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Aorta

ABCC6!, ABL1%, ACTA23, ADAMTS10% ADAMTS17°, ADAMTS2% ATP7A’,
B3GAT3%, BGN° CBS'°, COL3A1!%, COL4A5%2, COL5A1'3, COL5A2%3,
EFEMP2%4 ELN?®®, ENPP11>16 FBN1'/, FBN2'® FKBP14'%1°% FLNA?, FOXE3?%,
GATA522, HCN42223 LOX?*, MAT2A?®, MED12%%, MFAP52’, MYH1128, MYLK?®,
NOTCH1%®, PLOD1%, PLOD3%*, PRKG13%,ROBO43%, SKI¥35 SLC2A10°%,
SMAD2, SMAD33%, SMAD438, SMADG6%°, TGFB2*, TGFB3*, TGFBR1%,
TGFBR2%, THSHD5%, XYLT1%,XYLT2%

Arritmia

ABCC9% AKAP9%" ANK24 BAG3% CACNA1C®° CACNB25 |CALM1>?
,CALM2 %2, CALM3%? ,CASQ2> ,CAV3°* ,CDH2 °,CTNNA3°¢ DBH °/,DES®®
,DSC2> DSG2% DSP®% FLNC %2 GATA4% GATAG6% ,GNB5%, HADHA®% HCN4
67 HERG®859 JAG17°, JUP"t KCNA57?2 KCNE1% KCNE2%8 KCNH2%° KCNJ2"3
,KCNJ5"4 KCNQ1%,KVLQT1% LDB3" ,LEMD2’® LMNA"" ,MYH68 MYH7"°
JMYL4 80 NKX2-5"0 NOS1AP8 NUP1558 PKP2 8 PLN®* PPA285 PRKAG286
,RBM20 8 RYR28 SCN1B2%8 SCN3B% SCN5A% TANGO2%*
,TBX17°,TBX5° TECRL%% TGFB3% ,TMEMA43 %> TNNI3% TNNI3K® TNNT2%
,TRDN %° TRPM4 100 TTN101 ZFpPM2102

Fibrilacion auricular

ABCC91%% CACNB2,CASR193 CAV1103 CUX2103 E169K193 GATAG%* GJA5103
HCN4103 KCNA5103 KCND313,

KCNE1193 KCNE2193 KCNE3193 KCNE4193 KCNE5103 KCNH2193 KCNJ2103,
KCNJ5103 KCNJ893 KCNN319 KCNQ11%3 LDB3"°, LMNA4,

PRRX1193 MYL4% NPPA1% NUP15519 RYR21%7 SCN10A!%3 SCN1B193,
SCN2B%3 SCN3B%3 SCN4B%3 SCN5A3 TBX5%, ZFHX3103,

Sindrome de Brugada
CACNA1C!%8 CACNB2!%° GPD1L!0 HCN41,
KCND3!'?2 KCNE3'13, SCN5A14 SCN1B!*®, SCN3B!, TRPM41
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Miocardiopatias

Genes seleccionados del 'Atlas of Cardiac Genetic Variation!'”", sélo se han
incluido genes con un exceso significativo de mutaciones en pacientes con
miocardiopatia.

Miocardiopatia hipertrofica
ACTC1224 ACTN22?2* ANK22%°, CSRP3%24,CRYAB??*,DES??°, FLNC?%®, FHL1%%,
GLA,LAMP2225,  MYBPC32?%%,  MYH7%?4MYOZ2%%, MYL2%4 ~ MYL3%%,
MYOZ2224 PLN?%5, PRKAG2%?5, PTPN11%%%, TCAP??*, TNNC12%4, TNNI3?%4,
TNNT2224 TPM1224, TTN?24 TTR?2°,

Miocardiopatia dilatada
ABCC9%8 ACTC1!®, ACTN2!® ANKRD1', BAG3'%8, CSRP3! CTF11%8,
DES!88, DSP18 DSG2!8, DTNA % EYA4188 FLNC8, GATAD1!88 |LK!88,
JPH218 | AMA4'® | DB3'®, [MNA® |RRC10% MIB1'%, MYBPC38,
MYH618, MYH718 MYL2188 MYL388, MYPN NEBL!®, NEXN8 NPPA!E
NKX2-51%8 OBSCN!8, PDLIM3'8, PLN!8 PLEKHM2'®8 PKP2% PRDM16',
PSEN1', PSEN2!, RBM20'%°, SCN5A%® SGCD8 TBX20'%, TCAP!?®E,
TNNC1'8 TNNT2'8°, TNNI388 TPM118 TTN?8® vCL188

Miocardiopatia arritmogeénica del ventriculo derecho
DES, DSC2, DSG2, DSP, JUP, PKP2

Miocardiopatia no compactada del ventriculo izquierdo
ACTC12%6, ALPK3??6, DES?%¢, DMD??%, DMPK??%, DSP??%6, DTNA??6, HCN422?5,
LAMP2226, | DB3%?6, LMNA??6, MIB12%¢, MYBPC32?%6, MYH72%26, NKX2.52%¢,
NNT?26, NONO??6, OBSCN??¢, PKP2%?6, PLEKHMZ22?¢, PLN??6, PRDM162%,
RBM20%%%, RYR22%6, SCN5A226, TAZ226, TBX20%%%, TBX52%%, TMEM70%2°,
TNNT2226, TPM1226, TTN?22°,

Taquicardia ventricular catecolaminérgica polimorfica
ANK248 CALM118 CALM2%2, CALM3!® CASQ2%3, KCNJ2?0 RYR2197,
TECRL®, TRDN?L,
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Cardiopatia estructural congénita

ABL1?%, ACTA2122 ACTC11%3, ACTG1'?4 ACVR1'%®, ACVR2B?,

ADAM17%25 ADAMTS104, ADAMTS17°, AFF4126 APC'?°, ARHGAP31'?,
B3GAT3'%8, BCL9'?°, BCOR'?%, BMPR2'?°, BRAF?®, CBL°, CDK13'3,
CDKN1C'%2, CFAP53133, CHD4%*, CHD7'%°, CREBBP'?>, CRELD1%%6,
CTC1¥¥,CITED2'?°, DCHS1'?°, DHCR7'%8, DLL4'3°, DOCK6!4,

DVL1'?° EDN1'?° EFTUD24!, EHMT1'2 ELN®®, ENG!*3, EOGT#4,
EP300%%5 ETS112%, EVC5, EVC24°, FKTN46, FLNAZ20, FLT4%%,
FOXC1'2°,FOXC21?5, FOXH1'?5 FOXJ11%° FOXO01'?®, FOXP1'25, GATA4%,
GATA5!?> GATA6'?°, GDF1'?>, GPC3148 HAND1!%,

HAND2'%5 HES112° HEY2!?>, HNRNPK#°, HOXA10, HRAS!,

JAG1'?® JARID2'%°, KDM6A?, KMT2D1®3, KYNU®™, LZTR1*>, MED122°,
MED13L?%, MEGF8%°, MEIS2%7, MMP21%%8 MSX1'2°,MYCN®®°®, MYRF16°,
NEXN1 NFATC11%%, NIPBL16?, NKX2-5125 NKX2-6%¢3, NODAL* NONO?>,
NOTCH11?°, NOTCH2'?°>,NR1D2!?>, NR2F212>, NSD11% PCDHA9'?>, PKD1L1'¢,
PLD1'%® PPP1CB%° PRDM6'°, PRKD1'"?, PTPN11'%, PUF60'7?, RAB233,
RECQL4'"4, RERE!"5,RBPJ'?5 RFX3!% RIT1'’6, SMAD6'?°, SMARCB1'"7,
SMC1A'’8, SMC31’8, SOS1'?°, SOS21%°, STAG27°, STRA6C, TAB2181,
TBX1'25, TBX2'%5, TBX2025, TBX3!?5, TBX51?5,

TGDS!8 TGFB2!?> TGFB3'?°, TGFBR1'?°, TGFBR2'?°, TLL1!83, TMEM94184,
TWIST118 VEGFA'?°,ZEB218%, ZFPM2125, ZIC3'%,

Sindrome de Ehlers-Danlos

ADAMTS210  B3GALT6, B4GALT7'%0, C1R!¥°  C1S'%, CHST14°,
COL12A1'°  COL1A1'° COL1A21%  COL3A1'*°  COL5A1%0  DSE!°,
FKBP141°0 PLOD1'° PRDM5' SL.C39A13%%° TNXB® ZNF4691%,

Telangiectasia hemorragica hereditaria ACVRL1'%, ENG!%, EPHB4%?,
GDF2198 RASA11%4 SMAD411

Heterotaxia y Situs Inverus

ACVR2B!%, ANKS6'% ARMC4!®7 C210RF59'%, CCDC103!%, CCDC1142%,
CCDC39%%t, CCDC40%%?2, CFAP5333 CITED2%%3, DNAAF12%4 DNAAF22%,
DNAAF32% DNAAF52%7, DNAH112°8, DNAH52%°, DNAI12%°, DNAI22%°, DNAL12°,
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DYX1C1210211 GDF1212, INVS?13, LEFTY2%03, LRRC62%14, MMP211%8 NODAL4,
PIH1D32%, PKD1L1%¢7, SPAG1%16, ZIC3187, ZMYND10%4

Dislipidemia

ABCA12Y, ABCG5%18, ABCG82'8 ALMS1217:219 APOA1%2°, APOA5?18, APOB?18,
APOC22%18, APOC322t, APOE???, CREB3L3?%?%, CYP27A12%8, GPD1, GPIHBP128,
LDLR?18 LDLRAP1218 LIPA2® LMF1%18 LPL?18 PCSK9%18

Sindrome de Liddle
SCNN1A%27 SCNN1B2%%’, SCNN1G?2?/

Sindrome QT largo

AKAP9%28  ANK22?28, CACNA1C??8, CALM12??8, CALM2%28, CAV3??8, KCNE1?%2%8,
KCNE2228, KCNH2228, KCNJ2??8, KCNJ52%28, KCNQ12??8, SCN4B??®, SCN5A2%8,
SNTA12%,

Hipertension pulmonar arterial

ACVRL1??°, AQPD1%?°, ATP13A3%?°, BMPR1B??°, BMPR22%°, CAV1%%,
EIF2AK422°, ENG??°, GDF22%°, KCNA52%?%, KCNK3??°, KLF2??°, SMAD1%%,
SMADA422%, SMAD922%, SOX17%2°, TBX42%°,

Sindrome QT corto
CACNA1C?° CACNB2%3°, CACNA2D1%3° KCNH2%3°, KCNQ12%0, KCNJ1 230
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