
Gene Protein Diseases Mutations in DNA or protein seqence References 

PLN Phospholamba
n 

HCM -42C>G, -77A>G 1, 2 

DCM R9C, R14del 3, 4 

MYH6 myosin-6 
HCM  

or DCM R795Q, P830L, A1004S, Q1065H, E1457K 5, 6 

ASD I820N 7
 

MYOZ2 myozenin-2 HCM S48P, I246M 8
 

MYL2 

myosin 
regulatory light 

chain 2, 
ventricular/car
diac muscle 

isoform 

HCM A13T, F18L, E22K, N47K, R58Q, K103E, 
IVS6-1G>C 

9, 10 

CSRP3 
cysteine and 
glycine-rich 

protein 3 

HCM L44P, S54R/E55G, C58G, 172T>G 11, 12 

DCM W4R 13
 

TTN titin 

HCM R740L, S3799Y 14
 

DCM 
V54M, A743V, W930R, R25618Q, 

Q4053ter, S4465D, 2-bp insertion in exon 
326 

14-16,  

LDB3 LIM domain 
binding 3 

DCM D117N, K136M, S196L, T213I, I352M, 
D626N 

17, 18 

LVNC D117N, K136M, S196L 17
 

MYH7 myosin-7 

HCM 

P211L, L390V, R403W, R403Q, R453C, 
Y501C, H576R, R663C, Q734P, I736T, 

G741W, A797T, R870H, A901G, D928N, 
E930K, R1053Q, E1356K, A1379T, A1454T, 

R1500W, S1776G 

19-24
 

DCM I201T, T412N, A550V, T1019N, R1193S, 
E1426K, R1634S 

25
 

LVNC M531R 26
 

ANKRD
1 

Ankyrin repeat 
domain-contai
ning protein 1 

TAPVR 10;21 translocation 27
 

NPPB 
natriuretic 
peptides B 

preproprotein 

HCM D175N 28
 

EH Variable number of tandem repeat of 
5'-flanking region 

29
 

TNNT2 troponin T type 
2 

DCM I79N, R141W, K210del 25, 30-32 

HCM 

I79N, I90M, R92C, R92W, F110I, K124N, 
R130C, R278C, G287A, Δexon 14, a 

five-base (CTTCT) insertion/deletion in 
intron 3 

19, 23, 32-37 

RCM I79N, Q96del 32, 38 



NPPA 
natriuretic 
peptides A 

preproprotein 

Ischemic 
Stroke G664A 39, 40 

AF c.456–457delAA 41
 

EH V7M, –C664G, G1837A, T2238C 42, 43 

LVH -2843A>G 44
 

TNNC1 Troponin C  
type 1 

HCM A8V, L29Q, A31S, C84Y, E122A, E134D, 
D145E  

45-47
 

DCM Y5H, M103I, D145E, I148V 48 

ACTN2 alpha-actinin-2 DCM Q9R 49
 

MYL3 myosin  
light chain 3 HCM D778E 50

 

GATA4 transcription 
factor GATA-4 CHD 

A6V, S52F, P163S, E216D, E359K, S377G, 
P407Q, S429T, A442V, IVS4+55C>A, 

c.1074delC 

51-55
 

RYR2 ryanodine 
receptor 2 CPVT 

R414C, E1724K, A2254V, R2267H, 
A2394G, V2475F, F4020L, E4076K, N4104I, 

N4104K, H4108N, H4108Q, R4497C, 
S4565R, G4662S, H4762P, V4771I, 

P4902S, genomic deletion involved RYR2 
exon-3 

56-60
 

MYOCD myocardin CHD K259R 61
 

TRIM63 

E3 
ubiquitin-protei

n ligase 
TRIM63 

HCM A48V, I130M, Q247del 62
 

	  
	  

DCM Dilated Cardiomyopathy 
HCM Hypertrophic Cardiomyopathy 
RCM Restrictive Cardiomyopathy 
ASD Atrial Septal Defect 
LVNC Left Ventricular Non-Compaction 
TAPVR Total Anomalous Pulmonary Venous Return 
EH Essential Hypertension 
AF Atrial Fibrillation  
LVH Left Ventricular Hypertrophy 
CPVT Catecholaminergic Polymorphic Ventricular Tachycardia 
CHD Congenital Heart Disease 
ARVC Arrhythmogenic Right Ventricular Cardiomyopathy 
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