Hos B am T E SRR E Vol.25 No.4
2023 4F 4 H Chin J Contemp Pediatr Apr. 2023
doi: 10.7499/].issn.1008-8830.2211044

MYH7 X P27 0L 3 0 SR L5 (W 58 0k g

HES &
(1. EMKRFAR AR, ThRBRE 050017; 2.7 EILE E RS WA/ g LS g
FEERE, AEGRE 050031 3.k FFEALAEFRE, ThKERa  075132)

B T

[HZE] JEALOHUE (hypertrophic cardiomyopathy, HCM) 2 JL 3 fhe & WA PR IL SR AL T O UG . LY
FE [B-WIERE 1 HESE (cardiac beta-myosin heavy chain, MYH7), MYBPC3Z53EH | 28748 J& HCM He i UL %
IR, LA MYH7 BER AR B L, 14 30%~50%. MYH7HER 548 HAT 2 BRI IR 3G . AT 43 0 24> JE A
AR5, DLSARIRAO A M RS A, R LIRIRRBIA — i H S, WiE 2o UR A EsIpsN. HareT
MYH7 RN A T BULE HOM B A HLE] e e w6 . 1230 045 MYH7 5 A28 S 2 HCM Al fig
AR AL ImRRAIRYT, DUIA R T8 LRRHERUS WAL . M aRYT .
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Recent research on childhood hypertrophic cardiomyopathy caused by MYH?7 gene
mutations
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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.
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RE JE A0 LS (hypertrophic cardiomyopathy ,
HCM) J&JLE 58 — 8 WO LR AL, HoE )
LA 2 NEJEFET 5Kk T BERR A A AR, AFEA L
Y IR AN RE A M3l o AR BT R AL
LA L JEE 5 S DR A R O UL S 1 Bl N HEM Y
RIS /500, (HA TR E L E HCM &
WA, A ST HIE L EE HCM AF &9 %8 0.3~

[k HH1 ] 2022-11-08; [4£52 HIWT | 2023-02-09
(Mg ] Mz, B, BLiisE.

0.5/100 000 *'. HCM 2 JL % 5 75 /450 P R 58
(sudden cardiac death, SCD) A% VLA, TELENRR
PRI A AR 8 5 SR LTS 8 AR OC . Z TSR
RPEUREHA RE FHRHCM BILFE 2, HYS
JE AR e B B Y SCD KU 2 L 509%~80%
HCM B LS BRI A8 HH G, Hoh LA -k 1
5t (cardiac beta-myosin heavy chain, MYH7) F&[X
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23R B A%

RASFHE W, 15 30%~50% > “*' . WF5E 3B MYH7
LR A R 8 HOM B L2807 0 8, HS 8
JURIAZET . F5 O NERL A A SCD &5 g & AH ¢ ),
RAZE MHY 755 K 5728 2 L =EO UK A 1 AE 4 5
KRR HY A ) T3 3850 K8 LR o 10 ) 1°F
i . fER 2 SR YT -

1 MYH7EBESB-IBkEB =S

Hut =/ e LB 40 2P R R A5 )L #E HCM
%, G F MYH7. MYBPC3. MYL2. MYL3.

TPMI. TNNT2. TNNI3 1 ACTCl %5 % N %8
Ap 2 H A L MYH7 IR R AR BRI, 30%~

50%, HRA MYBPC3BEPRI AR 21 MYH7 %
A F 14q11.2-q13 Y fk |, 40 o874
W, A — AN A 1935 AN E LRI MYHT 2 1,
HEZIEOENA B EEAAF g bRk, 2AL
= NUERER 10 B 53, X0 LA L ) g 1
HE R T AE HE 0 LA L PN Ah Ca vk B 5 A B AR
FHER S MYH7 8 A B2 A BE R 4 SRR,
BA3INIEEX : HRLER . S0 ChArgs ) M
B Sk B — AN SR i 132 Bl 45 4k
(S1), S1 5WLah&E A M =# MR IEH (adenosine
triphosphate, ATP) Z5GIKZNALAINCAE . FEH L
FB2 (S2) FRL IR AR, BRI 5 RE
BB [H] Fh 2B X 4z

2 MYH7EEZRZTEHHCMAT8ERI & i/

Hayashi %5 " W} 5% & 815 iU AF HCM R AH LE,
JLE B H MYH7 R S R B . (HiA R
NN MYH7 3 R E0 A2 3 200 HOM (85 2 0L T
T/ H4E . Sedaghat-Hamedani A BT 675 )
WL L F 548 11 HOM (8 6470, R B MYH7
B R AL HOM B H TR SR ARl 40 27 . HLAlR
ERAE R R, Wn] BB JLE HOCM 1Y &R R ALK
FAOG o AH MYH7 5 PR 58 A8 1 B 40y LA™ 5k A0 L
(dilated cardiomyopathy, DCM) A A 684 ¥ 5
B ZEAZ %, van der Meulen 45 " X faf 24 144 {51 JL
O UL 22 R 3 A 2 B, 38 A1l ik PR 5 A
FHDCM B LA 81 (21.1%) S MYH7H: K 5
Ap, HpBIL (<1%) diefil. HEDET MYH75:
PRI 975 5 3 HOM W TE 1Y & s HIL AR i AR B At HLAT
L, HOM BB H R U0 Vs b . &F
SKRINREZ S ATPIHAEE 2 ™ "0 MYH7HEIN 578

FECHCM Al RERY KR ALHIA = (1) MYH7 R %
Ay S KR H . HCM ™ E R AT e S
O LA S LSRR Y LA 6 . MYH7
PR 52 A8 AT figad i —Fh AR PR “HERRT PLEH &
BT, BURTE MYH7 5 58728 7] 7 A S B LR
HEEL, NMTRNY RS, 2T 20 e &
U 4 Al B Y S LR L
HaRETRBMIL, 206 7 8E Ik R LB
WP O AN, MYH7250 KR 36k By g sm n]
RE SN A PG ™ AR AL, DA BOR I Ao
(2) LA Ca™ BRI ERG I, A 5E R MYH7 5
PR 948 ] S BUYUS T AE A0 MR Ca™ BlUs MRS I, B
o0 W Ak 1 67 5 309t R B I 3 Y T Bh IR T
JEEC LAY BE B AR AL B AT IR D Re RS, HE—
A FHECOENE L (3) OIS T s
5% % B MYH7F1 MYBPC3 3R 28748 i) S 3 ULER 8
Sk 50 B4 8 A sl bR 2 (super relaxed state, SRX;
MEREAN —-FWRRE) MEFRS
(disordered state, DRX) Z&ffi, XFfHLERE H 2+
ISR AR ] B0 LA M 4 358 . ATP
TG 2 FIEF sk P RESZ 401, AT O WL 200 i B
{ERE 00 (4) KEEIESMES RNA (long non-coding
RNAs, IncRNAs) KA A AEH HCM A G 4R
A WEFE A B Ine RNA R 555 2 A AR UL
AWM TAE, 250 DUIEJE B 29 A 31
i 7o [RIAE HOM /N SRS MY H7 B DR i rp A
LT — Rl IncRNA % 5K Mhrt, 38 53 94 55 Mhrt 7KF-
A3/ BRI E— 2D I R A v 7

3 MYH7EREREHEXHIGKFRE

2R MYH7 3R 58 e ) LR A T BB AR H 31
G R, 50%~60% i 5 L1E T HE UG
B SCAEIR 50 Y MYH7 LR 9875 (1) HCM f&
BRG] B 5 15 A O . Herrera-Rodriguez
8 BRI MYH7 B H 2278 1 ) L3 HCM 2507 1 &
Wi, H5RIET . 0 MR AR A SCD % 5 A 1B
HHAR SN, R R LI KR Y LA T Y
SCD KB "o HRTAFFEIN R MYH7 3 R 5875 1) 1
UL QR R AR B R WL, R R A R A
(BB MER ) 5 30%~40%) , /B A H e (AR Bk
WL N MYH7EER 28R AT S L R0 LR
HRVBG, BT AR 58 A48 A B A 18 A 1 A1
BARGR S, AHERIJLIRRRA - ES., A
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S0 LR I 438 P LA HCM SR8 0L, Hok ol DM,
O BB M 0 WL (arrhythmogenic ventricular
cardiomyopathy, AVC). FRE|FLHUK (restrictive
cardiomyopathy, RCM) . FIAHLOAUE . JeRML
WEf . & O % 2% L A 4 (left ventricular
noncompaction, LVNC) LS PN RS0 o 21 4 188 A= 0
A HRIE ;. B ENBN S RIENUN . Laing
v L« LR EE R | a7 A L A 2
R A 12
31 MYH7EEZRZESHCM

MYH7E: PN R A FINLE | RAETY Jeastfl
B 5 HOM BB L ™ R Ml R R B B DA OC
BROR ST R SR Y MYH7 3[R 28718 22 BT HCM,
2y 62% M ZALE R RS R BUR L E
THCM R AL, HHAR S WImIARIN B = Rl
S Bk ST X MYH7 SR 58725, i 5 5
IR U NS A O 2R 1Y T K 2 A
3 959% L ¥ MYH7 5 5828 i LI & %%

Ra R
AL SE K B MYHT TR R S 4 98

RO R
HCM L2303 w5 384y, H MYH75EH AR
BB WA A A RN EBILE 55 2SO
WU AH G o [RIE A 0 22 A S R 58 A8 1) LAl i
R R AT R H H R AR "™, o, MYH7
FE DR M A 2 AR ) FR O Lt e B ™ EE L R L
AL A ' Hayashi 45 " BF 58 & B0 MYH7 5L [F
7 )L EE HOM S35 2 A 1k, MERCER AT BRI 9
W E R . R HOM R R AR 3
HE M, S PE T aR & HOM LTS A R
MG R ZE = MRS INE HCM A RRilf—25
vl
32 MYH7ERRTHESHHCMEH LERE
MYH75:H 9875 () HCM S8 L Bk = B PR I
RFEI, BT TCARArhiE AR, o mT 3R 8K 2 K
Wgm s, s DL AR, RO
SCD Ft 15805 . 2R MYH7 2RI 58748
FHCM B E A GIFOEEE, BfEEEES
B . B OERE . OB ML EWish %,
FErpr Lo 5 B Bl B8 Ry UL 2 RS A K
P MYH7 55K 2878 1 HOM A & £ SCD 1 & X
5 2, Cann 5§ ) X 15 451 & 45 SCD A9 HCM A f&
F P RIATIE N 0T, & PR MYH 73N 578 5
ik 27%. Sedaghat-Hamedani 5§ E 7 675 LY
IR 275 () HCM (835 547 Meta 0 HT L& B8, MYH7
FEH 2 A8 () HOM A &2 = PR O B SCD 45

KBS AR R . T . 5 MYH7 3R 2R 748 /) HCM
BN EF AL, U B kA SCD A XU B
DRI A WF 9T I Bl e MY H7 3 R 58 A8 A S i A2
SER L R % & VIR 7, BB SCD Y & A 1
R IS F 5% e B 24 31% B9 MY H7 3R 2875 () HCM
B EIFDNEE T RGBT, A 5E 45 6
BEER . D % AL B AR S BHAR F . Zhang 45
B T 1 FIRIN R Z IR, MYH75ERH 5878 T80
9 HCM & LRI 4 f RCM, 582t 2o o S 14 S
Tiie AR BRCYE =B by & A% BT, AT A2 R SOR NG
57, BEVT VAR PR AR 5534 HOM,
B TARATRE R, AL & A i M0 sl ik il
JFCATHE A BREIEIGTT o RIS S 00 ek
A AT 38N LA 4k 40 A Ca Uk, 5 & A2 SCD Fil'E
PEOARF A . A B ST 3 ok N i st
295 PR A0 AL & P HOM & AR SCD 1 AU
TR = [l LA R 35 4% 2 PR 7E L 2 HCM
BENER S EHEAEEE L,
3.3 MYH7EERTE5HMERLAR

19%~5.3% B MYH7 & [F 28 28 ] F: 8 DCM ™,
7 Vi FE 8 X ) MY H7 36 R 2878 22 5 B B Lo M
DCM FRAAAOC, [FAHIGRRAB AT HE, &KX
W GEAR R R BT 2 U R IR
()28 BE TR R e 1T B 2 L IR LT I 4 e sl 4544
2 X3 2 A4 iy RE LR A T A3 IR S LR
Ja M £ & FF DCM H fig % 5 2™ E 19 DCM &
ALV A BEFEIA N G DCM B MYH7 3R 28
AR AT S1 453k, DCM AR MYH7 56 K %
AT B E LR AR 138 UM T B, DT 2 1)
O WL 45 T fE ™, Atemin %5 20 338 T 241k
AF R X MYH7 5L H 228 (1) DCM i, YHE
JUERH &, SeiEE 2 2B DCMETS, SEiE
TR R R B R U, e I R
S DCM F-F 40 Z B FET- . HF MYH7 5N 2455
AR DCM F A R, 2270 LR R T 3 AH
FTFK A, WEHLVNCES ™, de Frutos % ™ X} 106
Bl MYH7 3R 58 48 300 DCM R 3B R 30,
BB HE R T [ (333£18.0) % vs
(41.7+18.6) %1, Bl 54EZ 11.6% W B WG
AR, ZRZ NG T30, (HSCD A
A AR

oW MYH7 3 F 28748 ) RCM, LVNC, AVC 4§
WAHRE, HhIHCMAIFRCM B Z 0L », H

>N

RENNEHNGE . U EEN AL R R JL# LVNC
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e WL e . A EFSEARIE, BN LVNC &
FH MYH7 RN 582y 5 48%, (HAE)LE T, X &4
WALAR S | BRSNS AR | Ytk R SR T AR
A7 LG Y, MYH7 3L 2878 1 LVNC 235 1T B il
JE AL, B9 R IR MYH7 5ER 9738 (1) H % Hik
A= SCD 25 XU i KT MYBPC3 Fll TTN i[5 725 5
M 1 Ferradini % " B TE2 MK H
MYH73ERAE S2 253 58 A8 8y AVE, 1A
FIGEH I UEE#E 31 Zih &, SEPRRI & A7 7€
¢.2630T>C(p.Met877Thr) 24 & 5845 , LML EIFRILA
R T AV P E O shad i, O IR R R
IR FE D E G MBI B RN (47%) 5 HR Ik
FETEZA G RAE, DN IER , (HIEUEE ¢
TE61 & BRI s 55 — A e b 59 % i) &
W5, AEAE c.2609G>A(p. Are870His) 2875 , .0 HL & 36
PO MO s, I AT R A O A B R
il % (implantable cardioverter defibrillator, ICD)
RIT, H3NLILBF IR A 287 . MYH7 3
RAR I AVC RAURIE AT e e, (B S3=
PR Bt E, JERAERE.

4 3BJ7

41 MYH7EEZRZ5JLESCDHIEST
MYH7 3% [F 58 78 1) HCM LB A 55 SCD K
B, HETRTF MYH73ER 5448 5 )L # HCM &4
SCD FH R MF IR iR 5 /b . SCD /& )L HCM e %
ULEFET A, AR AR 2 TR, ICD
115 8% J2& T Bl SCD fe A 20 A i v] 5 9 3R 97 7
el AR A ICD, T IR A] LA Ao
2k L AR HOM B35 B8 = v J R
w Y, ZEWF SRR 2R R A BT HCM 2L
() SCD KB 7y 2 HA EEAEH ", FHRE%
ARG L HCM I R R AL S BT AR, FARY
A EL A AFFEUE I MYH7 3K 2828 () JL#E HCM 3
AR SCD KU 2, (HEERALAE )L HOM f&
o2 P B F AR, M ATXH T MYH73EH
A U HOM UL & W PEAT 1ICD JA Y7 i
ik AL o ok B 2 B P AR R A 3 — 25 i
5, AR R R A PEAL LB HCM & 22 SCD XL
I T B S RS 7
42 HFHMRINLETT

WF 5N N B HCM B BUR R 2878 ({045
MYH7FER) aTHEIMALTT ATP JS#E . PO WIBRE

SR SRX AT DRX 2R Ay Kz 58 3 WL &7 5k DI RE, M
TS B R AR SECHCM ™, BRI #7598 F MYK-
461, FEREPEREAR O WUNLEREE 1 ATP B A4 15 k6
J¥HCM ™ %' MYK-461 1] 3 i 0 il LEKR 2 1132 3h
0,1 T 2 R R R ROk [ AIC ATP IS M, BG
SRXCIRZS T ILBREE 11 A% LL A1) DA 1T A B ARG O LA 4
J1o FF BAE/N R R G HOM 5 3 09 B9 h W 525
ATP BTGNS0 w] B 1O = AR E S — 2 L e, ]
U O JULETR S A R O = AT Ik T e
WFFE 48 HOM LI 220 = BE R 5 2 A7 73
9 AT AR, T MYH7 35 K 9878 S50 2L
WA KA A E AR, Rl B MYH7
SR g AR 1 B O IE R M & AR T MYBPC3 3k
PR 1> Wang % X 117 BIPEA 220 =
HAEAERE A HOCM LT T Z R BRALYIGR A, b
Pi34E, MAELEE R 96.5%, ARG & IR 50% LA
R ERILE D BB A D = R TEAR R R Bl
ik 8y UL 2 A0 2 0 25 it i) S i 26 0 R E . HCM
BILFAR G W U5 1 28 5702 75 5 B0 3 I 28 748
LEESURIEEESSE
4.3 EEBFT

SRR e e [ R A R DR AN % 1
¥ (microRNA, miRNAs) FEH0H] . SEENEIT &
N5 Z 68 1 4 i ok W 09 0 WLAH AL (human
induced pluripotent stem cell-derived cardiomyocytes,
hiPSC-CMs) 167745, miRNAs f&— P %5 55 JF 4 5
AR, nl i ik B A7 mRINA sl i) ol 00 ) 5 5%
A BHPEA T T HE R Rk . A IEE ] miRNAs 78
O WURE JE AL 7 i 1 & S b R AEAVE T, vl s
MYH7 & H B £ B s sc i i sg £ W,
miR-208a (142 1% 7] LARH 1k 0 2 WU A EF 44k o
LY LB HCM F835 0 I f2 35 2K I A miRNA
AT B R IR YT B4 U LP M ZE A A S . RNA JEER
ST ARG PRI 7 s T B b, s
T 2 iR AT PE R A R L FE AT R (antisense
oligonucleotides, ASO) JRIT PV, EEfr LR e
RNA ULER A SR Y7 MYH7 3 R 298 7% fiF 30 HCM,
Dainis 25 ™ 38 15 %t MYH7 35 H 28728 Fr £ HCM £
K HIhiPSC-CMs #A8Y , Ff43 551 ] %6 % J& RNA Fil
ASO 7 (i HL A 7 FE R LBk, LR 5] % 2 RNA
FITASO PLER J5 1 24 1T 038 hiPSC-CMs A9 HR 2 11
11 H. ASO LRI fEAT 255 b #8 1) mi Bk -5 8 08 AH 5% 1)
FrE RN, B3 hiPSC-CMs FOTE 25 R BELC L
YA F A
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TR 3 R UC IR B AR T 3 a0 o 9 e v
TE B AL 2705 N ke ko3 HOM 688, {H MYH7 %5431
LR 0 28 5 45 Rl R 2 R 2 1) 25 i AR 2 1
FFR N R T B — IR T A L R T
BEEMIGIRERZ M AR, DUE IR R AL
SERUTBRAE A0 UG (035 97 SR s 255 S . AL,
FR T RIIA 7 1] e 2R APk, TR A LA
TRYT T RE TR B 22 A48 S 30 HeM, IR 24
Sk s TOAE AR A IR A T B0 3 PR O A LA 3K 3]
BN IE . hiPSC-CMs 2 HF 58 A2 HCM i #i
G IT H 2775 o H [0 K hiPSC-CMs I3 97
HCM 3B AFE— 2 JR B, 7= A A0 UL AR G
ARG, 5 RIG L LA AR ) HL 5k = 1 5 0
WLAN M T fE 0 AR K % H R O LA i T
Re2s MR AT HOM 8 LI E 4L

5 ING

25 AR, BT L HCM BAT 52 24384 il
T A5 5, MYH7 RN 278 S0 5 578
KRR E R RAFRAL | RIS IR BTN R
M) S R DG o I AR 8 TR 5 5 0 1) 7™ AR RO R
SEIRE AR . HETHAMHE MYH7 SRR 2455 )L
T HCM [ F AR RIS A A — o IR . (EAS
B, SR EML, MYH7 3R %28 ) L #
HCM W5 AT RE R 22, 47 58 = 19 SCD JRURS: , ¢ il 2
BOLBA R Bl A AXMATR R, HurkH
RITIFE EL U T RIS, LR YT o3k N
i IR hiPSC-CMs 7 AR 357 H MR 2 v .0 L
AN AT BE A IS I6 T MYH7 3K %75 5 80/ HCM
SR RAR T

HBA R ALY ERRALEHS
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