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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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T HOM W JIEJEEEL O s CMR SRR 1S SCD SRy o IEHEAAE s T 1 mapping Sk 1) sl B ] 5 f




MR AE2ER T4 2025 4F 5 A5 2 4% 55 S #] Contemp Intervent Med Eletron J, May 2025, Vol.2, No.5 . 15

TNNT2. MYL2, MYL3, TPM1. ACTCI % 8 /% U,
(I ZmAS IL/INTT B PR FE DR, AL  HOMAAB AR R <L/
BN . Horh MYH7 MIMYBPC3 JEHBURAS B 249 5
ST R LN 35 PR 005 75 5 114 80 %~90 % 24 7 %
B EE A IR AR 5 IR R RIS, X5
= 2 AW/ INYT S P B0 S S B, B VIR D, B
PR SCD KU (T a,B) P SRAFSE Bk T 284
T DA S Ao B R AR B A, IR R 4R
LR AT BE AR HOM A O SRR, 7 80w 3 K
RAGINE] P/LP AR A oh T LA S,

T AR 1 9 T8 2R G o , A B D I AR
I AR B LR | RASopathies\?qié’éﬂn
PRVBEIR | DE MR AR O LG 55, 23 B S B0l A e 0
O, 5 £ HCM JE PG s 25 58 A5 ) T 4 )12
Wro F7AERRIRIE AE (UL AR ) B ARG I
A B ST T HCM 17 05 350k 26 I K 19 58 4% 270
A (U e s 7 i) (1,C).

HCM f 35 PRURS I 5 358 4% 365 90 3 DL A S 3 6 DR RS
M 5L E T,
4.1.2.3 Y92 W HCM TS 54 B et gk &
PG IR (36 1) S 22 S AR TEAR S 51, Ak s iy
BT ,C)o MARIX PN Y A 0 5 B JEL 38 et J32 1
YA AR TF HCM, B Hop BEAE FRHLH] . ARR R FE
ﬁ—%%z:lﬁj[w—ﬂ).%—sﬂo
4.1.3 JHEEE HCMEBEFE S LAY bh 55
A A HoAb P | 3X B8 A JFAE (2 35 5 ) AR A FE
TG . # HCM B H G k.0, T & A
ik fe] AN IR, S EGRI2 IR IS AT R Y A IR B
Ik 5 AR R 29 1% 8, i — 2B BR AR B A 1 T
S5 SmE. HCM B PO e Bl 3 ek g
1 % (estimated glomerular filtration rate, eGFR )
<90 mL/ (min +1.73 m?), %) 15% H# i e GFR<
60 mL/ (min +1.73 m?), XAELME R ils Je 22 0 a5 ik
HREAEMREEPEME L, X—KBEEARLE
= JRURS: X8 i, LI R I2 Wi 5 B IR TR S 2 AR
B ZRYZ BB

SCD /0> ] 52 utg AN M AR 2 ZE 2 HCM SR FET- 1Y —
KEZJFIN . SCDAELERLA 19, 0 37838 LG
ML 43 KR B8 140> 1 %5 38 ( heart failure with preserved

ejection fraction, HFpEF YR E, EBIE RN,
43.5% K HCM B 3% 7] JEJ& y HFpEF ", 720 %5 5
ML LVEF ) B23T 50 % i, B 245 220 = Wi T e
R4 Ay T MR A HOM &R, R ™
AL E AR D RE R RS . O B BR SN HOM SR ke
P ZE R B DLBR N o0 B B sh A R AT P sE S Bl A i
FEMAETET R4 0.1% ' K 24 1.5% 1 HCM
R R0 BRI A ek AE , S5 AT HOM R, %5 iR
FG R R , 0 1 A SCD KU w5, HA A% S
RCM T,
4.1.4 BJ7
4.1.4.1 AEAEBHPEHCMAY 3G 7 XF T dE A fE o
HCM B3, 3697 T 78 T U T 6HRE 2503697, IR I
PRAEIR , WD O S RO 1 S A B, R4
BELAE HC M A9 I A SE IR 5 0 WUIE JEEAS B % HE % e 4
Koo TETOEESUETELLT , HEEA AR O S I 17 1 ik
FH B2 WP 5 A 00 S 5208 O 3R F I HERE
BIT T E SAEHCM B 590 7 0 O A H AL
(1,C).
4.1.4.2 FERHPEHCMARYT
4.1.4.2.1 2593697 X T MEHCME %,
16T H AR T R BELR 25 | 238 bk L R AR XU -
LVOTO 5 4.0 % Fh 3B FHL HCM /) 25 9036 )7 M TR,
R AL (T a,C)

IR HLZE ( mavacamten ) & B N 7E H EZRAE T
(47T 8 FH AR HOM B.C UDTLEBR 88 sl ), He
a1 T O WUILER (1 ATP B , 98 WLSh 3 13 - DLER
B I RERF RO I, TS O LR B e i . 1
HEFENLZR 12,

A0 DUALER & A 3 7 aficamten B AT
4115 7R A E | 1 N NS PN ot T A N 1 B D £
M Fe K e Ath [ B 32 44 BEL i 570 A () AJE — &k e 2%
B 15 B 77 | 3 Ak 245 W 36 7 09 A BELME HCM R 3
aficamten, Al AR AR LVOTG ez 004, H
a8 TR | B G167 S o e s 7 S =
SEVR I A RS R a0 HARE T M A
E— 2R
4.1.4.2.2 ZERRFBKAEAR Z R FFHRAE AT W
fiff ok A+ A BEL , 2% g B RE R . XA E IR L

R 11 S A U AR S0 Y A7 7R 72 0 3 A R

SR SNINES i ARGURHLE TR 210
BIL(0~121H)  WPE; KAEAR; itk e MR . LR RPN S ICHIESN ;. RASopathies;  HiA: LG r s e fCsH4i
L= iEs GPIIN: B3 B PR s MR s SRR

4 L3 IR B IR SSH  EaT 128 ZRRRP ; RASopathies AAT A s FERRAG

FHAAE NG ) B2 Sl s Pm;ge?ﬁ\ Danon Jij; ZORIARS; Friedreich RIILH H:’{jftﬁfﬁjﬁ; ML NLAIPEAY 3 JEP
] iRl

A3 BHIRERT; JAEMER; WIIREZH  BESICBURE  BARTR O UR  GORAROR SEREE AL s AR LA R

5; Friedreich AL R s JEMRRAE O UG AHR T Pzl
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F 12 RN HOM BZ5iayr g 007

AR WERELEL EPR KT
WA T
TEAE S ALV SZAG 00 R, AR RGO, DI TR B SZ AR, 32200 0 S I Rt 32 571 i I B
B 2 AR BHA I JCAR AN A7 (R, MR PR S PR (RPN . HU/RBRES) I B
Xt B AZ BRI 7] / AE = AU e A R R 2 5 A B AR IR A R, SR P TR b e I B
MR HOM 3 kA PR iR, ZEHERR AR A W00 T, A R S 2 S0 1 R sl e P UL 3 i 450 | C
i, JERIS B ASZORBELA A
X TR A A / 2003 FE R B BORERELYE HOM SR, T2 18 IR/ IR R DR, Aot 4 ) B b C
FERH P HOM AN B 559 3R PR 254 (0 ACEVARB ., 45U BESASHEHTHISE ) sl 5, Al RN eyt i S A m
X Ff SR LVOTG>100 mmHg FASFHTE HCM B, dihimioknl g F m
LnESE/baris
M T B ZARBHAR / AE — BES A RS S S 2o D S AR, #E B0 LS LVOTG > 50 mmHg H. I B
LVEF > 55% () NYHA .0Ifig 53¢ 11/ MmN HOM 35, HEAEn T (48 . HEEiinfl it 2.5 mg, BRI 15 mg,
AHOMR 1K
A LVEF<55% 1) HCM F35 5 sh3 Ryl 221657 mm

BRG] 2 DI AR LVEF 24k, X THErimoinst (LVEF<S0% ) () HCM B3, @i bl W
AU B 2 AR BHASA A — MR RPN . NS R R 0 B I AR . s 25 g n 22 o = i g Il

I i AL g SRR A NS, LI PR 28 4 B

TE : HCMOM AL JEEELC YU s ACELA i 5 55 5K S A0 R 78] 5 ARB O A 525K 38 T2 B0 s LV OTG Sy 25 B i B TR I 22 s LVEF A28 L3 Sl 340 NYHA 2 2400k

445, 1 mmHg=0.133 kPa.

WLZ e 7 e LA A5 ] B 700 320 G T 7 B 22 (left
ventricular outflow tract gradient, LVOTG ) = 50 mmHg
(#2808 % J5 .1 mmHg=0.133k Pa) 19 H %, 47

TE 22 95 F 5 B9 HCM Hh G 2E 4T 45 18] B ool 28 A L 22 fige
LVOTO (T ,B) ™ HE5LRX PRERFFLERE L 5 4F |
BIF IS O 5 BREN A0 B R, IR
LA T R A R T (R TR R # G
RERE ™ EAR ), H AT SRR T 28 (W B sl A A B TESE AN
o BRI 13,

25 [ R A A T DA SR S ] B D A AR RN 28 B 3
[T A A

e GE 1 SR 28 8] B 1 28 AR B Morrow TR, I 4F
KEH R RY KA Morrow FARBAR . XA FARF
] [ o A B A BESR | A AR A 5 2T AR A B B
AR AR AR SR SR H A B R A S T
A, SRR, BT RAE LS D 2 B | == A
B 451 0 3 B A S I, (EL 7R 22 6 F T Y s, X8
I RAETFAH L

AR, BB B P ARAWHE B, WX T &
etz rh AR B, AT LS B S TR, X Fh
FARE I, X T 5 I R AL 8 7T A
IR ST P BB T 22000
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28 i = B B I A AR TT e — R AIRYT T 3K,
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EEARRCRAL TAMRL A PR AA , BRI b B
RGBT AR AR ™, B AR 22 I
PN 2= () B 0 ILTH R ( percutaneous transluminal septal
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BT AR ML L L 29 7 9%~ 20 % W BT A
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4.1.4.2.3 FEAXUEEME 3T S ek
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A% S BE A AU s L 7T 25 SRR A RUES P 2% i
Gt P S P S AT A s 2 AL A IR LV O TG, I 242 25 )
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4.1.4.3 HCMAIF0 I EB AR HOME bl
HEBRTE O S 3 3 AHSC Y BEA L IR 186 2 Ab, H Tk =
3253 R UE SR 2 W HCM AR 300 ) 2 3 5 At 1A
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PO Bl e R 2k A O E BB HOM HE A A
ICDAHAZE SF sl B AN B2 16D, 7] 25 SR L
BIF (I b,B) W™ AR RIAEST AT A0 28 ks
A R TBE (1 a,C), TEWASC 4.1.5 SCD
(A PEA 5 P 7 o
4.1.4.5 HCMZRWNETT

HCM &0

O HCM 2R

BT IRARMETE (L B), BARNES W R
JEARLL RIS SR T 2023) 1
4.1.5 SCDITAL 5B
4.1.5.1 SCDRYXEE AL SCD Y KU PFAl & HCM
AE I RS PR L2 B A3, A 1 A2 s A
a1 ~2 F AT RE AR AR SCD KU Tl
(1.B) 707 HOM B 19 SCD HISEfE Ky I % L
# 15,
4.1.5.2 SCDHHIRT MGG HLAICD & s Flif
J7 HOM 55 &A= SCD S A ACF T S () ik, 32 2R i
B SCD a2 TR
2023 4 ESCC I & LS 1 1 FHIC S A0 UL
SCD XU i ( HCM Risk—SCD )55 | A A4k BFEAH A%
ANHCM 3 5 4ESCD AR, 2024 4 32 L0 BE) 23
( American Heart Association, AHA ) /35 [E .0y il 5 2
2>( American College of Cardiology, ACC )+5 Fa kg H
F A TCSCD A [ R [ AL 45 SCD 05 s A W it [
R E AR B AR JE AL FER AR DI RE RS | LIS E RE
I8 ARHRLE M = M0 33 38 ( non—sustained ventricular
tachycardia, NSVT ) }2J"{Z LGE /458 % ICDAEA Y,

£ 13 HCM A RRE AR A )

HELE LI WEAF S UK
HEAF HOM G5 FR250 5 AR S 10 2224 Rk BN R 37 725 (AT R 28R | C
XA F IR AARIG RN LE, LA B A ARG AE 7 ZF AR T HOHAbC ARG (BIA0 g5 | ek 008 2 S 52845 ) | B
RN, HEAFHEA AR 2 (R R A AR
TR B EECE S LVOTG = 50 mmHg, 25 K32 2516 7 54 F NYHA D IIREZ / V) HOM JB, 2t A7 m) s I B
BARLUEEEIR
X HOM IR BB, e T BRI AR T, 1% IR i T2 R DIBR AR I a B
Xt 28 [l A A S A T TR AR R, N R T ASRME R, WB RGO S AR, AT R I a C
TR A
XHF#E IR G LVOTG = 50 mmHg, 2% BLGYIRI TG 8 &g shitk 2 Ry i, B ikt T2 M b s R I a @
XFFIERE (NYHA OIIREA R TR ) A MRy esimb, i B8k 5 LVOTG = 50 mmHg AAFAEPEE R 1 b C
TR 038 SHAHDCHY) AL . O s BB h B A0 B ik, T2 SRR T (R BRI A AR
P BB HCM (838 76 S MBI A AR A, T2 8k T AMELC BrEm sl Rl (81) A HEs e Ik AR b C
XFFEE IR S LVOTG > 50 mmHg /) HCM SR, AREUGH T J0M B QR 2 1] B A AR SR 8 gt 70 28 7 HH A AL 111

TE - HCM R IEIERLC U s LVOTG 2 B B R FT B 22 s NYHA AL AERR 2. 1 mmHg=0.133 kPa.

& 14 HCM G IFL H Bl iR il
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Yl 2 K PRI g v fg )
HCM BE A IO ENIE, e O b Bish i 3677 5N S Tk 16y 7 I C
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HCM H35 %00 B BB 52 e 2%, BB 5 sl O 0 25 sl L) I B
VR HIEA T B AZ AP . Al S e A R4 ) | C
HCM & A RER 0 B RN a0 25 AT 2 R, % B AP Rl AR I 7 HEA T 4 e o 1) I a B
TR 2 B SRR, T LVEF<50% 9, nI'5 B2 RBLmGN . B - mAF SR E RGAMHR . B B2 AR T a G

LeRERPRFANBR S BT PRI AN RS B2 Y J %, AT R A% 2K

AL EE GBI, % Pl o R o 2 Ia 9

HCM 4.0 Bl AR B At MRl 1 A EsE (AR . BP0 S0 80 SR 1 Se Rk ) |, (R Birt i S Ia G
REHEIRT
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PIASN 5% s , 26 P [ HCM B T, AHA/ACC )
SCD &l 43 )2 7 AT BEAL T ESC U HCM Risk—SCD 4
YOS HOM B 1CD LA TR e AR AL 3.,
4.2 DCM
4.2.1 EXLH54 DCME—4H S Bk o NS,
FESUNFE D E RGO EY KA DR Rl , HRRE
Lo o USRI R0 S5 3 7 A0 (A os IfL M. AR
SIS AN A AR O E 45 ) R BE . DCM ] R a8t (& 2 3k
Bt L, AR O I AE 9 28 B R e PE 5 A o R R
PEFNAR A AP

Ji M DCM LA I A8 Ay 497 ey R0 = 22 1 9 34 4
AR A EE (D) BAEYEDCM: 2915 40%, T8 W e (n
R, IR 5 (2) K15 DCM: 7E 1T BERY

WAL Gy LA L, PR R A . DIk
Ye Mk DCM: K UL JRL ARG 55 99 75 [ 0 g 160 25 L IR
B AP TR ™ 2T IR ZE A IR e R B
2(SARS-CoV-2) % | 40T . 0 B AT IR L ELTA L 3 2R
(B I ) %5 . 2915 95 % , ZH B TR BRE .,
Q@ EEPEDCM : UL P A 5T RS | 259 (PRI 24
Y1 BORR 25 PL i SRR A ) A e T R
(IR 2O NS ). ORI AU « AR IRA I X
U JEEOR PR, T BRANAT S 200 o R 1 Ho At
Wi @EFREZ M DCM: & UL R AL HE 5 11 9% (Al oo
R ) A= 5 R R B 2 iES . QR
ZHLPE DCM: 5 L5 DR 5 (0085 A | Il 1% 56 1t e
o )R REDCM: 2915 30%, £F 4 DCMi2 Wi {H %

R 15 HCM EF ) SCD AR XA P 2 His X407

fER A% TE L

I JEN HCM B, LRI 5 SCD XU ¢

SCD — R TR A < 50 H1Y SCD IR (WIS T EE N HOM F:80) |, sl —9GER A SCD kil

PN GSER R > 1RSI — i MRk, T, 6 AN R A SIS 22K (i 5 AR IR BA SR B BE 5 SCD JEHA WGk )
G S RO AR 2SR, FORBRIA N T 2005 3 T A B

& B Il SR S M%}%ﬁ%ﬁﬁﬁ%ﬁim}iﬂ%< 20 mmHg B MR G 2y B ST iR RS < 20 mmHg, 29 20% (1) HCM R E A8 30K

At R Vsl ARV D shid e O = 3 VR, 0E R > 120 K /min, FREERTH] <30 s, FERHER AR (<30 %) SCD
A A (8K

VNN ZEL BN SCD KUKEIEHI &

P R B R AL EIE L CMR 7R 2280 AT AT B R 28 BEISLE > 30 mm (FIEEAFEES:, > 28 mm AT )

iU I AR FWFSEHRIE LVOTG = 30 mmHg & SCD [0 7 fE K 8 25

PN U E e TR AL EIE R CMR 78 LVEF<50%

e FE IR EE RS KEATTF 720 F IS (W ERE T B, A2 BhBfG s Iciz al, Tt

CMR #2782 LGE LGE &/ = 0E R 15%, s A LGE /32

SR HEA R HCM B4 P/LP B 555 0 SCD KURHAHDG . #5[R)— B 5 > 2 4~ PILP 85, SCD XU T i

T :HCM A AL IS0 LS s SCD S CoBEERFSE s CMR iy RS EARUA% s LVEF D)y 760 Z 5T 1 73805 LOE W ELAER 33 s LVOT G 2 763 i B TR T B 22 s PALP Sy 80 /T B

o 1 mmHg=0.133 kPa.

3 LEAIRIEHE A HOM B HIA TCD [ e AR s
B £SCD A EFEREAE §1CID Ay S 5L R £ S C OO LRI 2 5 AMA A FE B 25 5 ACC LR 25 s CMR O ERESEAR LA s HCM O BRSER0L
LGE W ELAER K3
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(2) 52 55 5 A6 A - B AL A R AM K /N K s B 24 F1] JR
K E ( BNP/NT-proBNP ) 8 & Tt . WS E A
Bl 5 0 2ot O WL 5 A I DR S . 5835 H A
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TS . A S e PR SR A A B T A B DMLY
. PO WP BB R B IR N AR B B et
i, A5 085 R R0 H P b L A 5 T A R
U FIRERAEB L ZARBUIA BT DCM A 1 SCD H
AT AN HERE DCM B MUAS 47000 L
PR IR BE R L . SCD XU P-AS A X167 3K
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QU (T 5L UZEAH Y], 24 /NI Bl O r I e
AR M R RRAR , $28 B PP D REZE LA LY
WS SEIRE , A7 BT R R R RS A

(4) XLy« MR IR Ay JE A S 1) 000 s AU
PR, OMLE>0.5, AT B R IA L |l b 20 ik
o B s B 5 F B R,

(5) A L3 : DCM P L3 ] T S BN T 4y
A QUOFEY K T E RN, B2 O EEF KRR
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= 54 mm B 250 T 57 ik R WA FH (left ventricular end—
diastolic volume, LVEDV )= 128 mL, Z{4 LVEDD >
50 mmI{ LVEDV > 107 mL "™, @Z0E BES S8 :
e EREIS SR IB IS | EREAX AR, TS IR0
RIS B8 55 ; B0 B I DI HE T B : LVEF<45 %,
720 5 45 h 45 45 %2 (left ventricular fraction shortening,
LVFS) <25%; @202 AT BTRE MR « 3 A0 s
S Il

(6) CMR: LGEHIT1 mapping K Il ECV 7£ i 51

N[N B R AT TR S 7 N S R U B ]
2K s FIW A EEME. LCE=>7.5% M8
SCD KBS g e hn 7, JeREvEC U LGE 3 9504
JEA3 A, O R 2575 5 LR LGE % 5 “B4RAE” , LMNA
S 75 S 5 A 2 22 B K 2 6] bR P R LGE 43 A
DSP I FLNC #8728 S 4571 25 8 RN LGE R 4
4578, T2 mapping TR B0 LY 2R BTARL, B2 Bk
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() s AR Bk CTA/ 5 AR Bl ki 5 S A2 B3
A B2 S s it O WU A sl A DM R
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F S WU EF e M LR IS 245, 5 MBS B Lhr
IREER R IE S 5 1 5 BR AR AR 5 7 AR 2 21 22
WORIREY) | 75 % s 8 P AH O U
4.2.2.2 HFEZW  BEHEDCMEUE IR F B LS
TEWUIN ML LR R e (2 6) 1,
B KL IR AR 5 AT BB 5 R R I PR AR AH G, AN LMNA/
SCN5 A7 ST & W A IE M E A O ML B EERE . a0
SEUEFTE <50 % 112 DCM A7 I R HE 3 7 s A 1
A B DCM S5 5 ol i ke RAE R o, e — ok
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B BB O WUEPE S O ULE M TS, ekl k=%
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O EIE EIR Bl K CTA/ AR sh ko 52 45 nT B b
MESE . FEWASC 4.9 1 Gt o UGy .
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SR S5 T A ), CMR A BT3RO WUIE JE A 27 4k
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O U AN 4 2 A2 0 BUE A 2 (left
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RESEH , I AT PEAR O /N O IUSEEE R s T E
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AT ¢ D 2 I BRIt | sk R A 55
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4.2.3 JEFEVEAL BN A5 A S A DCM R
AT T ARAE AR , (H 55 28 R U5 P AG , JCH 2 A DCM
FWGELF . Tl i DOV, O IEE
PR O EW AN REHAT IR, B I R B O/ R
WHE LEOHRRE LT RE R AR ZER
SCD, B AT 0 7 38 58 Wi PR 3 PEAG B2 SCD XU
WAl
4.2.4 T
4.2.4.1 ZZYIRIT  DCMABRH .0 S A SCIRTT
A 7% (L RIS WA T HE R 2024) 1P
4.2.4.1.1 TAEAR B AR T BB ERE 2% 0
773 U K A, HEFE A 0l A8 Bk 3R B 4 il 41 1) R
( angiotensin converting enzyme inhibitor, ACEI )T,
B) /1 Bk 1 Z 54517 (angiotensin receptor
blocker, ARB ) 5l Ifil 5 % 5K & 52 44 fixi M ik it 0 7] 551
(angiotensin receptor—neprilysin inhibitor, ARNI )l 8
SPARBHARICT ,c) 10
4.2.4.1.2 DCMAIF0 S W AYIRIT  DCMAEGT
173 B FEAR 18 0> 1 338 (heart failure with reduced
ejection fraction, HFrEF YR VRS GDMT, 4%
FIPRF . BZARBHHME R . ACEI/ARB/ARNI, % [ i 32
PRFE U B — A 2 W e iz 1 2 MR 57 (sodium—
glucose cotransporter—2 inhibitor, SGLT21 ) FIZE 7. VWK
4. D452 GDMT Y HFrEF (& il B0 A h 253877
G RS it S 20 AT k2 0 Ty s v AR L A I BT R
W E AL FE(T a,B) VL A S i LT
et U ST BB AR T R (1T b, ¢ ) DY,

SR AT I 10 2R 3 A S ot R AR AR 0 )
¥ (heart failure with mildly reduced ejection fraction,
HFmrEF ) 835 0 IR RV GEfFRER ARAEC T ,C)o HE
EHFmrEF 25 B FH SGLT2 1 AR AR L 7 568 8 43 e
O FET R (T A) ™10 5 IR 1) HF meEF
B A % FE Y F ACEI/ARB/ARNI, B A2 (A BHL 71 | 1%
[#6] ] 52 A A5 050 L LA RRARRC ) s P e Ao 1L 76 B
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S5 1L 53 AR 52 RV I 3 SO0 0 T O Y
DCM #1524 J5 25 5 B 22 0 == 00 45 ) i e 1 1
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4.2.4.1.3 DCMBIFLHERFINAIT  DCMAIfLFs
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DCM & ™ B MO H 16T 2% (R ELG
J1BESR S W AT 46 T 2024) 1R 2020 2 Pk

e E B 5 AR (2016 HERTE) )Y T
4.2.4.1.4 HEERIT DCMEBFH L OEY K, O
JEE P H WA B BE IR TE Y, 75 7% SRR , TR SR
CONURHTERATT P 3R 2022 ) 1%,
4.2.4.2 #WWIHIT X FCDMT>3 4 A 5 Fk4:
A AEAMR . LVEF < 35% ., 5 1 0 1 4 o S BH
QRS R = 150 ms (1% 835, 477 0 -1 [/) 2D AR B 7
( cardiac resynchronization therapy, CRT ) AF#IE DCM
B IR PIBET AL SRR (T, A) 15,

e BB E (left ventricular assist device,
LVAD ) il /E AR DCM B 7 OIS FE T 03 I 3R
I, BN EL O ) R R AT (1 a,B) T

DRI DOM A 0AY 7 5 ,
TR A 1 AR YT IC A R O S A i R
H(1,8) ),

4.2.5 SCDRYPHAL 5 HiBs

4.2.5.1 SCDMXEEIFAL  SCDJ& DCM f5c /™ 5 (1) 45
JiZ— AR R R 2%~3%, i DCM A AT 5 A
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JRAELVEF < 35% 2 DCM (2 # 4 A JE T F1SCD
RO ST GRS R 2R, {H LVEF T DCM 58 XU 477 =i
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AT FICDRAN,
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N EERE NIRRT, AHE i 45 A [ PAMIESS Bk o
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£ 16 DCM HFH SCD = fG 3 A A A G R

e AL AFSCD KR SCD HHKAER:
LMNA 5%~10%  LMNA KUST53 (hitps:/lmna—risk—via.fr) T 5 4Ff K2R i 6.0 26 XU
FLNC (BRARJEAE5) 5%~10%  LVEF<45%; CMR Ki#s Uil LGE
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NSVT; CMR 45 il LGE
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F# LVEF < 35%. NYHA DU | 90, 2R tE2ia7 220 3 A H RS >1 4E, al%IEHA 1cD ") b B
X DEM BF AT SCD KB ITAGHT, 13 % 1 H AL g L7 Ia B
X LVEF>35%. #47 SCD mfadk ki " (19 DCM (B, HAAEREERNE (W 16) , Ri%EMmA 1CD Il a C
XHF LVEF>35% . #7 SCD Gk " 14 DCM B, BHAEHEMGGEIREE (WE 16) , mHEHRIA ICD IBY C
X LVEF>35% ., AHEHF SCD #fE LA " 19 DCM JR4%, 4 &M 5ok CMR /450 LGE, Al % EHIA 1CD b C
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TE AR RCM BB P, 0 ) 580l 2 E2EAE T R
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4.3.4 R0 SR EFRREBERER e O NETRE A
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X PEIRYT e B T 1) G
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FE36 B A b i sh 1 AR B E D AR Y
RCM & A A ICD, LAFEAIR SCD Al 4 PR FE T /Y XU
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ventricular cardiomyopathy, ALVC) : 3 % 2 K& 7=
=, A D E LB R G)BOL R XL E O
AU Carrhythmogenic biventricular cardiomyopathy,
ABVC) : 72 AL ENATRZ F o 2019 IR L RES &
ACM HY 38 4% — Il PR - A% - BRI 2 1 ACM Y B,
G ] ] = 7S NG

4.4.1.2 W BEENZE A0EZZNRTHEA,
UTAFR ACM 2 Wb AW OB . JET 2020 442 H Y
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WL, BHERIER R R Y, AR 2 50 % RO
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P9k Sl thBE s )
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RE T PRGZEAIRIEGES ) 5 (2) NMEEESYE RBBB 1Y WITEMRRAS DAL . IERE . Al s R A )
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KA F] QRS AR FFHFLERE], (3E R ) = 55 ms
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(2) B ZE KA : ACM A IO ) BB 2 W K 5
AL 4 4= W0 A5 25 90 6055 BNP/NT-proBNP FLC JILILES
FEAS . CRP MM Z  IRIRIEN T o K
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OYE BB

(3) O HL ARG AT - 24 91 % (19 ACM FB 3 745 O L &
S0 E AR AR SR AR S
QRS I I L e 0 Jf) S G T 30 {381 B $2/R ALVC, H 5
Ao E LGE M HAREMISC; 76> 14 Z A8, A 5
T P31 (29 90 % B g nT R ) & ARVC B9pREHEE
W55 5 A B S 8K Epsilon {87 & 2E IR BR il bR ks, {0 H:
K AR AL K (N 0.9 %~25 .0 % A%, B SPEAR
o SISO LB T PPA AR B 2 R ]
FRRESE Rl R =0 AW M e S 5w k=
FHH(>500 1K /24 h )& ACM BT ZZWiHE PR

(A FE LK A450MBEEEHLEYT
i, 2130% 0 BE A L0 EY K, FYLVEF R
53.0% "V, BE A BE R T IO 3 N AL A AT B
T A o DX RE AR I i T R, DA S
(Y a0 =

(5)CMR: CMR E W N ACM A9 B & A%+
AR LGE-CMR ] LBMIIAT ACM #EFT 43 26 6
SR, L HR AL EZ BEHE

(6) CT: CT¥HW B O=EIEE CONLN A IR
2, RSk CTAZE B FHEBR GO0 AR 0L
S AR O WU

(7) EMB: DL A 4 AR ARVC I £ E 2
Wrds iz — , T 52 AR IR RO U 28 L A5 9 R IR
K , EMB B AR
4.4.1.2.2 HEPHFi2Hr  EFKTE ACMIZH AT A
AR EEAES K P/LPAE R ACM HYi2 K
PRIfEZ — , BURAE SR H R 2 50 %~60 %, JLEE B
Ak 80%, ACM F 25 % Yk i PEist L , BUmL A
Al 4y R i ok 3 R (B $6 DSC2. DSG2, DSP., JUP,
PKP2) FEAENT R L, BAR S5 AL 3 PG I 5 38
(AT
4.4.1.2.3 X5l FESHOERIEMNRLE
MO Bl O I A T A 5 FE O B
AR O g 2 O Bl AR S T . S AR
TR AR K O MBI SR iR O A
o AT NER L FARL AT OELS -
DIRESEH A JoHa S0 3 P AR 53 55 HA F 20 28 51
WA
4.4.1.3 JEFEVEME ACM & —Fh UE AR , A3
WHFE 7R , ACM Y EAET R 51k 16 % (S4Bl 1 i)
10 4F) 0 MRS AR L9 AT 3k 8.3 % CEXIRET I 7]
2.7 4F) VT ACM B R A R R R FTSCD Y

DB 5 v, T 112 BB Y 0 I BE 5 9 PEA% SCD X
Wi DEAN, ACMISGIEE h B2 F 4otk s
R U T L oM ARVC B3 R AR O 1 R 1Y
XU T 0

4.4.1.4 Y7  ACMMIRYT IR & e S8 R AR, 4k %
Y IR W KA o IR iR AR AR A 1 =X
(FEWATSC 5.2 2R ), 2993677 . & THmM
A ICDAEAFCEREHE

4.4.1.4.1 Z5WNRYT  PUOHEERE Y. AHEEE
R SO st SR ARVC R, 0 B2 1k
BHAEFICT 0 % Y ML B A2 A B 70 A R4
ORI N R R (1 a, C ) VORI R AR R
( I b,B ) [88]0

Bl S WY ALVC A I 48 0 %8 0 ) 0
i, B GDMTIAYT 1 ACM AT A D30 1 5508
N ACEVARB . BAZ AR BH iy 77 | 1 [ 1 52 445
oA R (I a,C) W', [l s mR e 2 2454
FEAAT RS (1 b, C ).

PUEERYY « EREA IO Wi O N il sk 8 /i
Rk By ACM BE AT Y (1 ,B) V'O Af A
[ A7 ZE R ACM B A B B ERRY Y (1 b, C ).
4.4.1.4.2 FEHEAOAR AR 0T B 8RR
ARVC B I MO e ' (R 75 1] LA
TREBE IR i 41 v A A7 R 1 AS B, SO BEAE S 1CD il
Bl SCD AR vk . FAREIUILEE 20,
4.4.1.4.3 DB XFEMEATEC I EE(T B)
o 48 1CD AR 38 T ARG YT 5 AT & A B h ik == 1
DAL R (1L,CO) M, DI & WA SGATT
%E{EL 165-166 JO
4.4.1.5 SCDPFALFITIBE A A ICD 2 H 1l 1 Bi
ACM FB 2 5 A P B0 ME— A3 35 i 367 7 i1, L I
# 21,

4.4.2  PUEUEEAE O IR

4.4.2.1 &Y FReu R Z R PO
o A LN 1 T NN 1 - B B 5 2 S Y |
FFNTIRESEH , FRA PG O H P O WU o HARRAE
TG H A R A B A O T RE 2 0, HLAE O A R
WAARES G OTIRE R R o ot i . EEAUEE
O 2l 3k O LA o0 5 B st 2 JIL G R 2 2 4
P WU,

4.4.2.2 IGRFEBAZE  IGIKRIAFEOE G
P AR B / S IR R R A O R L ) v A G
FEMR D FEL 2 A A T G S B R S M PR 0 s B
Bl /0 PN El  JEAR 1k Bt sl 3 AR 2 = vk R
AP PE O R . S E K A (W BNP/NT-proBNP
L) AR AT (W 503 . CMR %5) A B TiF
S BE RS b S 7
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F20 ACM K FEHRAL P

TR HERFN
X F IR Y 7 ISR BB 22 1Y), FEEEMEIE P PO Sh i MU S R VBN ACM B3, R RO NI / O AN & S THRARTR YT Ia
Xt B AZARBHL AR (5 ) HABHLOHH 2HIRYT OB RER 3210, & M RS e B Rrg e a0 Bl SR TR T A R ACML R Ta
B LU N 1 O M B TH AR YT
R ARG MO Bl 1 ACM B, E250ad T T T2 e T A T AR TR T b
T ACM B AR H RO I -
F21 ACMAEEMAICD #1IY
HEFEE I HEAFAES AFR KT
51151
IR T K B LR BN 12 AR MRV S VR Bl TG ACM B35, HEFERTA 1CD LAREAIE SCD a4 BIFE KUk 7 I
MUEBNF1 2R B E MO A ALVC AL ABVC (2, HEfEREA 16D ' I
ML B ) R 2Ol B ARVC 3, % IERIA 1D ' Ma
— R T
LVEF < 35%, NYHA LUJBEsM T / M4k, HFUHAR >1 409 ACM B3, HEteRiA 1cp ') I B
LVEF < 35%, NYHA UUIfgsM [ 96, HBUAAR >1 £ ACM &%, MiBIEHA 1D 17" Ia B
HAT B GHE " 9 ARVC SBHREERA 16D 77 Ia B

T ACM A BOLHEJ PO s ABV C R 00 HR B P O JIU s ALV GO BOOHER P20 3 DI s ARV CO B EER B P A0 0 UL 5 1CD Ay 3020 0 52 2 B Bt
s LVEF A2 03 S350 NYHA R L0 0MED 25 SCD AU MEVERESE s RVEF A7 05 ST MM EL, N R IEAL AR O HER R MR IR AR Rt S MO dl ol o | ol A BRG] 5
R AR IR S M OB 3 . RVEF<40% . LVEF<45 %, 5{5:7% HHi1Y 2019 4ERTARV C RS T3 5 4R N & AR REEE M M DA R B XU G I www.arverisk.com ),

H A PRAAIZ PR ORI 1O LS 1 HL A Bk
(e NER RPN || RS E e RS T L NN o B | I B
PR H B RERAE , P 2 HERR M | [l ik 12
Wro IR E2 , 75 2 B0 Bl R O T RESZ )
ME—R R, BAESE sl g 6 A~ H 22O E I
Uitehk 2 sk .
4.4.2.3 /Y7 EEMHERHPULOAKRE Y FE N
BARYA PR LR 7O (R I R O ) R A PR
[Eep SRR LW E WA 3 2 ErL 7/ B - - ViY= sup it 2 N A=
D IIRBIRE IEH .
4.4.3 MO ONIR
4.4.3.1 EX HEFEEM AR E (RS
SECEGE | D B SR ) 5 | A A0 JUE 245 #4) A ) 1 i AR
BT AR R SR B R R L
WL o
4.4.3.2 IRREHE2W  FELI KOs S
ROk & | = J) | PRI E 2 R) A0 ) R RER (a0
Jgpe] AR KA ), s L2 R A 1T i 3 45 AR
SE R BNP LB . CMR 452 ] 5
HIPERE O S5 5 T RE

H i v g —i2Wibsifi , H5 5 0D URTE & 2218
PEODHERFIRE . KWLl i o Ooshid gk T
D INRE TR B R 2 1E O 8 e O D e &2 1%
SR
4.4.3.3 I EAEMIEERITI R &
O DI RE VR & IE H A I I O ) 3 0 A B PE mE TE
izﬁ.ﬁmﬂo
4.5 Kb AR DU R TR TS
GRS DN IRE &= A R RE RS, S 200 AL
SRR Z ) — R e P O UG o BEE XTHIAR

IR A T MRIRTT AN & | B2 W0 Kt i
FTREIRYT , X B B RN TS G H 2
4.5.1 MEIECRUE OB R N R — 2H s A A
PR, 32 R Hy i PN S Bl BN o A R
W S I AR B 4R M 2L A B O RE RS . B
IR E A B AR T/ 1T a%l( Pompe J5 ) B8 5
IR 1T b7 ( Danon g ) 1AL 12 i 11 1 Tb 2R P
(adenosine monophosphate—activated protein kinase,
AMPK ) y* WP 4RSI PRKA G2 28 SO R A 1E 7,
4.5.1.1 Pompeli§
4.5.1.1.1 &L Pompe i e Hi 4 it R 1 o 5 %45 4
Hr i a—glucosidase, GAA ) i) GAAFEH AR 5% ,GAA T
FREBRIE |, VA5 T A P PR L R A At i & ZE IV, 52
A E ST RE TR, S e AR s S
4.5.1.1.2 pRIFI2HT  ARIEAEAFR AN, 20 B
LA Pompeﬁ( infantile—onset Pompe disease, IOPD )
FTHG A2 7Y Pompe 94 (late—onset Pompe disease, LOPD ),
LOPD A3 J LB B HIAE R (18 % T i ), AN [l 4324
1957 B B MBI U B R )0, SR TOPD FY
GAATRHE<TEH AMER 1%, T 1 2 WilRHs , s &
B KU WU AL o 17 2 T, A5 TCA 0ARYT
W 1B IEAFE T 0 1 35500 VP 5 s, LOPD [ 3%
(9 GAA T PE<IEH A IME R 30%, JLEIILOPD £ 1
GG DE— ARz 2 RAER LOPD £ 767
SRR, WR BN = M 5y 55 L B i i AL
71, GAA TG HERREAR , 1l i WURR G T , O Ha R a] R
S PRIGU4R R, 88750 2h BT AL 2= O UL R B2
AT , M AT S O =Y 5K O ILE RO
O LN A I AR L SRR R Yt ( PAS ) FH
PE 375 5 H B O JTLA L P D D/ AT AR G GA A
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AR GAA BE R o 28 57 il LA T2 W o
4.5.1.1.3 JA¥7  H 2 HE & 0 Pompe i TG
(G5, DU 41 A9 N EGAA R #2001 g B 1R3R T
(enzyme replacement therapy, ERT )J& H A5 24 )

Wk
4.5.1.2 Danond%§ Danon ¥ Z 4 i i B A AH AR K
[ 2(lysosomeassociated membrane protein 2, LAMP2)
I LAMP2 JEIAS 53, F A TCIE 5 I EHARE 51 A
Wi R , RN A AT AR, S0 2% B 45 A A1)
REITEL. 20 X i PRt

Lo WIUIEJES | B % WILos RN g B i — R AIE )2 Danon
o 1) SURUARRAIE . (IO I R 2R B S B PR s L O JILIE
JELRT DAJR E— Il PRI, ] A TEAE AR 5L LA SCD 2y
BB NIRRT AT TH S B s B K T
WER G W O UGS S e 2 AU e 0 PR
LAMP2 1 IK al alift o Bk | i 5T b B I A e
TR, K th LAMP 2 JEPRIBUR L T2

TR YT BB R0 T 3 U AL A R R Y R
VLSLI
4.5.1.3 PRKAG2 5. LJEZE G PRKAG2 7% 5t
O WELESAE 2 1 PRKAG 2 75 53 S 5 AMPK y°
AL EETRESZ A0, O JLAR AR r AR DA it 2 30 0
R, S B DIRERERT , 20 B 0G H e (A WAk A%
B AU I PR B A O U JEE | T2 5 i R G Al 328 ¥ 1
JR1E T RGBT Ktk PRKAG 2 SR B0 7
AW E L IRIT FEXOIR B AL T RGBRTE
FEXF AL B
4.5.2 IREHAICBUR R AR R — LA T
ARABIBEI , e Fh T ik DR 728 S B0 A v TR P K A it
B , ARSLJIC ) BB LE 5 e A i e B A AR, 5 R Y
AU 28R D REREAT o ARIE AR B B [R) T 3o

R A BB (v A 7 e ) L G 2 I ARUAE
RGBT BT
4.5.2.1 JEAER
4.5.2.1.1 EX EAERRS - XIERURE , R
éfni'angya—ﬂfﬂ,?ﬁ%ﬁ:@@A(a—galactosidase A, a-Gal A)
f) GLA JE N AR 3 S8 o-Gal A BRI, HACEKY =
O W TR L B 1 globotriaosylceramide, Gb3) M H AT
AW Wi 2o Tk FE Gb 3 (globotriaosylsphingosine, Lyso—
Gh3) TR T AR, SR Z Bk B EFLCE S
ZanEZ R BAT TGO N2 BFR A A TR L
WU , T DL OO A B s 0 WU 2 W 536 97 &
FA) 1
4.5.2.1.2 pBURNZIKE e R B 42 SR
RER, 2RI E o-Gal ARG PE BRI 25
S, ZAE ) LE IR, RN N OB
A E R BRI IE PR R SR R, DUBLAT
J& KR, EERRTF O MR () B sz 2 (& 6).
A W 2P sl s AR ARAARAE 1) B PE R, 0-Gal
ATEYE R E RIS AT BN . 2otk B AR
ML a-Gal A IGEPERREEREARAY B, T80T GLA L
R A, I AT A R B A A A O LG
1 G e 41 SUE 24 Y (8 TR a-Gal A KR/ I Gh3 3
IRYEIN . SR DLIALC R BEES R/ MATE R
4.5.2.1.3 Y7 EATERIGIT AR BT X AR
SIS FIET X545 B 2 RIREIRYT o RS PEIRYT
ALEE ERT R o3 FHEARIAYT o ERT (45 %58 04 B ity
o SHTATEERES (1 ,B) "™, 2023 4E R4 E TSR 2
TR ZLBET I ( pegunigalsidase alfa ) W) ELAg B
FBEIEE TR AN R R 2B
J7HE T LS AR 0 a—Gal A S5 H R i LA fin
HEGTEER N T 2590097

ELERE + UTEREE, ZREHRER

ﬁ N\
3 NS R Hth72%%R
o X EEARE HI S INEERE SLIRERS R Rk
o T IESE B (AT A « PR 134140 o FHRBER VL
Rt o B A o WTHE /SR NENT SRR S | s
o Fe R RS o LBt o 10 A1 TR
BHLFRE A R HILRS
LB ERE B WRIE SO R, TS
o E OIS EE 1 /NT-proBNP T IR BR%
BEDINE o IR SR PR R
o FLAUEK HE RS
o IR B EFMORIGIR, PR - SRR o WL
o SR i B AS A o DTE, XA SRR S R 2
D ERE I IRRE o IRiACHR | SN e % 1

o ZENEIEIRBE R AMIEE LA LGE
o Fhf T1AEREAR (£F4EAL I T A BOEH 1L )
o B/ JRHEVE T2 [EF

6 A Y A
¥ NT-proBNP o N Ak B ALF SRS ; LGE Ay LA SR T 1 Iy St 1] 2 Sy el b
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4.5.2.2 S S R R g A IR 1 A A
NG 1) GBA 1 J& K A% S5 S Bt L) R (ke 4 , 480 26 0 ik
O 5 Xk I A 4 O P T A RS R )
(kB rER R,

b A =R, Hoh L B L, 90 % LA
L DATCR M R O BRI, T AR R Z R
2R SR RG22 3 AN HEMARGZ R,
HA i GBA 1 p.Asp448 His B 5L H) 3 ¢ AR H F
FoOEsZ BRI R, BRI IR LT 4L S AL,
AL PTG USSR, R A A R
IKFH GBA 1 FEP B 5 AT LA T2 W7 o

A W IR T IR O 8 o ERT AR 78 4R 5 75 19
it , 2 FR T T IR SEAR B R LA o 2 2 0 G iR
E/‘J/E\ﬁw 187JO
4.5.2.3 ZhZpElFE ( mucopolysaccharidosis,
MPS ) MPS J&Jfith v B 1A 9 26 224 o A £ QI i 5 (]
A5 ARG WA RE S SRR T A A D, 51k
FHNZHEY 45 B B DD RERE A E . H AT O 450E MPS A
7 AN E B bR R XA R, T VI,
IV VLV XL o e G P B %

L AE R AL TACEE R B, TCI IR R ; (H B &
PRI | R 2 MW TE RN MR, BN B T
PIIE RS B D2 i O AU . MPS SB35 d5c i UL Lo U
5 RNFEREIURT M . s IR =20 , S5
ENESC A4S IS TR A RO WU R OIS
RO MPS 3 BARSE I R B L TR 2RI 5
FELVK L M A G T

107 B ALFE ERT . 36 1L 1 240 B B AF AU AE V6
ﬁ:{ 192JC
4.5.3 ZORIIRRI SRR g — 2 s A% R
I, 2 B T EORAAR B AL A% B2 ( DNA ) 5 4% DNA
()55 DR AR S S B S b AR 25 R B T e B0, 20 450k
WERR AL e, 51 B U O WL S

ik PR = 2 5 L Ay 6, 455 OB AR i JTL P 1 L R 1
JiE 1A 2 H AE %2/ ( mitochondrial encephalomyopathy
with lactic acidosis and stroke—like episode, MELAS DE<3
HE U 2PN R LL 2T 4E ( myoclonic epilepsy
with ragged red fibre, MERRF VEEETE Kearns—Sayre
ZEAHE . BarthZ: 45 1iF Fl Leigh 25 4 fE % . MELAS%:
AAE MERRF%%?E&Kearns—Sayre%%?ﬁﬂ H £
FPZRAATE R A 555 S, SR L A5 1% (1h Bl SR AohE
PR DNA AL 45 J5 10) s Barth £5 A1 A% 3 [N ( TAZ 2%
PR AR S5 R, B d A8 /R 5% s Leigh ZR G HE 1T 1t Z2Fh
AR AL PR R R A S 5 S, S e b A8t 1% Bt
PR isAG o HAREUR LR Sast (e8] 22 (L [
LR AT PR RS W ) L

AR BN i R S BT PR R, T R e 2 AR E .

O EAZ BRI R O UIE R, JF s i Je Ry 0 ) 5
vy, AT R O IEAL T RGO LR KGR A
il Ak 2 e (07RO UL B i 2o A IR R A DG Tl S
BB T EARRIE R 58 /A ELRAR NS P
Mo GEA B LRI AT s

I HT W TCEE X R T 259 , T2 R b e
X532 B8 B BAEIRYT o
4.5.4 JENIREACHIRERT A5 07 IR E A A QI B A
e T AR N R ITTR B AL DD RERE AT , A i e i
LIS 32451 B v AR 2 BT 5 A g — R B
2 K0 VA R s R AE A A QIR i = A T KK« i
IR B AR AR R A R 1 PR B 2 9
4.5.4.1 JEWiRRBAEACRENG: U2 B A L A Y
" UL PR 2 2 A — 2R 51 IR HE AT A B &0 ( acyl-Co A
dehydrogenase, ACAD )WL A48 5 FEUIR TR B
AACTIRERRRT R TR A A 2 |, BEIDTRR B LA
FEUIE LT TR B R A, S A
P .

S 2 I A AP A I WA L Co LIRS L™
K BESONE R AT REZ Az R g
ity b S B RGN A Bl T2 W

SRR, A YL AN BB B, H
TCE X HIBIT 259
4.5.4.2 5 K& TERA BB Z5E( primary carnitine
deficiency, PCD ) PIBHUZR AR IR iz B 4ohi iR N i
11 B AL I EUA . PCD I H T80 2 1) B PR s
WeiniR SLC224 5 BRSO NI Rk iz 2
SRR N HEAT B ALY DI RERR AT , Shr A e 5 A2 LA
A R R K AR 7 W) AE A ot v R i 2 ARG R A 9
1 R R B R

PCD ] FECOL B #R WU X b 28 2R G 72
O WU E FERIOEY RALONUEE , Hraiss
BRI R AT L R R B,
LR P 7 PR R . 2 A L A SLC 22 4 5 B[N A2 e
ATHIZ, KAFNEABEN TGS PCD BEA R0AIT
Jra, B H W R R e LR R s B
4.5.5 AHLERIMGE( organic acidemia, OA ) OA J&—2H
HY BE PR A2 S D | R (0 2 5 2 BRI 017 1R sl At i 7
(44 22 D) RE B RE , Hh R 0 HLIR 5 19
Yk ARACEHERR h 25 S AU B UE B . N
i3 I ( methylmalonic acidemia, MMA ) AR TR R ALAE

( propionic acidemia, PA )& OA H4 A i T W,

Yo Qe AR B A . MMA J& MMUT 3R A5 5275
S Y 5 A T L T A Al A 72 57 i 17 S R MMAA
MMABIER S 55| 744 3R B 12 Bz i Al G i
S TR PASE R T G I IR A 2 A it P I
[¥) PCCA B PCCB ML Sk ™,
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MMA I PA [ EBERIUAL DTS K CMUEE ",
PRI ML AT DLRTE I A7 B T2 W , Rl AH SC S0
FEPAE S A2 W4

FE 2P AR, 2R YT B bR 2 P
A i 27K P DAYB R v 2 L XA 28 RGE RS2, LA
AITEARIBHERR TR, KIITAYT VSR £
4.6 REFEMES LA R AL LUR E SR L
ARG BN FERM B GG IR B0, A5
I AL LR G AR R 10 U 2 SURERBAE MO
U
4.6.1 RASopathies RASopathies E—dHmiLs
5 RN M (rat sarcoma, Ras ) /224550 M
T ( mitogenactivated protein kinases, MAPK )i A
P RE PR 28 S B I IR 25 B AIE , X Be 8B R A A AR AR
HESMIGRRIN, L2 LI B U
JE S RA O ERG | B AR TR IR 0 ek
PR PP ARG I DR AP IE 45 5 5 R AS: D 485 SR 2R A 12 W, O
BEXS PR WRHE AT E AR S X RE IR YT
4.6.1.1 NoonanZiFGAE  NoonanZiG & PTPN1I .
SOS1. RAF1, KRASSFHEDN AL S5 [EE Ay Y (1A 1R
R , R WG R AHE O IR e R Ry
TRIEZE PRV . 80 %0~90 % Y B ETFAL LS B
oG U B2 52 B B LR, AU LR
JEE T GHE ",
4.6.1.2 NoonanZE G2 K EREHE W2
RAEAEDERESE O AL B IR R I 58 | il 20 ke
78 R ETE (R B IRERHRANRHIE, 1971 4F,
Gorlin 257 e B LL_F4EAF (19 1 7R 6y 44 WS BELE A
1E( leopard syndrome ), H R 44 & Noonan 25 & fiF £
ZREPNEIE . W& PTPNII . RAFI, BRAFJ:
PRI AR S5 [ RS ) G R S PR 3550 . 70 % 1Y J8 A7 AE
R B b WUIE R e L
4.6.1.3 CostelloZZBHE  CostelloZE 5 E & H HRAS
FER AR S5 R 0 Y R PR s AR o I R RIA R
RIZS ER AT IR RFFERAMEAE LT ISR K
DA R ARG 2 85 % I EEHAEAEL
& RG% R, 5O NUEE e KRR Ok
”‘.%“%FL“OJO
4.6.1.4 -1 - JJREREAE 0 -1 - B R ER AR
JEHBRAF, KRAS. MAP2K1 F1MAP2 K2 F:[H AR 57
IR H Gt R AR 1 2 TS % B IR FATAE
DESZ ZR e DL SE Il s kB2 | 2 40 % 1Y 8 5 A7
FEOUIRJRE BB AT AT RSk I SRR T 45, 76 7]
A BRI R A Ak B AT AR
4.6.2 Friedreich BIFL3% 50
4.6.2.1 EX  Friedreich BIHLEE g 825 Je K2
PR AL PE I 2B AT PR . s PR S A AR AR 2

frataxin i) FXNE AR 2 | S8 frataxin FIAANE , 51 &
SRR I S A D AR A, R 2 ST AL LS R
A
4.6.2.2 W A AES5~15 Bk, FEFE
PR AT LT LR BAE CP AT RE ) 22 L A PEZ 46
55), B A ELZ R ATA I 2R CE A
WE g FLIT 56 B A5 55 . 24 75 % 1 SR D L2 2R
TR0 DLCo H P AR RN TR RO U JBE Sy 32, 32 ¥ B
TN/ QRINIE -3 BTN LS 1157 - E Sl I B AW NEL'Y
T RBRRREAE D, BE T TF AT 35~40 %, 0
T AR AT 0 FE N . BSR4 6 I R R PR
SRS 2
4.6.2.3 07 0TI IEALAE G LORA T RE FIHT
A AT . B 41K % JE (omaveloxolone ) A] 3 51 £k
AP R RE A R 2 e (T ,B) M, S
it (idebenone ) (1l a,B ) 5 2= 4k % B ( deferiprone )

(1 a,B) Al B35 I BE S L2 REETT AT 5
HEIRA F5 7
4.7 EAHE IR
4.7.1 EXHHE RGEVEEMFEERREEH
AR & A R IT B U U M AR £ 4R 7 Al A MTTRR,
AN s L H LU N A B D RE R e . IR
TO JUE B4 D T3 T 3 o UL DUV R Ay i A A2 L
i, EBASE PR 98 % ) « Gy BR AR 1 R HE A
TERYERAR L LR (light—chain amyloid cardiomyopathy,
AL-CM ) il 5% HAR iR 28 4 B9 5 0 R 722 0 WL

(transthyretin amyloid cardiomyopathy, ATTR-CM ),
ATTR-CMARYEA JC TTR 3 U AL 5743 A 5828 R
AR SR B U R TN

Ve IR R 22 , AL-CM 25 V-3 7

W29 24 A ATTR-CM 2 W75 P2 AL A7 12 31 ~69
A RIS IR TS TR, AL-CM A
ATTR-CM Al 3 it LA A= Brbm s 9 oh Btk 693 70 R G0k
PEATAE R M A B EAS 7,
4.7.2 W 0 % SR AR OB R AE (R 7)
210 2 R TR R A O LG B T RE . E— 4
A MLV 7 DR B 988 [ 2 FL Dk B IR 0 5 A S A I L 0
HL R B 0 sh B . CMR B A% 2R R 3l ik
CTA O PN By L35 A 0 356 PR RS I 45 32 Rl R 12 o
HLRFRE LR 87,
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