, (OIE—BeARsz 2 M. ide
T LOPD ZAE ARk, IR = 1 f 5 %
55, BHTHBLG S, GAA TEMERRAR, 5 LRI
Mt Fh i, LI AT SR PR [RIASE S, A O3
P ] DR 20 JUIE R H A2 #E AT M, et ml s
AL EY o OISR T 0NN 2 A8 v
B, BRET KRG (PAS) B, BHHELONL
0L PN VBRI IMAIE R KD GAA TE PRI GAA Sk
PR o 28 S5 ] DL T2 T
4.5.1.1.3 iAY7

W2 FIR &M Pompe 5 Fl G 9 OCHE, DIEEA]
AL GAA W% AT (enzyme replacement
therapy, ERT V& HRiHcARLAIETT ik "™,
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4.5.1.2 Danon i

Danon ¥ £ Zr i i B A A G EE 19 2 (Tysosome—
associated membrane protein 2, LAMP2 )Y LAMP2 3
PRIAE S, A WERATCE SRR RS TE B B Wi B
RN B WERT R, SR E A AR e
I X R RS

CIUIRJE | BB L A ) Bl —BRAE /& Danon
o ML ARAE . (EIZ I R SR I S B v, O L
NEJERT LURME—IG RN, tLnT 24 TehERE A SCD
N EFI P mUURRES AT AT TR, B B
NI AT N W DTSR S H U 2R e 5
78 LAMP2 8 IR IR AREGT sk, @S i il
A WA AL, A LAMP2 JEREB0RAE Sl #ii2 .

IRYT FERERTC T B A O R R XA EE
4.5.1.3 PRKAG2 ZE 5 DFEEAAE

PRKAG2 78 5 D IELRAAE & B PRKAG2 FER 7R
SFECAMPK vy 2 AL RESZ A, O ILAR LAY
BEIFACH R TR R RmI R, 5LRAFE IRERENS, %
A B e e I Pkt . ARG PR B O LI
JE | WL AAE RN A 2 T 1 R A S R G
it PRKAG2 FEINEURE A2 E L. 0I5 F &
XLz B R A5 S RGP R X AR B
4.5.2 VAT

VA A FR G e — A AR AR, 2T
FER AR S SO WA T R MK AR B ERE , AHRICYIANRE
IEH RER IR RHA I AL, 54N RH S R B

RERE AT IS AR P S ] P Ay DR A e (
PATERAIICEE ). R BUE AR AES
4.5.2.1 A E
4.52.1.1 E X

AR R X EREE N, RS o - 2
HBETG A (« —galactosidase A, a-Gal A) ) GLA
SRS o -Gal A B, LAY = C b
WEFERS AR ( globotriaosylceramide, Gb3 )N HATTA:H)
M5 2, T8k 3 Gh3 ( globotriaosylsphingosine, Lyso—-Gb3)
TEVE TR NI, SIERRIZ . KK, B RO IS
ZATHZ R BRGNS R FR A A R R
O, W CREATE RO IR 2 567
T AR )
4.5.2.1.2 73 RIFIZIWT

FRIG IR RIS R A A FR R, 2 Ay 3
a—Gal A BHEMEV B TR RS20, 278 L%
Wik, RIMZ, BIE, OEEZEAEZ R
IR R B P E B A, AR JS Ao 2,
FERRF OISO EIEZ 2" (6,

A B K T s B B RE R AR 9 55 M R
o -Gal A TEPE R EREACATIZIM AT . @tk B
AR o -Gal A TEHERERINAEE, &
SEHEAT GLA JE PRI K IR, S m AT 2H 2
Mk Ay, ORI A S Yt R o —Gal
A FIRWEFN Gh3 FIkIG M 7 LT T WL [R]C B
ARABEHEAE/MAT A

ELERE + ATETES, ZREFER

/- ™
RIixEE DAEZ R HhFR4%2R
X EPREEHREL DHEZERT SLIRER 5 K Rk
- EEERXR(WEN. B% - PR [E1E#A%E 52 - AERINE R
[-REV S - BERE A REMT A TR, BB, K2
c ELERERKSE < ILENITEE - MEfARE
c BERHIOCERRNAR HILRS
TRERT B, Kot R, ERL BES
- SEUCHLAESEE B /NT-proBNP 5 PR R Y
BELE BIGESEHEBR
- FLLAAER HERG
c TR ERMBEEE, 42 - PERR - AR
- BRI N TR < ST, XA RRIEHHENEE
s AR 3R A IR - fNZEth . EEENERM A

- EERRBRTOMUEGHA LGE
- W48 T ERR( FEUXTHREFK )

< BK/ BN T2 ES

X :NT-proBNP: N Kif B BUFISHARER ; LGE: $LAEIRIESR, T1. a3 iRed(E), T2, oI KRedE,

EER =5 ERnGE
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4.5.2.1.3 1BJ7

DA IR IR TT AR AT X N B4 S IR 9T !
IR E 2 BIIXPEIRYT o Fr IR 0038 ERT &
S FAHBIGYT o ERT AR S BT Al i o 5Bl
howE g (1, B) " 2023 4EEA ETTIERZ =
PP FUBETT I ( pegunigalsidase alfa ) WU HAG B LA 42
FEWNE, P RCE AR AN R 5/ U5 AP EA
FPHE AT LU S E AR N o —Gal A 454 HFa 5 LI
IR P /Ny F 25067
4.5.2.2 Rihe

I I FH 2 B TR 4 28 W A T IR Y GBAL
FE R S ST RE B RG2S IS
YE I 20 A P 7 A R O RS R 1 et PR Bk
AL U,

Kbt =R, Horp 1 B L, (5 90% LA I,
LG PERF I RO R, TMAEREZ R,
2 R AR A R G783 BB A R G Z R,
H:d il GBAT p.Aspd48His 728 5 L 1) 3¢ S o
SECOMESZ BRI, RPN IR LT 4 Ak
Ak, (AL AT FEPE O LIRS U5 R0 iy v 785 25 i
NG ACEF GBA T FE R #0485 0] DLt T2 W

XS BV YT IR M8 1 ERT #b 8 AR5 i i 1
fitg, JRRE £t AT T R SE A 65 LA o) 4 28 B
BIA Y,
4.5.2.3 B F R mucopolysaccharidosis, MPS )

MPS J2 Gt i 5 1A P 285 22 8 i AT it 1 32 1R
A S, [ RE 2N RE 5 4 B T I R TE VA A R
SIEMN AL, B RIIRERATIre. Harc#uE
MPS 7 7 A F A, G TRy X &SRt miEsh,
I LIV, VI VI, DX RS s e Ak kg 10,

BILHAR AL B, TOIIRRI; (HplE
Pt e, FhZ MBI RNERL, SN, ).
INIEAS B SR ST ek A . MPS JR 5 d5e 0 LI 0
52 EONBE DU T 43 . Fsh kil =43,
SRR E, IRE R B R DR
OJEY R MPS KGRI IR R B . JRBH 2 b
R E kL TR 0 S AR DR ARG Tt 1

YRIT AU ERT S il TR R A HE Ay ™
4.5.3 LRiIARB

LRI E— i A PR, TR
W ERZEZER (DNA ) =i DNA H k3L AR 7 530
B £k AR 5 4wl Th BE R A, 40 it AL B R L S
SRR . O B2 o

i PR =5 28 BUOA A 3 SR A i WL 1 2 LR I

JiE A 25 W FE &% AE (mitochondrial encephalomyopathy
with lactic acidosis and stroke-like episode, MELAS ) s
kL WUREZE VR 1 AR 2127 4E (myoclonic epilepsy
with ragged red fibre, MERRF ) Z551E . Kearns—Sayre 47
A E . Barth Z5 4 1iF F Leigh 2545 1iF 25, MELAS Z54
{IE . MERRF Z&4511F Kearns—Sayre ZEAHER] i Z b
ARAIER S 58, EIFARRm L (HBRRER
& DNA BRI ) s Barth ZEATEHAZIED (TAZ 3
) As5g e, 6 E/RiEHE s Leigh ZRBIER th £
FPLR AL B SRR e m R, BRLoR Rt L B)
d ARG . FAREOR R Mgt iln] 22 (it
DRl O AS R S R 2 e ) ™

ARARP I e R S BTt R, T R e A .
Oz R TR O NUEIE, FFil s e oy 0
T, [RGB R DTG AR
R Ak 27 G (07 O JULAN I b SO (A W B A DG T
S, ESTHEE FARTE R R R L LR
LEAE L. 256 BRI R RIS UG AT s

FURT JCET X R r 25, 2t e e ab 58
IR R 2 288 E BIRHEIRTT .

4.5.4 R SA AL FCsS Rk

TR A A R A th T2 R AR IR B
SEACIRERERT , BN RE R BEN 2 4008 e A
PIE s R — 25050 0 BRI AR TR
SEAL A R R AR R IRIITR B A fLRERG
ANEUR A P BRI = SiE
4.5.4.1 IEWIIR B S fbFRRT

NRWTTR B SRR DL IR 2 i i — 2R 41
Hod A B A acyl-CoA dehydrogenase, ACAD )1
BENRAAS S, SEURIITR B AfLIhfemsT, 2ok
TRRE S AR AL, AR TR S A P M 7E A b K
wEMGRRER ™, R AR TS

e 7Y 2 AL 5 IR IR R AE . O WUIETE . O
Y™K BRSO R . I EhRESZ A P i vl 22 R G2
Pif s AT S ST B 2

BE NI, wERIURML s, HEr
W JCE YIRS 2590
4.5.4.2 JFEEMERAMELZSE (primary caritine deficiency,
PCD)

PR R I T R e 18 R R RAR N R AT B AL
I PCD J2 3 i S A1) AR DY B 1 A
SLC22A5 FENAS S, FECA BRI iz LR A
WHHT B EUbIThRERRT, ZohdRresm AL, g
U R LA™ e LT v K R R s
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S YRR

PCD AJ FELOAL. EHAURIH AR 2 R G2,
O E FERIOEY KALOHUEE, Hrbhid
BRI UL S RE T L O AR A 1, R
A PR AT B FRAR, At SLC22A5 BEIH7S 53
AUTH2., LR ATE PCD KA %00
Jrorat, A HE RO R VR AT I )iz gh
4.5.5 A HLER IfL4E ( organic acidemia, OA )

OA J2—H B RE S5 RS 57 AR . N5
5 2 SO A 2k R 4 R il S RE R B, v ] A3
A HLER SR g, Ak A AR YRR vhRE M
EMEER . I R MAE ( methylmalonic
acidemia, MMA ) FIE NERMLAE ( propionic acidemia,
PA) J& OA R VLAY ERR, 128 e 0 1A B i
W% . MMA J& MMUT R 78 S5 | 6 F BRI R
T A A2 B A B EL MMAA . MMAB [R5 5
SRR F4EE R B, Wik G 5 8. PA
ST G A T IR A R AP S R PCCA B,
PCCB LRS- Ta

MMA 1 PA 1 R OIEY I O IUIEIE N,
PRWE AN A FLIRTE B DU 2 A B T2 W, R AR DG
o FE R A S A2 4L

TEAPEAC A, F20IRYT bRtk
RAR i 2K A e ZELAE X Rh 28 RGERRE I, LA
R AERS R . KIIRYT LIS 3 P2
4.6 LEAAEME LR

R ERLELUR B R EZ R Bl FER
M BAE LA IR R0, ARTEFPRX 1L 25
AL O WU E SO ZEEETEC LR -
4.6.1 RASopathies

RASopathies j&— 21 H1 4w 5% 2 5 K B R 8 2 1
(rat sarcoma, Ras) / 22245154085 3 ( mitogen—
activated protein kinases, MAPK ) 3 E& AR 3 R AR
FFEIRIREEGAE, XL G AETEA B S
I PRFREE, an2i4h L2 )L I OB E ., %
RYEOHERR . BrbHE/N . SIS 20, s
PIUHSiIm PRAFHE 4G & SE DA I 25 3R A T2, JF4t
XJ PR B AT AR R SR RE IR T
4.6.1.1 Noonan Z&E1E

Noonan £ & fi /& B PTPN11. SOSI. RAFI .
KRAS S5 SR S5 R B e (R AR,
B UL R RAFE O HURIE . Je RO . FFikTH
7 BMIRINE . 80%~90% I H AR LINESZ R,
FLrpup VIR RS2 O 2 S H DL B 2, FEAE L

HBE%mEﬁ% [205—2()()]0
4.6.1.2 Noonan ZEGIEfEZ K EEFEE

PR LA 2 RV BERERE . O AR B . IREE
v, Bishlomepess . AATEARERIE . R E IR H
BEEHRRE, 1971 4, Gorlin 25 ™7 45 B ) b 4540F
M TRk 24 A FIBELEAAE (leopard syndrome ), H
i 444 Noonan ZEGIEFE 2 R A RIS, 202 H
PTPN11. RAFI. BRAF BE[RZE S5 A H Y (a4 i
P L. 70% BB R, Hrp.oJue
JE A Ay L
4.6.1.3 Costello ZEH1IE

Costello ZE-ETE 5 HRAS J: K728 S 5| 1 1Y H
PR BB . IMKRRBUONFRRRTIZS . KA
HIRGE | WRFRFMERE T, IR R o0 A | B
MR 2502 2 85% M BB AAE OIS RGEZ R,
TG ONUIEIE e R OB . O 4 P
4.6.1.4 Lo—1H - FERER G

Oo—TH - BREF A IE & i BRAF . KRAS . MAP2K1
FI MAP2K2 JE IR 78 55 51 58 1 8 e 8 14 1k 35t 1%
g P 2 75% IR EACTEONEZ B, SRR IR
s BkpAs, 2 40% KB E RO VIR IR P20 &
BV SR BIE SRR A, IO BRMH . K
IR Ae Al Ak BE RS TR AT A 21,
4.6.2 Friedreich B35 21
4.6.2.1 EX

Friedreich 7 5 2 ] J& 5 e 0 1R B 188 4% 1
PIRA VRGN . R AL Z BRI frataxin 1)
FXN JERAR S, S 2 frataxin XA 2, 51 RLRA
PRt B EA AN, TR I REZ A0
4.6.2.2 L

AR HAE 5~15 Z . FERI T
FRPMEEAIE CPRET1 2 . MRAMEZIEE ), &
i E Nz R, A IFRRIE . BRI
PRI R BE BERFAE . 24 75% HIBRE DILZ R, H
BRI W B U TG RO WU IE S 32, 2203 4 B
OEYIK, OJaEE, OERE, W EE A
DBUR . RIRFEESE PP, BT A5 Ak 35~40
2, ODIEIFRAERIET- R F RN i A IR
PR 2R3N I R Ao I 2%
4.6.2.3 BT

IBIT AR LR A BRI A IR T ]
415 2RI ( omaveloxolone ) AT 3ERZCK (AT AL U fE
PIscEmz e ( 1, B) P, HIZEAR (idebenone )
(Il a, B)5EEkEG ( deferiprone ) ( 11 a, B )R
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OETIRE PP DL RIIRYT AT S I 4R
4.7 TEBEAZ IR
4.7.1 X5

FRGUIETE AR A R E A A AR A R
I TE MR LT SEAE A ML AN TR, R B i
AR e A B DR A5 . DURR T LA
HPIE 5T BT B O U DU FR by 3B AR A2 O U,
PG ASERY (5 98% ) : S lE Bk AR [ R U
A AEAZ O LR (light—chain amyloid cardiomyopathy,
AL-CM ) Fl e BRI 3= 2 B 0 0 R 7280 DL
( transthyretin amyloid cardiomyopathy, ATTR-CM ),
ATTR-CM HAEAT T TTR FER B0 AL 573y 5878 7Y

PR JRE & T HH AT,

TEMFE O IURTIS 22, AL-CM 2 W5 14
Y 24 4~ H, ATTR-CM 2 W )5 F 24 4 17 1
29 31~69 A~ A, Rt 2 14 %G 2= e F 8 e,
AL-CM Fl ATTR-CM [ 3 i: LA Wihs 2590 R LAkt 1)
P4 R GRS R U A, B
4.7.2 Lk

ZEl MR SCEORAE (7 ) i P, T
TEMFEAR DRI AT . HE—25 5 3G / IR Gy il
RE FL YK S LU B R A . O O EIEL
CMR. B HEZZR . ik sh ik CTA ., O PO LTS
R RGN A i nT i . ELARTRLRE LI 82,

ELEZEEE= 12mm + UTEL—ARREER, ZRERETOIR

- ™
AR 5 xRxE DLMEREER HihREZR
s LAIRIB(=656%) 303 MmEFES
+ EEFORRE (= 65 %) < RME, REESMEEEREE © BZRRRRDE
- ZRUEHE /B ERT BIME WBRRGE
HKEORK HRERE - RAR
- ATHEH) ATTR RikSE - QRS K #BE / 20 E R ELE AT WENARSE
< EEK QK cRERR, BEWEMERR
- BEESHE * ZRUEEEHERE
ERERE - WP E SR SAE
- PSR BKEEMEAS * BRZ KRN AR BT ER
wEFRE
* QAR BRERHORIRE

< LABET / £/ LGE 5 ECV Fi&

71 ATTR: BERIRREE O T LGE: $L3EIRIGR ECV. WIS ETR,

BEER =i D ALR R s

v

BOERRREARN. MEFEEELESE(K/A<0265 > 1.65)

HME/ REBREEEBIKARE LR ERRERED

= |

a~
(=)

v
(1) MiRFIE2 ; (2) ALUER . BEAER . B
ERR S 2 RAER( AER OB, S FERRIRT
e 2R, FitseEmk s

(AR = 2 4 )

Y
EFTT *TC"-PYP ZEREKRE
2 | =
\
ST X B BAMLABEOIERNRILE

A%, FusSERALSE

= &
+ + = = &
EEASAOEE BARBHE  goempzoms o ATTR-CM BN LS
R R LR TLBE MRS S R T v
LAV, TSR EDN
AL ARROHLER )

v

ATTRwt ATTRv

SE. WBERRTERIM, BH—STZRRRELLER, PTc"-PYP. *Tc" fRCEHB L ATTR-CM. HEFRRET O I MRS
OB  ATTRwt: B4 BRI FIRIR R R QR M T ATTR. REEFRRBEREQEEMHHET,

BEE) =i D AUR RS W AR
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4.7.3 K52
5 HA A U 2 I TR PR S ) DL 5% 221221
4.7.4 6IT

EE vl S iR h £ 0 SRR R LS

TERIAEAS L IR FRRRT 50 A P RR 43 (1) BHLLE
WH IR DU IG5 ( 2 ) FFRAE
IS FHAETRTT o

Ei=toN =i chNi IS EHREROIA MR &M EM AR
R ELESBE; REMQE AZULESHE; & PR EH REEREERE ELESBE
BE LA FHMRAEEREER O SHEOCEIIEER, £O0FT SAEOCHEEFEER, UEY K, £ BYEE; ZHEHN

RIEE; £OERTIER
FH ; SAM 1iE

IR IR AL
FEPRRELUR =
B AL L E AL

SMUEERR R ER I R

D RS R I RS DA
REERRREAE LLRES )

BELEY K

¥Is TV {EFHS, ECV Fie:  WIde TV ERIK, ECV ER S ¥t T EE8EFS, ECV s, 58 ¥is T HEBRE
& BEARLE T ETRIEES
=, ECVIRFE ); i
/8] LGE EToMUSEE R ERANE LGE

HOAET SRR AR LGE & F+ &, ECV FH
& EFEFMHEM

ESIR LGE

JE:SAM . 4B BRI AL MERIFS T Yhmsth BkES (8], ECV.: AmshAFR; LGE: LIEIR1E38

4.7.4.1 FimYERYT
4.7.4.1.1 AL-CM

AL-CM 3697 B bR 2 i BT 1 I 9 =7 2% i
O WE 2 i AR A 2 AR e AR A IR 2 R 1 3~12 A
Ja P, —IRIT IR A IR R R, 2T
IR IR T ZIURT, W 1E DA fAOK A B Al Y
IrC 1, A) P,
4.7.4.1.2 ATTR-CM

ARG AR AP RRE R EN
(transthyretin, TTR ) A& SAETEIR Y TTR 43
Fo SRR = —FP Il TTR B2/, 5 TTR Y
RARZE A B 1 LA 25 AT I BA, HE7E N SR
RIETRIEIT NYHA D IRESr 2 [ ~ T2 ATTR-
CM DAFEAR O IMASEBERABET % (1, B) . 5
—Ff TTR 2 5E 7 Acoramidis DL X AZBEHZ R (RNA )
TH 259 Vutrisiran 27763 1 59 1 R A58 0 2 7m Al
FEAIE ATTR-CM FR 38 10 4 PR BB T 2 FL0 45 35 14 X
[ 27220 Kok L TFIAYT ATTR-CM,
4.7.4.2 I RIE S EIHREIRIT

E B FE A 0 L HE 5 I 0 7 30 0 7 98 o)
At 5 MAIPR . PRI AR e A AR N e 5
B, ABOEEM B 2 ABHM], kg ]
ACEI/ARB 4§ P27

GIFRREE | K VR A O o BRI R 3
JCi& CHA,DS,-VASc PF4HE O, #E TCEE Sk i i
PR T (1, €©) P AL-CM &SR IR
THAGIE M LR N i 55 & AR 2R, TER IO
B T P BEIG YT 200, BT LEER YT IR 45
AU B, Hofh IR R E S5 A IEIRIT AT B (§E
FUR IR R 88 1O IEE M FE A2 T 5 iR 7 & 23k

-i//l:l >> [229] .

4.8 HAth.L LAz B
4.8.1 LAEEA S

OB AR 22— Fh S B A D AL 22
PO, LA NS B 22 LR LN R R B A /N
IR RREE M ERIE . 8 R B R AR E, WO R
 LVNC, {HARXRERE, TR 2R OIEEE
AR EHEECR 2 RECEZ P RA A S, AR
ZHRIA I “BemAe R, S RN
R ULVNC ] BE B A3 2
4.8.1.1 2k
4.8.1.1.1 IR

FERFAMRLE : O Sy 380, DR . MR TE
SEAR ) =R, R Ty IR R DL IR I IR
TP R AT R B P T = PO
O BHA . PMEE GRS

AR R A AT TUOARER L EE R BE DL F $5
JEAEBUR AL N 2 R ESE BRI 2 P E AN RO LS
¥, AL E W AR AR SR 2 S BEZN
FEfE A >2.0, JLEE >1.4, CMR R0 A% AR >2.3
(N JLERIEA ), JEEEE O NS AT & 220
= MR 20% DL P

EMB: =2 FHEBRIE & R R 4 B S 52
4.8.1.1.2 FEHZ W

R R R LVNC H 2% B A7 78 1 15905 (K )
B RHOERATRAEGA( T, B) P,
4.8.1.1.3 %52

LVNC Al 530 NUE RSO =Pk SRR, &5
5 HCM f DCM AH2% 5, —Befg 5L T, HCM 83
BT AR UNGE, H = PR EA R /N R BRES .
DCM & EREZ IS AR, O N BT H sl = Ml
/NGE R Es . {HE4> HCM A1 DCM B 7E [ SR T
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e AT RO JFE 71 i 1T O L/ NS 8 S v 4 22
FU/NGEE] Foss iR, H 20T LIAE] LVNC (i2 W
BRifE

AR, OSBRI TR AT B 8175 2% B354
HTCTRRA B L/ NZR TR BE H N TCR it . 380 fat b
BET B OISR 4, S50 B 75 E1 A
ZIEBE TR, WURE Mz g R sOE I T
SRS, EEATRE P,
4.8.1.2 JHJT7

G IO 1R YT 5 HABNG R 5 R .0 508
T RS OHRERE TG EELY . SinsT
FEHAEMARLE (Ta, B) ®9 XG0 mE) . B
fhimfetezE . ZoEmeIes (1, B). ZAL%ERE
BRI EE ( 1Th, B), AU RbiEEGTT 20,

o 7% JEAR A BB T Ay . EAR . NYHA 03
eI . SR EAPEE ML Ehd . A sl ] S
RIS 25 5 DAL P S AR A 1CD AT ZRAE( T a,
B) [100]O
4.8.2 Takotsubo ZEG1E

Takotsubo Z5 51,  WEAE L BR3P O WL,
L AR — i R AL 0 FE RS Bl RS A R Y
OIS BRI
4.8.2.1 LW
4.8.2.1.1 IRz

(1) FEARFVALE: e W T 2t M s
(B SRR ZR ) HF 3R I P PRI, S A8
BALREO TR P E R KO R,
I IR 3¢ B0 5 200 5 R 8 Bk 25 & 1iE (acute coronary
syndrome, ACS )+43r2540),

(2) SEE KA. a4 L5525 F 1 BNP/NT-
proBNP KT

(3) ChE2AAGA . WA ST BEf s . T B8 E A
QT [aJHASE

(4) PR AR . 4R ZH Takotsubo ZEAIE
HABERT LVEF B R A%, H 54 Be I AiE fsET:
JAUBSE S N A ARG . 2 CMR AT B LK i, {3
R WELEFEAL (B CMR #A&R W LGE ). CMR
WA O ZE FIBULZE Takotsubo ZESEHY FE B H &

(5) FRBIKE R K IE O ERER : 4 10% B
[R5 56 O, AFL AR B0 ki 52 T DL e bR 2 ks
G NN Rl S| X N UM T SING $ (9
A VAR R FRALIE SRR, e DL ORIz B, Rl
RIE “THEFE, OEPE LRI Rk
FEREJNAIZ R IRBIIKE S 4 5 Ao D il et

[ 8612 Takotsubo 255 1E ) & Fr fE 77, InterTAK
AT RIS 22 23) 2,

InterTAK 34y

TR T (5)
ik 25
TELEE H 24
SKED 13
7 ST BRE(R 12
KBS 11
R RGRR 9
QTc FE 6

7F:<30 43 Takotsubo LR & fE T 4E 14 <1%;30~70 43 Takotsubo 42 &
fiE{IK / AT gE 14 >70 4. Takotsubo 4R &4 ol §E 1414 90% ., QTc: K IEA QT
18,

4.8.2.1.2 %L

Takotsubo £5 A5 1iE 75 22 5 45 5 20O LT SE A
MDA, Takotsubo ZEA1E & A ILES &
P /K500 Fi PR R S R AH 2 Y ACS R BEAIR, 1
BNP/NT-proBNP F755 5 # i .
4.8.2.2 JAIT

Takotsubo £ 5 fE 2 M W B9I6 97 DU SC R IR YT N
E, PR fE R A AR e B R SE ((Ta, C) PP
XA IFL R, RO ) R bR 2,
PRAYT ;s T LVOTO &I 200 2 SREA A0 5t
e, AP B LR B e 25 Witk 1 v
SOIAYT 3 X TFIGHLE LVOTO HI &0 R R e 1Y
B, A Z OB T RS EENUI Y 25Y0a
IY ORI R, AT PRGBS R A I )
JI5RE . KIRYT FEFERIHLH R
4.8.3 HATYEALETRA R AL
4.8.3.1 E UMK

HATVENUE T2 A R JE — 2 i LT 4 2544 Fn o)
REAH G HE N 28 S 5 R A i (PR . o el R %
L HUZETI40HE Duchenne BIALE FEA K ( Duchenne
muscular dystrophy, DMD ), Becker il Il & 35 N B
( Becker muscular dystrophy, BMD ) #1 Emery—Dreifuss
Al & ## A B (Emery-Dreifuss muscular dystrophy,
EDMD ),

DMD F1 BMD 2t 4wt 4t )L 2545 85 1 ( dystrophin )
() DMD B[R 728 55 R BT NLZE 4 8 DI RE B A S 2L,
B OIRee s Ek, JEE IR RN
Tifg. — &I XEB RS L. EDMD % i 4
WAL AR 1R EMD G227 )28 11 A/C( lamin
AJC)HISED LMNA ZZ S8, b EMD FEDAE 525
i R X BRI L, LMNA &4 S5 850k R 2L 2
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[ RN Co i R AT S 7 (R RN U S L
FHLI. SUNI. SUN2., SYNEI. SYNE2. TMEM43 %
FHAR FA AT S EDMD.
4.8.3.2 £

DMD/BMD & D EAZ R ELRIAONEY K,
U B3y DI 0 S eI o o £ 7 N oo M Y |
TGRSR L ZUb 2 e (0 RPN ZE 4 B 1 Rk TR o
B ERER . EDMD SR UG 22 ( F2A
BRSO ). demLIC S ZE A ALz B H
TR U AR BRI 5 32 B, W] 0 g |
DN ORI SRR, CEA R RGN
WAL RECE PR SCDPY, SRS IR ER . K
T LD | R A A P
4.8.3.3 JRAEIEAN

DMD & 5 ., 6 % i 2y 25% §9 55 #: DMD
HOWAZ R, 18 % RILFI#EE 90% ™, K4
TBYT I DMD % £ 18 20~30 % 38 T i sh e 255
FLHRL R 9T AT AE K F5 i 2 30~40 % . BMD i 72
HEJE L DMD Z24%, i 754 Al ik 40~50 & 5 K .
EDMD i # 76 L B s i AR R, Z27E 20~30 %
HELDEZ B
4.8.3.4 IHJT

Wi e - DMD (B EWTE 3 B 5. s
AE T FERTIF LA ALTE ORI R . — e A HYF ik,
B H O ARIE e BEE e B 0.75 mg/ (kg-d) SR
AJEE 0.9 mg/ (keg-d) (1, A) PRI AR B p e — Rl
B AL AR SRR, AN R (T,
A) P9 BMD HBF— BRI R, ek E
LI

O RAEIRYT « CMEF AT SRS T3 1 D
2. DMD & 5 B A ACEVARB I [ il 27 {4
TP IEZ DU EDEE (Ta, B) P, OS5l
BT S ANTER . BMD (934975 DMD ML, B
KOSz B, EDMD H S E AL I Oshnk
G SRR A RIS, R % R A7 7E 1CD
RIAFRAE( Ma, C).

HAAIFRIERRIATT . BRI R,
DAL 2 FEANRHFFIE AR . DMD B3 RIGY Y B 78
SNAE, AR IEAE IR R B B
4.8.4 458 GO E

g5 UM 20 LR 32 R g T A
(desmin ) [ DES JERAR S, LA 4E N 258 11 55 1
R, SENAMEIIREFRFRE, SR Yok
o Rk A5 P e R LRI R R B A T

TSRO B B ILEZ B0 RVLTE 18k
WL, R E ST DLz BRI,
MY L O R BRI A A = Bl B 25 A
PRIFEHL . LD R LTS G B L R 35 DRIAGH 24% SR T 3k
T2 Wie 290 B ETM CRRGRTT ik, EERXAE
E g
4.9 FrEYEO I

TEEAR S KRR R AL | v I A PN 400 S S TR
Rl 5RO IS MIIEER Ik, ANE TR
LR RTERE, AfSr AR, FEHTE2
Wr
4.9.1 Stk %G

B £ BRIt PO LG, 5 7™ B SR B ko o
SR O LB I AL IR AE . 2R 4Efk, RN
L E RN . Wb E( 1) B A R
Sk IEYE, £ T RIEZ — AR
o MMz E e A A ok 2k O U AL s A2 el S T
K SZAFAE >T5% WBAE s WISZ sk DL b i stk 3l ik A7
TE >75% WBZAE(2) 220 IIRERERS . BNP FIILES
A EA B T2 WS PR 8 SOsh R CMR
A T IRAONESS 1 5 D Rg s e R Bk CTA Fseik
Bl bk 1 5% 45 AT PPAL SR S ke A8 FR B 5 RO R
FITHEHLNZ 1% ( single—photon emission computed
tomography, SPECT ) #] f] FPEAL BT O IR A
L SO LB . O ERIR AR T RE s PET AT
PO FIEIRES . IRIT AT S5 ([ e ik 45
BAEBRF LW LA R ) Y,
4.9.2 & MO S

30 a8 =101 WA R TS e 2 =1 | WA s Y
TGN, PAZE O BRTARMENEE . O LA 44k 0
LIRERERS AHRAE . O HLE SV +RV>3.5 mV 25 H
(IR TT TR ; A OB CMR o] FFREAh O E
SMIEE, HERBEE BN 15 mm™Y, 2055 1]
SRS, 6K B,

1BIT AR I O ST B B R 26T 7 5
PRI [ IR B A TR R (2024 AEBTTR D) 7,
4.9.3 N WL 3

REAEFR N 30 o I, 2 A HERR R O AL
P AR BB O U

W PRI O WL 405 2 46 ZE M PRI AEAE I L T
B 0 S R CMIR 45 32 47 00 ULZE 74 Fn T
YA, R R R R Ak KR IR R AR
L S REE ARG, FFIkIhREZ B, MU 4ETh
BEZAA ., LVEDV 42T 1EH .
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BEPRIR SRR . iU . A2 B A (5 )
TR BB IEAE, PR R B O 20 Ry
WA T, OB, i BRI R A R AT
O LR ZYATT, T ERE R R B iG 48
(2024 Jilg )) P,

FOIR IR EE M O LB 248 e R AR B AE 5 AR 1Y
O WU, 5 HEBR S il A0 i S 4k R IR, 48R
7 HUR IR S REMR &2 1EH )5 6 AN O I RE I i S 15
ZIRBWE P, 2 19% FUIRBREERE 23 4 R R HUR IR
YRR G, BB D EINREZ B, TEEE L
JRHEARTE P, Graves i i WA IR IR . 3697 H s
SRV HURBRIIRE, HIEPTH T, B 2R
R FREhl O RAMEERER( T, B) P,

4.10 05O NUE

LD VR T 1972 i ki, Br, £ W
KAPL T EPOAEZE ST 2016 Fl 2024 458 J5 IR
BRA RATHIE L Z AR, R T XHZ ISP A A
PR S, AR RN T4
4.10.1 5 X 543

D B U U 238 0 s & A 2 AL S5 R R BE 1Y) 57
WO, PEME1 KO L4tk . WIS RERERS . HA
HITJ) BE B R5FN  5EIR S S I PR B — Fh g Y,
WS G BiL = A T 43 4 R PP R L LS AR o T
Z W T IR . BRI . sl ;2 1.
YA T, 20T mie SR 53 A O L AR
MEFLEALTEAE, 20T 0 F1 3 . IRENE O A ; 4
B ARREDIRN 3 (R8RS ), 20T
POL L TERMFEAS | PAZEIM . SRAERIE S,

MR R FIGREB, "7 LT =1 2(1)
BRPE (WIRERED )« B P A B R
1L 0 B B Bl 5 5 LA D BE R 5( 2 ) i
UL 5 S 2 A5 R S B0 B ML R R A, PEREA:
Pibr B (BNP ., LB PRIRAE )T A (Bl )0 e i
Bl 3)EE : AFELL T —Fhsk 2R . OB ETh
RETE (220 B A< 35% ) 5.0 e )1 B 3%
ZARAFE (ZEOENRE< 20 em/s ), = 35% [/
O BEARFUE AR BT (0 erdifh . IRIR
. JEMAEERORIE . RAE ), EELALEHK (X
DEER= 5 em, ZO0BEABIESH = 50 ml/m’),
KRRRRLEME / Ak AV B Eis) .

W 9% %& B, MYL4. NPPA. PITX2. SCN5A .
TTN 23R A AT G850 5D IR A 56 B0 O
BB RREE AR . O IR RS RS . D ALK
L PN A S A B AS AR T 4 0 R

K4t (HAERHEIG, O EA , g5 E
PG B 5.0 5 O WU I SE 512 T
4.10.2 3BT

Pl ML . BRI . O KT AR R
JE(HF ACEVARB ., 195 [ i 32 AR F5 BT 755, mT ek
S0 0 LIS B 0 Ji PO HERE A IR0 L R L
LG FE s B E I iRy T (1, ©) P, A#3F
BRER RO F F, N R R AR,
FERN PO E 2 . AR A () R THRR
(M a, C)P", AHAIEREEEOHEREE, &
WHLA KA (1, C). AFHO IR EE N
TGS P HEAR 000 1 R AL AR IR YT
5 DAVFERBEERE
5.1 HEAEEEH

VL AUREE D EZE, RIFH AR
it PEHMAEFEEL( body mass index, BMI )7EIE 2475
(185~239 kg/m® ). X FHRACEEM s, —MEahEh 4
NI 3 g/d, AR ARTEHITE 1.5~2.0 LA™,

RS T BE1ZS & SONEE HCM HRE I HH A 2,
ASEEVATARLC U BRI . W AT 5 | O JULET 4
b, DHURIE . AR DDk, BBURE
TR 2

PORONT NS VR I P Stig e AL 3794
ESFE L WU B TP AR 7E , O BRVEAS T DL R
RIXHBE, I BN 5.0 R A — 221236
5.2 i8R

OV SRR SCD BB ZRIN, s 3h#k
INAEEA DR R I — AR, R, OIE
B ARSI A Bizgh, SO EA, MG E
ZHEGTIESE B, X L £ S sl AN
—BRRST, BB AR 32 s R PEAG 27

PR A O U B3 2R 138 sh Ak B AR X
BrpEAl (T, C), #EFERTA LPEAhaT LUz s AL
B E E W TR R P R iEs (T, C) O
LG £ 505 S A 3% 24, iB SAHDCKET EE 3%
25, HCM B EZsh @ BaE i, SRR ERLC LR
SRS S [ L R I ) B
5.3 LEfREH
5.3.1 LEURAT XU A

B A E R A AT R A2 52 A T A A IR AU
A, 225 00 R 5 DA 2021 ( modified World Health
Organization, mWHO ) Z# 77 110 Il 57 JRURS: 4323 27
A CHERA IO MER 91236 & 5 41 (2016)) 7
H A RS Lo P R IR XU 43 %
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DAV EE RS 7

WHEER IEEKTE

FEEEOHLE
EFRAMMHEREBUETERSRE / TRIEH

E#BIHRE LVOTO RENFRERAEUEELE, OIFEWRERENTERRRICES, TEESRE / ZHiss b
BEBHEIHAEE LVOTO REMFREAZMHOCERIENSRICEE, TEWSRE / ZEE Il

I oKL ALR

EEEEMHERBIFFMEE (B LMNA F0 TMEMA3 BR T SEHEN oI 2E S  5REEE lla
TR A BHOETT LVEF = 50% BEREshFANELAZTH OERREESE, TEESRE/ ZHEH Ib
TR, BIIBRUETT LVEF 40%~49% BEEHMFELNELEMOEREEE, TERPBEED IIb
BIEIR. LVEF < 40%. BHREMFRENERE M OERBIIET LMNATMEMA3 R TSN ESE, TRUE®RE/ I

FIE)
FOEREMOIR
T ESE 150 min BIKEEIZEED

lla @

O W

O O OO0

Ila

T ORRE/ EHOERERE. TRPREZSR. CHEHRESE. EMHRE <500 X 24 h BEZSHEANERE Ilb C

MOBRBERE, TEER/ PREEH
TRWUSNSREES, BFERRMEERERMLE

[l B

7E:LVOTO: Z /= HEAEM ; LVEF: 20 Z i 24

EEE s ssmiEsia Xt

WHESR UEREKE

HeEHER KD HCM/DCM/ACM BE S ERT 18 I C
HCM/DCM/ACM EREMHBREFEE, NEREEREH 18, DIHEHEBEHRE. #47 SCD Bl S E Ila C
REVL7E R BEaEXFER RSN E D FEFFE HCM/DCM/ACM B, NEEET 6 DAY 1% lla C
#H# SCD S EEE " % DCM/ACM £#, NE2ES6 MR 1R lla C

SEHCM: JEEELL LS DCM . #3K B LS ACM: Bl 8 % MO IL% ; SCD . U BEMEIRFE, - SCD B & EA . DCM. i LMNA.
FLNC 308 %5, ACM. 10#% DSP. TMEMA43 B TS H L BE T S,

5.3.2 UTURMAMNAE PR

mWHO T2 & LLF i 3 0 =L O s &
BERBRHE 2 PHABNEE G BE, PHAODhRESIA
Ak, ANEIFIRE N B R, [T B SZARRH
A E T IR LRGN (1 a, C). L EEishif
BAELEIR PR AR, RHOR s iR A,
A4 (1, C). wRfATIRIE S 25%, Wik
AR . PSR . ACEL. ARB FENESZEC T, ¢) 7,
5.3.3 il

WA O LGS NYHA O IIfE 9. O
R RIS A SR JRUPSS: A AL TPk 43+ 6k 7y BsF i)
Ko AFRHEIE, E R AR . ME 2
[XEIR YR T R AR S fa R DL R T
MRPLEEZa ot , HetEmlE (1, ) ',
534 Pl E M

7 Je L N R S D L Bh 12 ARk, BT
TN, B/DRFEEIN 75 24~48 ho BRI
e (mWHO 1 / T4 H NYHA OINRE T 9% )
HARMR A FLIAAE R 25, BIAHEERE R SR
( ]]I , C) [273]O

5.3.5 JALRHIT AN FEEA: 7

HEAF O WU F8 A Ko Ja 70 SR IR T R 1 7 18 %
WAA TR X TSR AR G I R S EE , HHE
AT IERGHE AR BAZ K ( preimplantation genetic
testing, PGT ) BUAEURIAFRE 2 / 506 B 7= Hif 12
W7 ( prenatal diagnosis, PD ), DMHEIFTEEIRICHR( T,
C)o HMEFFHEAT P/LP A8 5 H AR B ™ 4 16 55 AT
LT LT PCT #HA T FRMAE T, W T ERMEiRE
Al LA PD BB 2N, SR ZEXUT g 2 5 ST
HYRC T, C).
54 JEOBEFAR

O WU R8T BRSO ) 2 i L R B R
o RSN, R 9 AR A1) T R i R 3R B
LVEF, 23 G far FA A IOKF- o BEEEE HOM 3
AR R 3R G (e FINEE LVOTO 9254 B, Bl
W3 26,
5.5 GIFAEE AL

HCM SBF i . AR EORIE I 2 5255
IFRERCE DL, A IFAE AT REINEE B FEAR . LVOTO
DRSO, HAARRILE 27,
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