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[HZE] JUEALOHUE (hypertrophic cardiomyopathy, HCM) 2 JL 8 fh & WA PR IE s AL T O LR . LY
FE [B-WIERE 1 HE%SE (cardiac beta-myosin heavy chain, MYH7), MYBPC3Z53EH ] 28748 J& HCM He i UL %
IR, A LA MYH7 BER AR B L, 14 30%~50%, MYH7HER 548 HAT 2 BRI IR 3500 . T3 9 24> JE A
AR5, DLSARIBA A M RS A, R LIRIRRBIA — i H S, WiE 2o UR A EIpSN. HareT
MYH7 RN A G BULE HOM B A HLE] e XU #6230 045 MYH7 5 R 428 S 2 HCM Al fig
B ACBLE] . IRPRRBL LAY, DA R T8 LARTHERUS PEAL . MR BLGARYT .
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Recent research on childhood hypertrophic cardiomyopathy caused by MYH7 gene
mutations

ZHENG Kui, LIU Lu, ZHANG Ying-Qian. Department of Cardiology, Hebei Children's Hospital/Hebei Provincial Key
Laboratory of Pediatric Cardiovascular Disease, Shijiazhuang 050031, China (Zhang Y-Q, Email: zhangyingqian666(@),
163.com)

Abstract: Hypertrophic cardiomyopathy (HCM) is the most common monogenic inherited myocardial disease in
children, and mutations in sarcomere genes (such as MYH7 and MYBPC3) are the most common genetic etiology of
HCM, among which mutations in the MYH7 gene are the most common and account for 30%-50%. MYH7 gene
mutations have the characteristics of being affected by environmental factors, coexisting with multiple genetic variations,
and age-dependent penetrance, which leads to different or overlapping clinical phenotypes in children, including various
cardiomyopathies and skeletal myopathies. At present, the pathogenesis, course, and prognosis of HCM caused by MYH7
gene mutations in children remain unclear. This article summarizes the possible pathogenesis, clinical phenotype, and
treatment of HCM caused by MYH7 gene mutations, in order to facilitate the accurate prognostic evaluation and
individualized management and treatment of the children with this disorder.

[Chinese Journal of Contemporary Pediatrics, 2023, 25(4): 425-430]
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REJE A0 LS (hypertrophic cardiomyopathy ,
HCM) 2 JLEE 85 9 DL o Il 26 28, HE X
N VLG R FNET sk I RE BB MR AE, AP O
FY K FANRE A MR sl 5 Az PR AL R A
PR AR A I R i R g O WUIE JEE . N HEM 1)
FAAE IR 1/500 1, (4G L E HCM A5
WA, AR HGE JLEE HCM A &5 58 0.3~

[ ) 2022-11-08; [$535% H ) 2023-02-09
[MEHEA] K52, B, BEBsE.

0.5/100 000 *'. HCM 2 JL % 5l 75 /480 P R 58
(sudden cardiac death, SCD) A% VLA, TELENRR
PRI A A 8 5 SR LTS 8 AR OC . 2T SY
RPBURHEHA RE FH R HCM BILTE 2, HYS
JE AR e B B Y SCD KU L 509%~80%
HCM B LS B A8 HH G, Hoh LA -k 1
5t (cardiac beta-myosin heavy chain, MYH7) F&[X

[HfEVEE ] skoegk, @, FAEEN, Email: zhangyingqian666@163.com,

- 425 -


https://dx.doi.org/10.7499/j.issn.1008-8830.2211044
mailto:E-mail:zhangyingqian666@163.com
mailto:E-mail:zhangyingqian666@163.com
mailto:E-mail:zhangyingqian666@163.com

525 % 55 4
2023 4F- 4

o+ E 44 )UAH &

Chin J Contemp Pediatr

Vol.25 No.4
Apr. 2023

23R B A%

RASFH W, 15 30%~50% > ', WF5E 3 MYH7
FER AR R 80 HOM B L2807 W 8, HS 8
JURIABET . F5 O NER A A SCD &5 g AR ¢ )
WAZE MHY 7355 K 575 2 L EO UK A A& 4
KRR HY B A ) T3 3840 K8 LR o 10 ) 1°F
i . fER 2 SR YT -

1 MYH7EBESB-INBkEBEHH

Hur =/ e LB 40 RF AR A5 )L #E HCM
%, G F MYH7. MYBPC3. MYL2. MYL3.

TPMI. TNNT2. TNNI3 1 ACTCl %5 % N %8
Ap s H A L MYH73ER AR BRI, 30%~

50%, HRA MYBPC3BEPRZ87AE = 1", MYH7 %
A F 14q11.2-q13 Y fk |, 40 4874
W, A — AN A 1935 AN E LRI MYHT 2 1,
HEZIELENIM B EEAA g bRk, 2AL
= NUERER 10 B U5, X0 LA L ) i 1
HE R T AE HE 0 LA L PN A Ca? vk B 5 A B AR
FHER S MYH7 8 A B2 A B 4 SRRk,
BA3ZNIEEX : HRLER . S0 CLATgsE) M
B S B — AN S R i 1932 B0 45 4k
(S1), S1 5WLah&E A M =# MR IE#H (adenosine
triphosphate, ATP) Z5G3KshLAIYAR . FEHE
FE2 (S2) A2z Bk A dink, BRI 5)E
BB [] Fh 2B X 4z

2 MYH7EEZRZTEHHCMAT8ERI & i/

Hayashi %5 " W} 5% & 815 iU AF HCM R E A LE,
JLE B H MYH7 R S8 R B . Hi AR
NN MYH7 3 R 00 R A2 3 200 HOM (85 2 0L T
T/ H4E . Sedaghat-Hamedani A BT 675 )
WL JE H 5878 (1 HOM 8 6470, R B MYH7
B RAL I HOM B H-T- Y SR ARl 40 27 o HLAlR
E AR T, ta] B85 JLE HCM 1Y &R R ALK
FAOG o AH MYH7 5 PR 588 1 B 4 LA 5k A0 L
(dilated cardiomyopathy, DCM) A A 684 ¥ &5
B2 AL A%, van der Meulen 45 ' X faf 24 144 {51 JL
O UL 22 R 3 A e L, 38 A1l ik PR 5 7
FHDCM B LA 841 (21.1%) S MYH7H: K 5
A, HpBUL (<1%) diefil, HEOET MYH75:
PRI 975 5 3 HOM W 7E 1Y A& s HIL TR i AR A At HLAT
1L, HOM B H R U O U b . &F
SKRINREZ S ATP AR 2 ™ "0 MYH7HEIN 578

FECHCM Al RERY KR ALHIA : (1) MYH7 RN %
Ay S KR M . HCM ™ E R AT e S
O LA S LSRR Y LU 6 . MYH 7
PR 52 8 AT figad o —Fh AR PR “HERRT PLEH &
T, BURTE MYH7 5K 58728 7] 72 A S B LR
HEL, NMTRNT RS, RS20 e &
U 1 Al B R S LR AR L
HaRETHRBMIL, 2iG 7 8 Ik R LB 5
WP O AN, MYH7250 5N 36k By g om n]
RESN AP ™ AR AL, DA BUR I R
(2) L JULAHAE Ca™ BB ERG I, A 5E R MYH7 5
PR 948 ] S BUYUB LT AE A0 MR Ca™ BlUs MG, B
o0 W Ak 1 7 5 309t R B I 3 Y T Bh IR T
JNEE O LA BE ST AE AL EEF IR D Re RS, HE—
A FHECOENE L (3) O LRI S T s
5% % B MYH7F1 MYBPC3 3R 28748 7] S 3 ULk 5
3k 350 B4 8 A stk 2 (super relaxed state, SRX;
MLEREA —FWRRE) MEFRS
(disordered state, DRX) Zffiy, XFpHLERE H 7+
ISR AR ] FB00 UM 4 358 . ATP
TG 2 FNEF sk P RESZ 401, AT Co ML 200 i 5E
{ERE 0 (4) KEEIESMES RNA (long non-coding
RNAs, IncRNAs) KA A AEH HCM A G 4R
A ST A B Inc RNA R 3E 555 2 A R IL Y
WA TAE, 2 5.0 UL JE B 29 A 310
i 7o [RIAE HOM /N SRS MY H7 B DR i rp A
LT — Rl IncRNA % 5K Mhrt, 38 53 94 55 Mhrt 7K-F-
AN RO 2D IR S A v 7

3 MYH7EREREHEXHIGKFRE

2R MYH7 3R 582 e ) LR A T REIF AR H 3
G R, 50%~60% i 5 L1E T HE UG
B SCREIR 0 Y MYH7 LR 9875 (1) HCM f&
HORIE I T HE 5 15 A5G . Herrera-Rodriguez
DRI MYH7 B H 2 A8 1 ) L#E HCM 2507 0 &
Wi, H5RIAET . 0 MR AR A SCD % 5 A 1B
HHAR SN, R LI KR Y R OLA T Y
SCD KB "o HRIAFIEIN R MYH7 3 R 5875 1) H
UL G R R AR B R WL, R R R A R A
(B MER 1) 5 30%~40%) , /8T A Hy e (o AR Bk
WL N, MYH7EER 2848 AT S L R0 L
HRVEG, BT AR 58 A28 A B R AT 8 A 1 A1
BARGER S, PHERJLRRRA - ES., A
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S0 LR I 438 P LA HCM SR8 0L, Hk ol DM,
O FfE R H M 0 WL (arrhythmogenic ventricular
cardiomyopathy, AVC). FREFLHUR (restrictive
cardiomyopathy, RCM) . FIAHLOAUE . JeRML
WE S . & O % % LA 4 (left ventricular
noncompaction, LVNC) LS PN RS 0 ) 21 4 388 A= 0
FUAIRIE ;. B ENBN ISR IENUN . Laing
v L . LKA SRR AL | 3 AR L A 2
R A 1
31 MYH7EEZRZESHCM

MYH7E: PN KA A FINLE | RAETY Jeastfl
B 5 HOM BB LM R R i R R B B UIAH G
BROR S B Re SR Y MYH7 B[R 28718 2 WL T HCM,
2y 62% M IZALE R RS R BUR LM E
THCM R AL, HHAR S WK B = Rl
W Bk ST XM MYH7 SR 58728, i 5 5
IR U NS AE O 2R 1Y T K 2 8
5, 959% LA 1 MYH7 5 58725 i LI & %%

Ra R
A5 K B MYHT TR R S 98

RO R
HCM L2 0 B w5 34y, H MYH75EH R R
BB WA A A RN EBILE 55 2SO
WU AH G o [RIE A 0 22 A S R S8 AR 1Y) LB i
I KRBT R H H B AR " s, MYH7
FE DR R A 2 AR ) FR O Lt B e B ™ EE L R L
AL A ' Hayashi 4 ' B 58 & B0 MYH7 5L [F
R ) LB HOM S35 2 5 1k, MERCR AT RE N 9
W E AR . R HOM R R AR R
HE ML, S PE T AR & HOM B LTS A R
MG R ZE = MRS INE HCM A RRilf—25
vl
32 MYH7ERREHESHHCMEH LERE
MYH7 5 R 9875 () HCM S8 L Bk = B PR I
PRFEI, BT TCARArhiE AR, o mT 3R 80K 2 Bk
Wdm e, soE LA, IR ERHE
SCD Jt 13805 . 2R MYH7 2RI 58748
FHCM B E ARG AIFOEERE, GfEEELS
B . B OERE . OB ML EWish %,
FErpr Lo 5 B Bl B8 Ry i UL 2 [ RS A K
P MYH7 55K 2878 1 HCM £ A & £ SCD 19 & X
5 72, Cann 55 Y X 15 491 & A5 SCD A9 HCM A f8
FH P RATIE N 0T, & PECR MYH 73N 578 5
ik 27%. Sedaghat-Hamedani 5§ Bt 7 675 LY F
IR 275 () HCM £ 35 1547 Meta 0 HF LA B8, MYH7
LR ZAE () HOM A &2 = PR 2 B SCD 45

KBS AR R . T . 5 MYH7 3R 2R 748 /i HCM
BN EF AL, LB kA SCD A XU B
DR A WF 9T D Bl 2 MY H7 3 R 58 A8 A S i A2
SER L R % VIRt 7, BB SCD Y & A
R IS F 5% e B 24 31% B MY H7 3R 28 7% () HCM
B EIFD L T RGBT, A 5E 45 he
BRER . D % AL B AR SRR SF . Zhang 45
B T 1 FIRIN R Z IR, MYH75ER 5878 T80
9 HCM & LRI 4 F RCM, 58 M 2o o 315 S
Hiie AR BRCYE =B by &A% B, AT A2 R SOR NG
J7, BEVT VAR PR AR RS 5534 HOM,
B TARATRE R, AL & A i M0 sl i il
JFCATHE A BREIEIGTT o RIS S 00 ek
FA AT 380 LA 4k 40 Ca Uk, 5 & A2 SCD Fil'E
PEOARF A . A AR ST 3 ok N i st
295 P PG A0 AL & P HOM & A SCD 1 KU
TR = [l LA R 3545 27 PR L 2 HCM
BENER S EHEAEEE L.
3.3 MYH7EERTE5HMZERLAR

19%~5.3% B MYH7 & [F 28 28 ] F: 8 DCM ™,
7 Vi FE 8 X ) MY H7 36 R %878 22 5 B B L M
DCM FRAAOC, [FIAHIGRRAB AT HE, ZIX
WG AR R R BT 2 1 R Xk
()28 S5 TR 2 e 1T B 2 L IR LT I 4 e sl 4544
IZ X3 5 A iy R LR A T A3 IR S LR
Ja M 2 & FF DCM H fig % 5 2™ & 19 DCM &
AL A BEEIA N S DCM B MYH7 5K 28
AR AT S1 45 Rk, DCM AR MYH7 56 K %
] B P E LR AR 138 XM T A, DT 2 1)
O WL 45 S fE ™', Atemin %5 20 3538 T 241 %
A F R X MYH7 5L H 228 (1) DCM B, YIHE
JUERH &, JeiEE 2 2B DCMET:, SEiE
TR BRI B R B, eI I R
S DCM F-F 40 Z BFFET- . HF MYH7 5N 2455
A DCM F A Ry, 278 LR R T 3 AH
FTFK R, WEHLVNCES ™, de Frutos % ™ X} 106
Bl MYH7 3R 58 48 300 DCM R 3B R 31,
BB HE R T [ (333£18.0) % vs
(41.7+18.6) %1, Bl 54EZ 11.6% W) B WG
AR, ZRZHENGIC T35, HSCD A
la s E DO g A

oW MYH7 3L F 28748 [ RCM, LVNC, AVC 4§
WAHRE, Hh I HCMAIFRCMBCHZ L », H

>N

RENNEHNGE . U EEN AL R R JL# LVNC
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e W L2 N . APFRIRIE, N LVNC &
FH MYH7 RN A2y 5 48%, (HAE)LE T, X &4
WALAR S BRSNS AR | Ytk R SR T AR
A7 LG Y MYH7 3L 2878 1 LVNC 35 1T B il
JE AN, BT R IR MYH7 5ER 9738 (1) e % Hi k-
A= SCD 5 XU i KT MYBPC3 Fll TTN i[5 725 5
My Y Ferradini % " B TE2 MK H
MYH73ERAE S2 253 58 A8 3y Ave, 1A
FIGEH I UEE#E 31 ZiF &, LRI & A7 7E
¢.2630T>C(p.Met877Thr) 2 & 5848, LML EIFRIL A
R T AV E O shad i, O IR R AR
IR FEE S M BB RN (47%) 5 HR Ik
FETEZA G RAE, DN IER , (HIEUEE A%
TE61 % BRI s 55 — A e b 59 % i) &
W5, AEAE c.2609G>A(p. Are870His) 2875 , .0y HL & 36
PO MO s, I AT R A GO AR B R
i 5 (implantable cardioverter defibrillator, ICD)
GIT, H3N LI IR A 287 . MYH7 3
RAF I AVC RAURIEFT e, (B S3=
PR Bt E, JFRAERE.

4 3BJ7

41 MYH7EEZRZ5JLESCDHIEIT
MYH7 3% [F 58 78 1) HCM LB A 55 SCD K
B, HETRTF MYH73ER 5448 5 )L# HCM &4
SCD FHR M IR R 5/ . SCD /& )L HCM e %
ULEFET A, AR AR 2 S TR, ICD
115 8% J2& T Bl SCD fe A 20 Al i v] 5 19 3R 97 O
el AR A ICD, T IR A] LA Ao
2k L AR HOM B35 58P = v J R
w Y ZEW IR L 2R R A3 BT HCM UL
() SCD KB 7y 2 HA EEAEH ", FHRE%
ARG L HCM I R R AL S FE T AR, FARY
AL A AFFEUE I MYH7 3K 2828 (1) JL#E HCM 3
AR SCD KU 2, (HEER LA )L HOM f&
S 2P BAE AR, S ATXH T MYH72EH
A Y HOM LIS W PEAT 1ICD JA Y7 i
ik AL o Rk B 5L P AR e A 3 — 25 i
5, AR R LA PEA, LB HCM & 242 SCD KL
6] BE A U
42 HFHMRINLETT

WF 52N N B HCM B BUR L R 2878 (f 45
MYH7FE) aTHEIMALTT ATP 44 . PO WIBRE

SR SRX AT DRX R Ay Kz 58 3 WL &7 5k DI RE, M
T E R AR S HCHCM ™, BRI #7598 F MYK-
461, FPEREPEREAR O WUILEREE 1 ATP B 415 13k 16
JFHCM ™ %/ MYK-461 7] 18 i< 410 i JILER 25 35 30
0,1 Tl 2 R R R Ok B AIC AT RS M, BG
SRXCIRZS T WUBREE (A 451 DA T R AR L 4
J1o FF BAE/N R R G HOM 5 2 09 B9 h W g2 5
ATP BTSN G570 w] B 1O = AR E S — & e, ]
B U O JULET S AL R O = AT Ik T e
WFFE 438 HOM LI 220 % BE R 1 5 2 A7 73
oA AT AR EME, I MYH7 35 K 2875 S50 2L
WA KA A E AR, Rl 2 B MYH7
SR g AR 1 B O E R M & AR E T MYBPC3 3
PR 1, Wang % MO 117 BIPEA 220 =
HAEAERH A HOCM LT T Z R BRI A, ki
Pi34E, MAE%E N 96.5%, A& 50% L
R ERILE D BB A = AR R Bl
ik B4y O IR 2 A 2 o0 i 1) S S5 0 RORE . HCM
BILFAR G W U5 1 28 5702 75 5 B0 3 I 58 748
LEESUREEESSE
4.3 EREBFF

SRR e e [ R A R DR AN % 1
¥ (microRNA, miRNAs) FEHUH] . SEENEIT &
ANFEFZ e T 40 MR E 0 O L4 (human
induced pluripotent stem cell-derived cardiomyocytes,
hiPSC-CMs) 6775 . miRNAs J&— %8 £ I 4 i
AR, nl i ik B A7 mRINA sl i) ol 0 g 5 5%
AR EE R Rk . AR ] miRNAs 78
O WUAE R J) 32 3t 1) 2 e vh AR, nl R
MYH7 & H B £ B s se s i se £ W,
miR-208a (142 7% 7] A RH 110 2 WUIE R RIEF 2k o
TP LB HCM F835 0 I f2 35 2K I A miRNA
AT BE R IA YT B4 U LP A ZE A A 5 . RNA JEER
ST ARG PRI 7 s T B b, s
T 2 iR AT PE R I R L FE AT R (antisense
oligonucleotides, ASO) JRIT PV, EEfar R e
RNA ULER A SR Y7 MYH7 3 R 298 7% it 306 HCM,
Dainis 25 " 38 15 %t MYH7 35 R 28728 Fr £ HCM £
K I hiPSC-CMs #8Y , Ff43 551 1 %6 % J& RNA Fil
ASO 7 il HL A 7 FE R LBk, LR 5] % 2 RNA
FIT ASO JTER Ty 1 2 ] B 3% hiPSC-CMs (150K #R
11 HL ASO LRI fEAT 255 b #8 ) mi Bk -5 9 98 AH 5% 1)
FrE S RN, B35 hiPSC-CMs FOTE 25 R BELC L
YR F A
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YT 3 R B AR ] 3 a0 o 9 e v
TE B AL 2705 [ ke k3 HOM 628 . {H MYH7 %5431
LR 0 238 5 45 Rl R 2 R 2 1) 25 i AR A 1
KR R T B — W IR T A L R T
BEEMIGIRER Z MR, DUE R B R AL
SERUTBRAE A0 UG (35 97 SR s 2552 Sty . AL,
F T RIIATF 1] e 2R A Bk, TR A LA
IRYT T RE IR B 22 A48 S 30 HEM, IR 24
Sk s TOAE AR A IR A T B0 3 PR O A LA K F)
BN IE ., hiPSC-CMs 2 HF 58 A2 HCM i #i
IR IT H 2 )77k o H [0 K hiPSC-CMs I3 97
HCM B AFE— 2 SR B, 7= A A0 LM AR G
ARG, 5 RIG LC LA AR ) HL 5k = 1 5 0
ULAN M T fE ARk K % H R O LA i T
RE2s MR AT HOM i LI F AL

5 ING

25 AR, BT L HCM BAT 52 24384 il
T2 5, MYH7 RN 78 S0 5 578
KRN E AR SRR RIS BTN R
M) S R G o I AR 8 TR 5 5 0 1) 7™ AR RO R
SEIRE AR . HETHAME MYH7 SRR 2455 L
#HHCM [ F AR RIS A A — o TR . (EAS R
B, SR EMIL, MYH7 3R %A 1 L #
HCM W5 AT REHE 2%, 47 B8 = 19 SCD AU, 4 12
BOLB AR Bl A AXMATR R, HuriH
RITIFAE EL U T RIULAY S, LR YT o3k N
i IR hiPSC-CMs £ AR 357 H AR e i .0 JJL
AN AT BE A IS I6TT MYH7 3R %75 5 80/ HCM
SR RAR T

MR ALY ERRALEHS

(& % x #k]

[1] Wang S, Zhu C. Hypertrophic cardiomyopathy in children[J].
Asian Cardiovasc Thorac Ann, 2022, 30(1): 92-97. PMID:
34569255. DOLI: 10.1177/02184923211041285.

[21 ke LR U i 2 B ST 0 e ], Hh il S L
B, 2019, 34(5): 362-367. DOL: 10.19538/1.ek2019050609.

[3] Herrera-Rodriguez DL, Totomoch-Serra A, Rosas-Madrigal S, et
al. Genes frequently associated with sudden death in primary
hypertrophic cardiomyopathy[J]. Arch Cardiol Mex, 2020,
90(1): 58-68. PMID: 31996869. DOI: 10.24875/ACM.19000294.

(4]

(3]

(6]

(7]

(8]

[9]

[10]

[11]

[12]

[13]

[14]

[15]

[16]

- 429 -

Sedaghat-Hamedani F, Kayvanpour E, Tugrul OF, et al. Clinical
outcomes associated with sarcomere mutations in hypertrophic
cardiomyopathy: a meta-analysis on 7675 individuals[J]. Clin
Res Cardiol, 2018, 107(1): 30-41. PMID: 28840316.

DOI: 10.1007/s00392-017-1155-5.

Rupp S, Felimban M, Schidnzer A, et al. Genetic basis of
hypertrophic cardiomyopathy in children[J]. Clin Res Cardiol,
2019, 108(3): 282-289. PMID: 30105547.

DOI: 10.1007/s00392-018-1354-8.

2, s, X, A5 . 32 B JLFEC U DR AS D -5 11 PRARRfiF
SAHELIN. RO IR 2%, 2022, 38(7): 566-571.

DOI: 10.13201/j.issn.1001-1439.2022.07.010.

Liu HT, Ji FF, Wei L, et al. Screening of MYH7 gene mutation
sites in hypertrophic cardiomyopathy and its significance[J].
Chin Med J (Engl), 2019, 132(23): 2835-2841. PMID:
31856055. PMCID: PMC6940073.

DOI: 10.1097/CM9.0000000000000428.

Yotti R, Seidman CE, Seidman JG. Advances in the genetic basis
and pathogenesis of sarcomere cardiomyopathies[J]. Annu Rev
Genomics Hum Genet, 2019, 20: 129-153. PMID: 30978303.
DOI: 10.1146/annurev-genom-083118-015306.

Kraft T, Montag J. Altered force generation and cell-to-cell
contractile imbalance
Pflugers Arch, 2019, 471(5): 719-733. PMID: 30740621.
PMCID: PMC6475633. DOI: 10.1007/s00424-019-02260-9.
Hayashi T, Tanimoto K, Hirayama-Yamada K, et al. Genetic

in hypertrophic cardiomyopathy[J].

background of Japanese patients with pediatric hypertrophic and
restrictive cardiomyopathy[J]. J Hum Genet, 2018, 63(9): 989-
996. PMID: 29907873. DOI: 10.1038/s10038-018-0479-y.
Colegrave M, Peckham M. Structural implications of {3 -cardiac
myosin heavy chain mutations in human disease[J]. Anat Rec
(Hoboken), 2014, 297(9): 1670-1680. PMID: 25125180.

DOI: 10.1002/ar.22973.

L, BRBK, 1L, A T EGRHC S B0 U MYH7 JE D] 5878
BT 5 A L)). PR T Ak, 2016(1): 27-34.

DOI: 10.3870/.issn.1672-8009.2016.01.006.

van der Meulen MH, Herkert JC, den Boer SL, et al. Genetic
evaluation of a nation-wide Dutch pediatric DCM cohort: the use
of genetic testing in risk stratification[J]. Circ Genom Precis
Med, 2022, 15(5): €002981. PMID: 36178741. PMCID:
PM(C9622377. DOL: 10.1161/CIRCGEN.120.002981.
Hershkovitz T, Kurolap A, Ruhrman-Shahar N, et al. Clinical
diversity of MYH7-related cardiomyopathies: insights into
genotype-phenotype correlations[J]. Am J Med Genet A, 2019,
179(3): 365-372. PMID: 30588760. DOI: 10.1002/ajmg.a.61017.
Wijnker PJM, van der Velden J. Mutation-specific pathology and
treatment of hypertrophic cardiomyopathy in patients, mouse
models and human engineered heart tissue[J]. Biochim Biophys
Acta Mol Basis Dis, 2020, 1866(8): 165774. PMID: 32217077.
DOI: 10.1016/j.bbadis.2020.165774.

Moore JR, Leinwand L, Warshaw DM. Understanding
cardiomyopathy phenotypes based on the functional impact of

mutations in the myosin motor[J]. Circ Res, 2012, 111(3): 375-


http://dx.doi.org/10.1177/02184923211041285
http://dx.doi.org/10.19538/j.ek2019050609
http://dx.doi.org/10.24875/ACM.19000294
http://dx.doi.org/10.1007/s00392-017-1155-5
http://dx.doi.org/10.1007/s00392-018-1354-8
http://dx.doi.org/10.13201/j.issn.1001-1439.2022.07.010
http://dx.doi.org/10.1097/CM9.0000000000000428
http://dx.doi.org/10.1146/annurev-genom-083118-015306
http://dx.doi.org/10.1007/s00424-019-02260-9
http://dx.doi.org/10.1038/s10038-018-0479-y
http://dx.doi.org/10.1002/ar.22973
http://dx.doi.org/10.3870/j.issn.1672-8009.2016.01.006
http://dx.doi.org/10.1161/CIRCGEN.120.002981
http://dx.doi.org/10.1002/ajmg.a.61017
http://dx.doi.org/10.1016/j.bbadis.2020.165774

525 % 55 4
2023 4F- 4

o+ E 44 )UAH &

Chin J Contemp Pediatr

Vol.25 No.4
Apr. 2023

[17]

[18]

[19]

[20]

[21]

[22]

(23]

[24]

385. PMID: 22821910. PMCID: PMC3947556.

DOLI: 10.1161/CIRCRESAHA.110.223842.

Shahzadi SK, Naidoo N, Alsheikh-Ali A, et al. Reconnoitering
the role of long-noncoding RNAs in hypertrophic
cardiomyopathy: a descriptive review[J]. Int J Mol Sci, 2021,
22(17): 9378. PMID: 34502285. PMCID: PMC8430576.

DOLI: 10.3390/ijms22179378.

Sabater-Molina M, Pérez-Sanchez I, Hernandez Del Rincon JP,
et al. Genetics of hypertrophic cardiomyopathy: a review of
state[J]. Clin Genet, 2018, 93(1): 3-14. PMID:
28369730. DOI: 10.1111/cge.13027.

Ferradini V, Parca L, Martino A, et al. Variants in MHY7 gene

current

cause arrhythmogenic cardiomyopathy[J]. Genes (Basel), 2021,
12(6): 793. PMID: 34067482. PMCID: PMC8224781.

DOLI: 10.3390/genes12060793.

de Frutos F, Ochoa JP, Navarro-Pefialver M, et al. Natural
history of MYH7-related dilated cardiomyopathy[J]. ] Am Coll
Cardiol, 2022, 80(15): 1447-1461. PMID: 36007715.

DOLI: 10.1016/j.jacc.2022.07.023.

Walsh R, Rutland C, Thomas R, et al. Cardiomyopathy: a
systematic review of disease-causing mutations in myosin heavy
chain 7 and their phenotypic manifestations[J]. Cardiology,
2010, 115(1): 49-60. PMID: 19864899.

DOLI: 10.1159/000252808.

Lee SP, Ashley EA, Homburger J, et al. Incident atrial
fibrillation is associated with MYH7 sarcomeric gene variation in
hypertrophic cardiomyopathy[J]. Circ Heart Fail, 2018, 11(9):
€005191. PMID: 30354366.

DOL: 10.1161/CIRCHEARTFAILURE.118.005191.

Cann F, Corbett M, O'Sullivan D, et al. Phenotype-driven
molecular autopsy for sudden cardiac death[J]. Clin Genet, 2017,
91(1): 22-29. PMID: 27000522. DOT: 10.1111/cge.12778.

Zhang L, Cheng X, Chen J, et al. Left bundle pacing for left

(23]

[26]

(27]

(28]

[29]

[30]

£ 430 -

bundle branch  block and intermittent  third-degree
atrioventricular block in a MYH7 mutation-related hypertrophic
cardiomyopathy with restrictive phenotype in a child[J]. Front
Pediatr, 2020, 8: 312. PMID: 32612965. PMCID: PMC7308432.
DOLI: 10.3389/fped.2020.00312.

Mathew J, Zahavich L, Lafreniere-Roula M, et al. Utility of
genetics for risk stratification
cardiomyopathy[J]. Clin Genet, 2018, 93(2): 310-319. PMID:
29053178. DOI: 10.1111/cge.13157.

Atemin S, Todorov T, Maver A, et al. MYH7-related disorders in

in pediatric hypertrophic

two Bulgarian families: novel variants in the same region
associated with different clinical manifestation and disease
penetrance[J]. Neuromuscul Disord, 2021, 31(7): 633-641.
PMID: 34053846. DOLI: 10.1016/j.nmd.2021.04.004.

Bollen IAE, van der Velden J. The contribution of mutations in
MYH7 to the onset of cardiomyopathy[J]. Neth Heart J, 2017,
25(12): 653-654. PMID: 29052809. PMCID: PMC5691819.
DOI: 10.1007/s12471-017-1045-5.

Norrish G, Kaski JP. The risk of sudden death in children with
hypertrophic cardiomyopathy[J]. Heart Fail Clin, 2022, 18(1): 9-
18. PMID: 34776087. DOI: 10.1016/j.hfc.2021.07.012.

Girolami F, Passantino S, Verrillo F, et al. The influence of
genotype on the phenotype, clinical course, and risk of adverse
events in children with hypertrophic cardiomyopathy[J]. Heart
Fail Clin, 2022, 18(1): 1-8. PMID: 34776071.

DOI: 10.1016/j.hfc.2021.07.013.

Dainis A, Zaleta-Rivera K, Ribeiro A, et al. Silencing of MYH7
ameliorates disease phenotypes in human iPSC-cardiomyocytes[J].
Physiol Genomics, 2020, 52(7): 293-303. PMID: 32567507.
PMCID: PMC7468691.

DOI: 10.1152/physiolgenomics.00021.2020.

(RS EHD)


http://dx.doi.org/10.1161/CIRCRESAHA.110.223842
http://dx.doi.org/10.3390/ijms22179378
http://dx.doi.org/10.1111/cge.13027
http://dx.doi.org/10.3390/genes12060793
http://dx.doi.org/10.1016/j.jacc.2022.07.023
http://dx.doi.org/10.1159/000252808
http://dx.doi.org/10.1161/CIRCHEARTFAILURE.118.005191
http://dx.doi.org/10.1111/cge.12778
http://dx.doi.org/10.3389/fped.2020.00312
http://dx.doi.org/10.1111/cge.13157
http://dx.doi.org/10.1016/j.nmd.2021.04.004
http://dx.doi.org/10.1007/s12471-017-1045-5
http://dx.doi.org/10.1016/j.hfc.2021.07.012
http://dx.doi.org/10.1016/j.hfc.2021.07.013
http://dx.doi.org/10.1152/physiolgenomics.00021.2020

	3.1　MYH7基因突变与HCM
	3.2　MYH7基因突变常导致HCM合并心律失常
	3.3　MYH7基因突变与其他类型心肌病
	4.1　MYH7基因突变与儿童SCD的治疗
	4.2　分子药物及外科治疗
	4.3　基因治疗

