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Cardiomyopathy, dilated, 10, 608569 (3), Autosomal dominant; Hypertrichotic
osteochondrodysplasia (Cantu syndrome), 239850 (3), Autosomal dominant; ?Atrial
fibrillation, familial, 12, 614050 (3), Autosomal dominant; Intellectual disability and

myopathy syndrome, 619719 (3), Autosomal recessive

Leukemia, Philadelphia chromosome-positive, resistant to imatinib, 608232 (3),
ABL1 99.94 % 189980 | Somatic mutation; Congenital heart defects and skeletal malformations syndrome,
617602 (3), Autosomal dominant

Smooth muscle dysfunction syndrome, 613834 (3), Autosomal dominant; Aortic
ACTA2 99.81 % 102620 | aneurysm, familial thoracic 6, 611788 (3), Autosomal dominant; Moyamoya disease
5, 614042 (3)

Left ventricular noncompaction 4, 613424 (3), Autosomal dominant;
Cardiomyopathy, hypertrophic, 11, 612098 (3), Autosomal dominant; Atrial septal
defect 5, 612794 (3), Autosomal dominant; Cardiomyopathy, dilated, 1R, 613424 (3),
Autosomal dominant
Myopathy, distal, 6, adult onset, 618655 (3), Autosomal dominant; Cardiomyopathy,
hypertrophic, 23, with or without LVNC, 612158 (3), Autosomal dominant; Congenital
myopathy 8, 618654 (3), Autosomal dominant; Cardiomyopathy, dilated, 1AA, with or
without LVNC, 612158 (3), Autosomal dominant
Cataract 38, autosomal recessive, 614691 (3), Autosomal recessive; Sengers
syndrome, 212350 (3), Autosomal recessive

AGPAT2 99.75 % 603100 Lipodystrophy, congenital generalized, type 1, 608594 (3), Autosomal recessive

ABCC9 99.79 % 601439

ACTC1 99.97 % 102540

ACTN2 99.89 % 102573

AGK 99.91 % 610345

AKAP9 99.13 % 604001 ?Long QT syndrome 11, 611820 (3), Autosomal dominant
ALMS1 99.82 % 606844 Alstrom syndrome, 203800 (3), Autosomal recessive
ALPK3 99.91 % 617608 Cardiomyopathy, familial hypertrophic 27, 618052 (3), Autosomal recessive

Long QT syndrome 4, 600919 (3), Autosomal dominant; Cardiac arrhythmia, ankyrin-

V)
ANK2 93.89 % 106410 B-related, 600919 (3), Autosomal dominant

ANKRD1 99.79 % 609599 No OMIM phenotypes
AQP1 99.88 % 107776 [Aquaporin-1 deficiency], 110450 (3); [Blood group, Colton], 110450 (3)
ARIH1 99.77 % 605624 No OMIM phenotypes
ARSB 99.79 % 611542 | Mucopolysaccharidosis type VI (Maroteaux-Lamy), 253200 (3), Autosomal recessive
ASPH 99.83 % 600582 Traboulsi syndrome, 601552 (3), Autosomal recessive

ATP13A3 | 99.85% | 610232 Pulmonary hypertension, primary, 5, 265400 (3), Autosomal recessive

?Neuronopathy, distal hereditary motor, autosomal dominant 15, 621094 (3),
Autosomal dominant; Cardiomyopathy, dilated, 1HH, 613881 (3), Autosomal
dominant; Myopathy, myofibrillar, 6, 612954 (3), Autosomal dominant; Charcot-
Marie-Tooth disease, axonal, type 2JJ, 621095 (3), Autosomal dominant

BAG3 99.99 % 603883
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Meester-Loeys syndrome, 300989 (3), X-linked; Spondyloepimetaphyseal dysplasia,
X-linked, 300106 (3), X-linked recessive

BMP10 99.89% | 608748 No OMIM phenotypes

Pulmonary hypertension, familial primary, 1, with or without HHT, 178600 (3),
Autosomal dominant; Pulmonary hypertension, primary, fenfluramine or
dexfenfluramine-associated, 178600 (3), Autosomal dominant; Pulmonary

venoocclusive disease 1, 265450 (3), Autosomal dominant

Melanoma, malignant, somatic, 155600 (3); LEOPARD syndrome 3, 613707 (3),

Autosomal dominant; Cardiofaciocutaneous syndrome, 115150 (3), Autosomal

BRAF 99.53 % 164757 dominant; Adenocarcinoma of lung, somatic, 211980 (3); Noonan syndrome 7,

613706 (3), Autosomal dominant; Colorectal cancer, somatic, 114500 (3); Nonsmall
cell lung cancer, somatic, 211980 (3)

Lipodystrophy, congenital generalized, type 2, 269700 (3), Autosomal recessive;
Neuronopathy, distal hereditary motor, autosomal dominant 13, 619112 (3),
BSCL2 99.73% | 606158 | Autosomal dominant; Silver spastic paraplegia syndrome, 270685 (3), Autosomal
dominant; Encephalopathy, progressive, with or without lipodystrophy, 615924 (3),
Autosomal recessive

Timothy syndrome, 601005 (3), Autosomal dominant; Long QT syndrome 8, 618447
(3), Autosomal dominant; Neurodevelopmental disorder with hypotonia, language
delay, and skeletal defects with or without seizures, 620029 (3), Autosomal
dominant; Brugada syndrome 3, 611875 (3), Autosomal dominant

CACNA2D1| 97.59 % 114204 | Developmental and epileptic encephalopathy 110, 620149 (3), Autosomal recessive
CACNB2 99.85 % 600003 Brugada syndrome 4, 611876 (3), Autosomal dominant

Ventricular tachycardia, catecholaminergic polymorphic, 4, 614916 (3), Autosomal
dominant; Long QT syndrome 14, 616247 (3), Autosomal dominant

CALM2 98.38 % 114182 Long QT syndrome 15, 616249 (3), Autosomal dominant

Long QT syndrome 16, 618782 (3), Autosomal dominant; ?Ventricular tachycardia,
catecholaminergic polymorphic 6, 618782 (3), Autosomal dominant

CALR3 99.77 % 611414 No OMIM phenotypes

Ventricular tachycardia, catecholaminergic polymorphic, 2, 611938 (3), Autosomal
recessive

Myopathy, distal, Tateyama type, 614321 (3), Autosomal dominant; Creatine
phosphokinase, elevated serum, 123320 (3), Autosomal dominant; Cardiomyopathy,
CAV3 99.99 % 601253 | familial hypertrophic, 192600 (3), Digenic dominant, Autosomal dominant; Rippling
muscle disease 2, 606072 (3), Autosomal dominant; Long QT syndrome 9, 611818 (3),

Autosomal dominant

Noonan syndrome-like disorder with or without juvenile myelomonocytic leukemia,
CBL 99.82 % 165360 613563 (3), Autosomal dominant; ?Juvenile myelomonocytic leukemia, 607785 (3),
Somatic mutation, Autosomal dominant

Arrhythmogenic right ventricular dysplasia 14, 618920 (3), Autosomal dominant;
?Attention deficit-hyperactivity disorder 8, 619957 (3), Autosomal recessive; Agenesis
of corpus callosum, cardiac, ocular, and genital syndrome, 618929 (3), Autosomal
dominant

Stickler syndrome, type 1V, 614134 (3), Autosomal recessive; ?Epiphyseal dysplasia,
multiple, 6, 614135 (3), Autosomal dominant

Myopathy, myofibrillar, 2B, infantile-onset, 613869 (3), Autosomal recessive;
Myopathy, myofibrillar, 2A, adult-onset, 608810 (3), Autosomal dominant; Cataract
16, multiple types, 613763 (3), Autosomal recessive, Autosomal dominant;
Cardiomyopathy, dilated, 11, 615184 (3), Autosomal dominant

BGN 99.87 % 301870

BMPR2 99.9 % 600799

CACNA1C | 99.92% 114205

CALM1 99.24 % 114180

CALM3 99.9 % 114183

CASQ2 96.79 % 114251

CDH2 99.82 % 114020

COL9A1 99.84 % 120210

CRYAB 99.85 % 123590
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?Cardiomyopathy, dilated, 1M, 607482 (3); Cardiomyopathy, hypertrophic, 12,
612124 (3), Autosomal dominant

CTF1 97.93% | 600435 No OMIM phenotypes
CTNNA3 99.83 % 607667 Arrhythmogenic right ventricular dysplasia 13, 615616 (3), Autosomal dominant

Mitral valve prolapse 2, 607829 (3), Autosomal dominant; Van Maldergem syndrome
1, 601390 (3), Autosomal recessive

Scapuloperoneal syndrome, neurogenic, Kaeser type, 181400 (3), Autosomal
DES 99.93 % 125660 |dominant; Cardiomyopathy, dilated, 11, 604765 (3), Autosomal dominant; Myopathy,
myofibrillar, 1, 601419 (3), Autosomal recessive, Autosomal dominant

Becker muscular dystrophy, 300376 (3), X-linked recessive; Cardiomyopathy, dilated,
DMD 99.79 % 300377 3B, 302045 (3), X-linked; Duchenne muscular dystrophy, 310200 (3), X-linked
recessive

DOLK 99.93% | 610746 Congenital disorder of glycosylation, type Im, 610768 (3), Autosomal recessive

Intellectual developmental disorder, autosomal dominant 33, 616311 (3), Autosomal
DPP6 99.83 % 126141 dominant; {Ventricular fibrillation, paroxysmal familial, 2}, 612956 (3), Autosomal
dominant

Arrhythmogenic right ventricular dysplasia 11 with mild palmoplantar keratoderma
and woolly hair, 610476 (3), Autosomal recessive, Autosomal dominant;
Arrhythmogenic right ventricular dysplasia 11, 610476 (3), Autosomal recessive,
Autosomal dominant

Cardiomyopathy, dilated, 1BB, 612877 (3), Autosomal recessive; Arrhythmogenic
right ventricular dysplasia 10, 610193 (3), Autosomal dominant

Arrhythmogenic right ventricular dysplasia 8, 607450 (3), Autosomal dominant;
Epidermolysis bullosa, lethal acantholytic, 609638 (3), Autosomal recessive; Keratosis
palmoplantaris striata II, 612908 (3), Autosomal dominant; Dilated cardiomyopathy
with woolly hair, keratoderma, and tooth agenesis, 615821 (3), Autosomal dominant;
Cardiomyopathy, dilated, with woolly hair and keratoderma, 605676 (3), Autosomal
recessive

Left ventricular noncompaction 1, with or without congenital heart defects, 604169
DTNA 99.92% | 601239 | (3), Autosomal dominant; Myopathy with myalgia, increased serum creatine kinase,
and with or without episodic rhabdomyolysis 2, 620971 (3), Autosomal dominant

EFEMP2 99.7 % 604633 Cutis laxa, autosomal recessive, type IB, 614437 (3), Autosomal recessive
Cutis laxa, autosomal dominant, 123700 (3), Autosomal dominant; Supravalvar aortic

CSRP3 99.91 % 600824

DCHS1 99.88 % | 603057

DSC2 99.51 % 125645

DSG2 99.87 % 125671

DSP 99.97 % 125647

ELN 98.97 % 130160 stenosis, 185500 (3), Autosomal dominant
EMD 99.65% | 300384 Emery-Dreifuss muscular dystrophy 1, X-linked, 310300 (3), X-linked recessive
Neuronopathy, distal hereditary motor, autosomal dominant 10, 620080 (3),
EMILIN1 99.81 % 130660 Autosomal dominant; Arterial tortuosity-bone fragility syndrome, 620908 (3),

Autosomal recessive

?Cardiomyopathy, dilated, 1), 605362 (3), Autosomal dominant; Deafness, autosomal
dominant 10, 601316 (3), Autosomal dominant

Geleophysic dysplasia 2, 614185 (3), Autosomal dominant; Weill-Marchesani
syndrome 2, dominant, 608328 (3), Autosomal dominant; Ectopia lentis, familial,
129600 (3), Autosomal dominant; MASS syndrome, 604308 (3), Autosomal dominant;
Marfan lipodystrophy syndrome, 616914 (3), Autosomal dominant; Acromicric
dysplasia, 102370 (3), Autosomal dominant; Marfan syndrome, 154700 (3),
Autosomal dominant; Stiff skin syndrome, 184900 (3), Autosomal dominant

Macular degeneration, early-onset, 616118 (3), Autosomal dominant; Contractural
arachnodactyly, congenital, 121050 (3), Autosomal dominant

FGF12 99.77% | 601513 | Developmental and epileptic encephalopathy 47, 617166 (3), Autosomal dominant

EYA4 99.65 % 603550

FBN1 99.73 % 134797

FBN2 99.55 % 612570
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Myopathy, X-linked, with postural muscle atrophy, 300696 (3), X-linked recessive;
Emery-Dreifuss muscular dystrophy 6, X-linked, 300696 (3), X-linked recessive;
?Uruguay faciocardiomusculoskeletal syndrome, 300280 (3), X-linked recessive;
FHL1 99.9 % 300163 Scapuloperoneal myopathy, X-linked dominant, 300695 (3), X-linked dominant;
Reducing body myopathy, X-linked 1b, with late childhood or adult onset, 300718 (3),
X-linked; Reducing body myopathy, X-linked 1a, severe, infantile or early childhood
onset, 300717 (3), X-linked dominant
FHOD3 99.83% | 609691 Cardiomyopathy, familial hypertrophic, 28, 619402 (3), Autosomal dominant
FKBP14 99.96 % 614505 Ehlers-Danlos syndrome, kyphoscoliotic type, 2, 614557 (3), Autosomal recessive
Muscular dystrophy-dystroglycanopathy (limb-girdle), type C, 4, 611588 (3),
Autosomal recessive; Muscular dystrophy-dystroglycanopathy (congenital with brain
and eye anomalies), type A, 4, 253800 (3), Autosomal recessive; Cardiomyopathy,
dilated, 1X, 611615 (3), Autosomal recessive; Muscular dystrophy-
dystroglycanopathy (congenital without impaired intellectual development), type B,
4,613152 (3), Autosomal recessive

Otopalatodigital syndrome, type II, 304120 (3), X-linked dominant; Intestinal
pseudoobstruction, neuronal, 300048 (3), X-linked recessive; Cardiac valvular
dysplasia, X-linked, 314400 (3), X-linked; ?FG syndrome 2, 300321 (3), X-linked;
Melnick-Needles syndrome, 309350 (3), X-linked dominant; Terminal osseous
dysplasia, 300244 (3), X-linked dominant; Congenital short bowel syndrome, 300048
(3), X-linked recessive; Otopalatodigital syndrome, type I, 311300 (3), X-linked
dominant; Heterotopia, periventricular, 1, 300049 (3), X-linked dominant;
Frontometaphyseal dysplasia 1, 305620 (3), X-linked recessive
Cardiomyopathy, familial hypertrophic, 26, 617047 (3), Autosomal dominant;
Arrhythmogenic right ventricular dysplasia, familial, 617047 (3), Autosomal
FLNC 99.75 % 102565 | dominant; Cardiomyopathy, familial restrictive 5, 617047 (3), Autosomal dominant;
Myopathy, distal, 4, 614065 (3), Autosomal dominant; Myopathy, myofibrillar, 5,
609524 (3), Autosomal dominant
Anterior segment dysgenesis 2, multiple subtypes, 610256 (3), Autosomal recessive;
FOXE3 99.91 % 601094 {Aortic aneurysm, familial thoracic 11, susceptibility to}, 617349 (3), Autosomal
dominant; Cataract 34, multiple types, 612968 (3), Autosomal recessive
FUCA1 98.82 % 612280 Fucosidosis, 230000 (3), Autosomal recessive
Friedreich ataxia with retained reflexes, 229300 (3), Autosomal recessive; Friedreich
ataxia, 229300 (3), Autosomal recessive
Pompe disease, late-onset, 621314 (3), Autosomal recessive; Pompe disease,
infantile-onset, 232300 (3), Autosomal recessive

Congenital heart defects, multiple types, 5, 617912 (3), Autosomal recessive,
Autosomal dominant

GATAD1 99.24 % 614518 ?Cardiomyopathy, dilated, 2B, 614672 (3), Autosomal recessive
GDF2 99.92% | 605120 | Telangiectasia, hereditary hemorrhagic, type 5, 615506 (3), Autosomal dominant
Atrial fibrillation, familial, 11, 614049 (3), Autosomal dominant; Atrial standstill,
digenic (GJA5/SCN5A), 108770 (3), Autosomal dominant
Fabry disease, cardiac variant, 301500 (3), X-linked; Fabry disease, 301500 (3), X-
linked

Neurodevelopmental disorder with hypotonia and dysmorphic facies, 619503 (3),
Autosomal dominant; ?Sick sinus syndrome 4, 619464 (3), Autosomal dominant

GPD1L 99.86 % 611778 Brugada syndrome 2, 611777 (3), Autosomal dominant

Sick sinus syndrome 2, 163800 (3), Autosomal dominant; {Epilepsy, idiopathic
HCN4 99.89% | 605206 generalized, susceptibility to, 18}, 619521 (3), Autosomal dominant; Brugada
syndrome 8, 613123 (3)

FKTN 99.91 % 607440

FLNA 99.9 % 300017

FXN 99.85 % 606829

GAA 99.83 % 606800

GATAS 99.91 % 611496

GJA5 99.97 % 121013

GLA 99.85% | 300644

GNB2 99.65 % 139390
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HEY2 99.78 % 604674 No OMIM phenotypes
Bladder cancer, somatic, 109800 (3); Thyroid carcinoma, follicular, somatic, 188470
(3); Congenital myopathy with excess of muscle spindles, 218040 (3), Autosomal
dominant; Nevus sebaceous or woolly hair nevus, somatic, 162900 (3);
0,
HRAS 99.97 % 190020 Schimmelpenning-Feuerstein-Mims syndrome, somatic mosaic, 163200 (3); Spitz
nevus or nevus spilus, somatic, 137550 (3); Costello syndrome, 218040 (3),
Autosomal dominant
IDS 99.17 % 300823 Mucopolysaccharidosis II, 309900 (3), X-linked recessive
Mucopolysaccharidosis Is, 607016 (3), Autosomal recessive; Mucopolysaccharidosis
IDUA 99.91 % 252800 Ih/s, 607015 (3), Autosomal recessive; Mucopolysaccharidosis Ih, 607014 (3),
Autosomal recessive
ILK 99.96 % | 602366 No OMIM phenotypes
?Deafness, congenital heart defects, and posterior embryotoxon, 617992 (3),
Autosomal dominant; Charcot-Marie-Tooth disease, axonal, type 2HH, 619574 (3),
0,
JAG1 99.94 % 601520 Autosomal dominant; Alagille syndrome 1, 118450 (3), Autosomal dominant;
Tetralogy of Fallot, 187500 (3), Autosomal dominant
Cardiomyopathy, dilated, 2E, 619492 (3), Autosomal recessive; Cardiomyopathy,
0,
JPH2 93.77 % 605267 hypertrophic, 17, 613873 (3), Autosomal dominant
Naxos disease, 601214 (3), Autosomal recessive; ?Arrhythmogenic right ventricular
0,
Jup 93.59% 173325 dysplasia 12, 611528 (3), Autosomal dominant
KCNA5 100 % 176267 Atrial fibrillation, familial, 7, 612240 (3), Autosomal dominant
KCNAB2 99.86 % | 601142 No OMIM phenotypes
KCNB2 99.99 % 607738 No OMIM phenotypes
KCND2 99.86 % 605410 No OMIM phenotypes
Spinocerebellar ataxia 19, 607346 (3), Autosomal dominant; Brugada syndrome 9,
V)
KCND3 93.67 % 605411 616399 (3), Autosomal dominant
Jervell and Lange-Nielsen syndrome 2, 612347 (3), Autosomal recessive; Long QT
0,
KCNE1 86.07 % 176261 syndrome 5, 613695 (3), Autosomal dominant
Long QT syndrome 6, 613693 (3), Autosomal dominant; Atrial fibrillation, familial, 4,
0,
KCNE2 100 % 603796 611493 (3)
KCNE3 99.93 % 604433 ?Brugada syndrome 6, 613119 (3)
KCNE5 99.57 % 300328 No OMIM phenotypes
KCNH2 99.79 o 152427 Short QT syndrome 1, 609620 (3); Long QT syndrome 2, 613688 (3), Autosomal
) 0 dominant
KCNJ16 100 % 605722 Hypokalemic tubulopathy and deafness, 619406 (3), Autosomal recessive
Atrial fibrillation, familial, 9, 613980 (3), Autosomal dominant; Andersen syndrome,
KCNJ2 100 % 600681 170390 (3), Autosomal dominant; Short QT syndrome 3, 609622 (3), Autosomal
dominant
Long QT syndrome 13, 613485 (3), Autosomal dominant; Hyperaldosteronism,
V)
KCNJ5 93.91% 600734 familial, type III, 613677 (3), Autosomal dominant
KCNJ8 99.97 % 600935 No OMIM phenotypes
Developmental delay with sleep apnea, 621402 (3), Autosomal dominant; Pulmonary
0,
KCNK3 93.99 % 603220 hypertension, primary, 4, 615344 (3), Autosomal dominant
Short QT syndrome 2, 609621 (3), Autosomal dominant; Atrial fibrillation, familial, 3,
607554 (3), Autosomal dominant; Long QT syndrome 1, 192500 (3), Autosomal
0,
KCNQ1 99.9 % 607542 dominant; {Long QT syndrome 1, acquired, susceptibility to}, 192500 (3), Autosomal
dominant; Jervell and Lange-Nielsen syndrome, 220400 (3), Autosomal recessive
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{Hemangioma, capillary infantile, susceptibility to}, 602089 (3), Autosomal dominant;
Hemangioma, capillary infantile, somatic, 602089 (3)

KLF10 99.94% | 601878 No OMIM phenotypes

Cardiomyopathy, familial hypertrophic, 29, with polyglucosan bodies, 620236 (3),
KLHL24 99.87 % 611295 | Autosomal recessive; Epidermolysis bullosa simplex 6, generalized intermediate,
with or without cardiomyopathy, 617294 (3), Autosomal dominant

Gastric cancer, somatic, 613659 (3); Oculoectodermal syndrome, somatic, 600268 (3);
Breast cancer, somatic, 114480 (3); Noonan syndrome 3, 609942 (3), Autosomal
dominant; RAS-associated autoimmune leukoproliferative disorder, 614470 (3),

Autosomal dominant; Arteriovenous malformation of the brain, somatic, 108010 (3);

Lung cancer, somatic, 211980 (3); Pancreatic carcinoma, somatic, 260350 (3);
Leukemia, acute myeloid, somatic, 601626 (3); Schimmelpenning-Feuerstein-Mims
syndrome, somatic mosaic, 163200 (3); Cardiofaciocutaneous syndrome 2, 615278

(3), Autosomal dominant; Bladder cancer, somatic, 109800 (3)

LAMA4 99.67 % | 600133 Cardiomyopathy, dilated, 1JJ, 615235 (3), Autosomal dominant
LAMP2 99.41 % 309060 Danon disease, 300257 (3), X-linked dominant

Left ventricular noncompaction 3, 601493 (3), Autosomal dominant;
Cardiomyopathy, dilated, 2L, 621237 (3), Autosomal recessive; Cardiomyopathy,
LDB3 98.75 % 605906 [hypertrophic, 24, 601493 (3), Autosomal dominant; Myopathy, myofibrillar, 4, 609452
(3), Autosomal dominant; Cardiomyopathy, dilated, 1C, with or without LVNC,

601493 (3), Autosomal dominant

Mandibuloacral dysplasia, 248370 (3), Autosomal recessive; Heart-hand syndrome,
Slovenian type, 610140 (3), Autosomal dominant; Cardiomyopathy, dilated, 1A,
115200 (3), Autosomal dominant; Emery-Dreifuss muscular dystrophy 3, autosomal
recessive, 616516 (3), Autosomal recessive; Restrictive dermopathy 2, 619793 (3),
Autosomal dominant; Charcot-Marie-Tooth disease, type 2B1, 605588 (3), Autosomal
recessive; Emery-Dreifuss muscular dystrophy 2, autosomal dominant, 181350 (3),
Autosomal dominant; Hutchinson-Gilford progeria, 176670 (3), Autosomal dominant;
Lipodystrophy, familial partial, type 2, 151660 (3), Autosomal dominant; Muscular
dystrophy, congenital, 613205 (3), Autosomal dominant; Malouf syndrome, 212112
(3), Autosomal dominant

?Megacystis-microcolon-intestinal hypoperistalsis syndrome 3, 619362 (3),
Autosomal recessive

KDR 99.66 % 191306

KRAS 97.26 % 190070

LMNA 99.84 % 150330

LMOD1 99.98 % 602715

LOX 99.8 % 153455 Aortic aneurysm, familial thoracic 10, 617168 (3), Autosomal dominant
LRRC10 99.97 % 610846 No OMIM phenotypes
Noonan syndrome 2, 605275 (3), Autosomal recessive; Noonan syndrome 10,
LZTR1 99.3 % 600574 [616564 (3), Autosomal dominant; {Schwannomatosis-2, susceptibility to}, 615670 (3),

Autosomal dominant

Cardiofaciocutaneous syndrome 3, 615279 (3), Autosomal dominant;
Melorheostosis, isolated, somatic mosaic, 155950 (3)

MAP2K1 99.43 % 176872

MAP2K2 99.93 % 601263 Cardiofaciocutaneous syndrome 4, 615280 (3), Autosomal dominant

MAT2A 99.86 % 601468 No OMIM phenotypes

MFAP5 99.7 % 601103 Aortic aneurysm, familial thoracic 9, 616166 (3), Autosomal dominant
MIB1 99.84 % 608677 Left ventricular noncompaction 7, 615092 (3), Autosomal dominant
MRAS 99.91 % 608435 Noonan syndrome 11, 618499 (3), Autosomal dominant

Cardiomyopathy, hypertrophic, 4, 115197 (3), Autosomal recessive, Autosomal
MYBPC3 99.84 % 600958 dominant; Cardiomyopathy, dilated, 1TMM, 615396 (3), Autosomal dominant; Left
ventricular noncompaction 10, 615396 (3), Autosomal dominant
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Megacystis-microcolon-intestinal hypoperistalsis syndrome 2, 619351 (3), Autosomal

MYH11 99.23 % 160745 recessive; Aortic aneurysm, familial thoracic 4, 132900 (3), Autosomal dominant;
Visceral myopathy 2, 619350 (3), Autosomal dominant
?Atrial septal defect 3, 614089 (3), Autosomal dominant; {Sick sinus syndrome 3},
MYH6 99.87 % 160710 614090 (3); Cardiomyopathy, dilated, 1EE, 613252 (3), Autosomal dominant;
Cardiomyopathy, hypertrophic, 14, 613251 (3), Autosomal dominant
Laing distal myopathy, 160500 (3), Autosomal dominant; Cardiomyopathy,
hypertrophic, 1, 192600 (3), Digenic dominant, Autosomal dominant; Left ventricular
o noncompaction 5, 613426 (3), Autosomal dominant; Cardiomyopathy, dilated, 1S,
MYH7 99.83 % 160760 613426 (3), Autosomal dominant; Congenital myopathy 7B, myosin storage,
autosomal recessive, 255160 (3), Autosomal recessive; Congenital myopathy 7A,
myosin storage, autosomal dominant, 608358 (3), Autosomal dominant
Cardiomyopathy, hypertrophic, 10, 608758 (3), Autosomal dominant; Myopathy,
MYL2 99.95 % 160781 myofibrillar, 12, infantile-onset, with cardiomyopathy, 619424 (3), Autosomal
recessive
MYL3 99.91 % 160790 Cardiomyopathy, hypertrophic, 8, 608751 (3), Autosomal recessive, Autosomal
) dominant
Megacystis-microcolon-intestinal hypoperistalsis syndrome 1, 249210 (3), Autosomal
0,
MYLK 99.83 % 600922 recessive; Aortic aneurysm, familial thoracic 7, 613780 (3), Autosomal dominant
Cardiomyopathy, hypertrophic, 1, digenic, 192600 (3), Digenic dominant, Autosomal
)
MYLK2 99.95 % 606566 dorminant
MYLK3 99.65 % 612147 No OMIM phenotypes
MYOM1 99.92 % 603508 No OMIM phenotypes
MYOZ2 99.94% | 605602 Cardiomyopathy, hypertrophic, 16, 613838 (3), Autosomal dominant
Cardiomyopathy, hypertrophic, 22, 615248 (3), Autosomal dominant; Congenital
o myopathy 24, 617336 (3), Autosomal recessive; Cardiomyopathy, familial restrictive,
MYPN | 99.68% | 608517 | "7, 615248 (3), Autosomal dominant; Cardiomyopathy, dilated, 1KK, 615248 (3),
Autosomal dominant
NEBL 99.65 % 605491 No OMIM phenotypes
Cardiomyopathy, dilated, 2M, autosomal recessive, 621261 (3), Autosomal recessive;
NEXN 98.12% | 613121 | Cardiomyopathy, dilated, 1CC, 613122 (3), Autosomal dominant; Cardiomyopathy,
hypertrophic, 20, 613876 (3), Autosomal dominant
Hypoplastic left heart syndrome 2, 614435 (3), Autosomal dominant; Tetralogy of
Fallot, 187500 (3), Autosomal dominant; Hypothyroidism, congenital nongoitrous, 5,
NKX2-5 99.89 % 600584 (225250 (3), Autosomal dominant; Conotruncal heart malformations, variable, 217095
(3); Ventricular septal defect 3, 614432 (3), Autosomal dominant; Atrial septal defect
7, with or without AV conduction defects, 108900 (3), Autosomal dominant
Adams-Oliver syndrome 5, 616028 (3), Autosomal dominant; Aortic valve disease 1,
0
NOTCH1 9.8 % 190198 109730 (3), Autosomal dominant
Atrial standstill 2, 615745 (3), Autosomal recessive; Atrial fibrillation, familial, 6,
0
NPPA 99.97 % 108780 612201 (3), Autosomal dominant
NPR3 99.96 % 108962 Boudin-Mortier syndrome, 619543 (3), Autosomal recessive
NRAP 99.85% | 602873 No OMIM phenotypes
Noonan syndrome 6, 613224 (3), Autosomal dominant; 7RAS-associated autoimmune
lymphoproliferative syndrome type IV, somatic, 614470 (3); Melanocytic nevus
o syndrome, congenital, somatic, 137550 (3); Epidermal nevus, somatic, 162900 (3);
NRAS 99.69 % 164790 Schimmelpenning-Feuerstein-Mims syndrome, somatic mosaic, 163200 (3); Thyroid
carcinoma, follicular, somatic, 188470 (3); Neurocutaneous melanosis, somatic,
249400 (3); Colorectal cancer, somatic, 114500 (3)
OBSCN 99.84 % 608616 {Rhabdomyolysis, susceptibility to, 1}, 620235 (3), Autosomal recessive
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PDLIM3 99.78 % 605889 No OMIM phenotypes
Rhizomelic chondrodysplasia punctata, type 1, 215100 (3), Autosomal recessive;
Peroxisome biogenesis disorder 9B, 614879 (3), Autosomal recessive
PKP2 98.7 % 602861 Arrhythmogenic right ventricular dysplasia 9, 609040 (3), Autosomal dominant
PLEKHM2 | 99.68 % 609613 No OMIM phenotypes
Cardiomyopathy, dilated, 1P, 609909 (3); Cardiomyopathy, hypertrophic, 18, 613874
(3), Autosomal dominant
PLOD1 98.95 % 153454 Ehlers-Danlos syndrome, kyphoscoliotic type, 1, 225400 (3), Autosomal recessive
PMEPA1 99.68 % 606564 No OMIM phenotypes
?Sudden cardiac failure, alcohol-induced, 617223 (3), Autosomal recessive; Sudden
cardiac failure, infantile, 617222 (3), Autosomal recessive
Noonan syndrome-like disorder with loose anagen hair 2, 617506 (3), Autosomal
dominant
Left ventricular noncompaction 8, 615373 (3), Autosomal dominant;
Cardiomyopathy, dilated, 1LL, 615373 (3), Autosomal dominant
Glycogen storage disease of heart, lethal congenital, 261740 (3), Autosomal
PRKAG2 96.89 % 602743 dominant; Wolff-Parkinson-White syndrome, 194200 (3), Autosomal dominant;
Cardiomyopathy, hypertrophic 6, 600858 (3), Autosomal dominant
PRKG1 99.58 % 176894 Aortic aneurysm, familial thoracic 8, 615436 (3), Autosomal dominant
Pick disease, 172700 (3), Autosomal dominant; Dementia, frontotemporal, 600274
(3), Autosomal dominant; ?Acne inversa, familial, 3, 613737 (3), Autosomal dominant;

?Cardiomyopathy, dilated, 1U, 613694 (3), Autosomal dominant; Alzheimer disease,
type 3, with or without spastic paraparesis, 607822 (3), Autosomal dominant
Alzheimer disease-4, 606889 (3), Autosomal dominant; Cardiomyopathy, dilated, 1V,
613697 (3), Autosomal dominant

Noonan syndrome 1, 163950 (3), Autosomal dominant; LEOPARD syndrome 1,
PTPN11 99.84 % 176876 151100 (3), Autosomal dominant; Metachondromatosis, 156250 (3), Autosomal
dominant; Leukemia, juvenile myelomonocytic, somatic, 607785 (3)

Cardiomyopathy, dilated, TNN, 615916 (3), Autosomal dominant; Noonan syndrome
RAF1 99.91 % 164760 | 5, 611553 (3), Autosomal dominant; LEOPARD syndrome 2, 611554 (3), Autosomal

OMIM
gene id

OMIM Phenotypes

PEX7 99.68 % 601757

PLN 100 % 172405

PPA2 99.76 % 609988

PPP1CB 99.51 % 600590

PRDM16 99.89 % 605557

PSEN1 99.96 % 104311

PSEN2 99.73 % 600759

dominant
RANGRF 99.97 % 607954 No OMIM phenotypes
RASA2 99.71 % | 601589 No OMIM phenotypes
RBM20 99.81 % 613171 Cardiomyopathy, dilated, 1DD, 613172 (3), Autosomal dominant
RIT1 99.11 % 609591 Noonan syndrome 8, 615355 (3), Autosomal dominant
ROBO4 99.96 % 607528 Aortic valve disease 3, 618496 (3), Autosomal dominant
RPL3L 99.73 % 617416 Cardiomyopathy, dilated, 2D, 619371 (3), Autosomal recessive
RPS6KB1 97.59 % 608938 No OMIM phenotypes
RRAS 99.69 % 165090 No OMIM phenotypes

RRAS2 99.71 % 600098 Ovarian carcinoma (3); Noonan syndrome 12, 618624 (3), Autosomal dominant
Ventricular tachycardia, catecholaminergic polymorphic, 1, 604772 (3), Autosomal

RYR2 99.77 % 180902 dominant; Ventricular arrhythmias due to cardiac ryanodine receptor calcium
release deficiency syndrome, 115000 (3), Autosomal dominant
SCN10A 99.76 % 604427 Episodic pain syndrome, familial, 2, 615551 (3), Autosomal dominant

Generalized epilepsy with febrile seizures plus, type 1, 604233 (3), Autosomal
dominant; Developmental and epileptic encephalopathy 52, 617350 (3), Autosomal
recessive; Cardiac conduction defect, nonspecific, 612838 (3); Atrial fibrillation,
familial, 13, 615377 (3), Autosomal dominant; Brugada syndrome 5, 612838 (3)

SCN1B 99.86 % | 600235
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SCN2B 99.8 % 601327 Atrial fibrillation, familial, 14, 615378 (3), Autosomal dominant

Atrial fibrillation, familial, 16, 613120 (3), Autosomal dominant; Brugada syndrome 7,
613120 (3), Autosomal dominant

Paramyotonia congenita, 168300 (3), Autosomal dominant; Hyperkalemic periodic
paralysis, 170500 (3), Autosomal dominant; Congenital myopathy 22B, severe fetal,
620369 (3), Autosomal recessive; Hypokalemic periodic paralysis, type 2, 613345 (3),
SCN4A 99.95 % 603967 Autosomal dominant; Myotonia congenita, atypical, acetazolamide-responsive,
608390 (3), Autosomal dominant; Myasthenic syndrome, congenital, 16, 614198 (3),

Autosomal recessive; Congenital myopathy 22A, classic, 620351 (3), Autosomal
recessive

Atrial fibrillation, familial, 17, 611819 (3), Autosomal dominant; Long QT syndrome
10, 611819 (3), Autosomal dominant

Ventricular fibrillation, familial, 1, 603829 (3); Heart block, progressive, type IA,
113900 (3), Autosomal dominant; Cardiomyopathy, dilated, 1E, 601154 (3),
Autosomal dominant; Heart block, nonprogressive, 113900 (3), Autosomal dominant;

SCN5A 99.86 % | 600163 Long QT syndrome 3, 603830 (3), Autosomal dominant; Sick sinus syndrome 1,
608567 (3), Autosomal recessive; Brugada syndrome 1, 601144 (3), Autosomal
dominant; Atrial fibrillation, familial, 10, 614022 (3), Autosomal dominant; {Sudden
infant death syndrome, susceptibility to}, 272120 (3), Autosomal recessive
Pseudohypoaldosteronism, type IB1, autosomal recessive, 264350 (3), Autosomal
SCNN1A 100 % 600228 |recessive; ?Liddle syndrome 3, 618126 (3), Autosomal dominant; Bronchiectasis with

or without elevated sweat chloride 2, 613021 (3), Autosomal dominant
Cardiomyopathy, dilated, 1GG, 613642 (3), Autosomal recessive; Mitochondrial
complex II deficiency, nuclear type 1, 252011 (3), Autosomal recessive;

SDHA 97.97 % | 600857 | Neurodegeneration with ataxia and late-onset optic atrophy, 619259 (3), Autosomal
dominant; Pheochromocytoma/paraganglioma syndrome 5, 614165 (3), Autosomal
dominant
{Hypogonadotropic hypogonadism 16 with or without anosmia}, 614897 (3),
Autosomal dominant
Cardiomyopathy, dilated, 1L, 606685 (3); Muscular dystrophy, limb-girdle, autosomal
recessive 6, 601287 (3), Autosomal recessive

SHOC2 99.83% | 602775 | Noonan syndrome-like with loose anagen hair 1, 607721 (3), Autosomal dominant
SKI 98.92 % 164780 Shprintzen-Goldberg syndrome, 182212 (3), Autosomal dominant
SLC25A3 | 99.68% | 600370 Mitochondrial phosphate carrier deficiency, 610773 (3), Autosomal recessive

Mitochondrial DNA depletion syndrome 12B (cardiomyopathic type) AR, 615418 (3),
Autosomal recessive; Progressive external ophthalmoplegia with mitochondrial DNA
SLC25A4 99.95 % 103220 | deletions, autosomal dominant 2, 609283 (3), Autosomal dominant; Mitochondrial
DNA depletion syndrome 12A (cardiomyopathic type) AD, 617184 (3), Autosomal

OMIM
gene id

OMIM Phenotypes

SCN3B 99.78 % 608214

SCN4B 99.76 % 608256

SEMA3A 99 % 603961

SGCD 99.98 % 601411

dominant
SLC2A10 99.96 % 606145 Arterial tortuosity syndrome, 208050 (3), Autosomal recessive
SLC4A3 99.68 % 106195 Short QT syndrome 7, 620231 (3), Autosomal dominant
SLMAP 99.69 % 602701 No OMIM phenotypes

Loeys-Dietz syndrome 6, 619656 (3), Autosomal dominant; Congenital heart defects,
multiple types, 8, with or without heterotaxy, 619657 (3), Autosomal dominant
SMAD3 99.95% | 603109 Loeys-Dietz syndrome 3, 613795 (3), Autosomal dominant
Pancreatic cancer, somatic, 260350 (3); Myhre syndrome, 139210 (3), Autosomal
dominant; Polyposis, juvenile intestinal, 174900 (3), Autosomal dominant; Juvenile
polyposis/hereditary hemorrhagic telangiectasia syndrome, 175050 (3), Autosomal
dominant

SMAD2 99.89 % 601366

SMAD4 99.95 % 600993
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Aortic valve disease 2, 614823 (3), Autosomal dominant; {Radioulnar synostosis,
SMAD6 99.91 % 602931 [ nonsyndromic}, 179300 (3), Autosomal dominant; {Craniosynostosis 7, susceptibility
to}, 617439 (3), Autosomal dominant
SMAD9 99.97 % | 603295 Pulmonary hypertension, primary, 2, 615342 (3), Autosomal dominant
Noonan syndrome 4, 610733 (3), Autosomal dominant; Fibromatosis, gingival, 1,
135300 (3), Autosomal dominant
S0OS2 99.81 % 601247 Noonan syndrome 9, 616559 (3), Autosomal dominant
SPRED1 99.97 % 609291 Legius syndrome, 611431 (3), Autosomal dominant
Arthrogryposis multiplex congenita 3, myogenic type, 618484 (3), Autosomal
recessive; Emery-Dreifuss muscular dystrophy 4, autosomal dominant, 612998 (3),
Autosomal dominant; Spinocerebellar ataxia, autosomal recessive 8, 610743 (3),
Autosomal recessive
TAFAZZIN | 99.93 % 300394 Barth syndrome, 302060 (3), X-linked recessive
TBX20 99.59 % 606061 Atrial septal defect 4, 611363 (3)
Ischiocoxopodopatellar syndrome with or without pulmonary arterial hypertension,
TBX4 99.72 % 601719 147891 (3), Autosomal dominant; Amelia, posterior, with pelvic and pulmonary
hypoplasia syndrome, 601360 (3), Autosomal recessive
TBX5 99.92 % 601620 Holt-Oram syndrome, 142900 (3), Autosomal dominant
Cardiomyopathy, hypertrophic, 25, 607487 (3), Autosomal dominant; Muscular
dystrophy, limb-girdle, autosomal recessive 7, 601954 (3), Autosomal recessive
Ventricular tachycardia, catecholaminergic polymorphic, 3, 614021 (3), Autosomal
recessive
Loeys-Dietz syndrome 4, 614816 (3), Autosomal dominant; Camurati-Engelmann
disease 2, 606631 (3), Autosomal dominant
Arrhythmogenic right ventricular dysplasia 1, 107970 (3), Autosomal dominant;
Loeys-Dietz syndrome 5, 615582 (3), Autosomal dominant
{Multiple self-healing squamous epithelioma, susceptibility to}, 132800 (3),
Autosomal dominant; Loeys-Dietz syndrome 1, 609192 (3), Autosomal dominant
Loeys-Dietz syndrome 2, 610168 (3), Autosomal dominant; Colorectal cancer,
hereditary nonpolyposis, type 6, 614331 (3);, Esophageal cancer, somatic, 133239 (3)
THSD4 99.81 % 614476 Aortic aneurysm, familial thoracic 12, 619825 (3), Autosomal dominant
TJP1 99.84% | 601009 No OMIM phenotypes
Short stature, developmental delay, and congenital heart defects, 617044 (3),
Autosomal recessive

Arrhythmogenic right ventricular dysplasia 5, 604400 (3), Autosomal dominant;
TMEMA43 99.95 % 612048 Auditory neuropathy, autosomal dominant 3, 619832 (3), Autosomal dominant;
Emery-Dreifuss muscular dystrophy 7, AD, 614302 (3), Autosomal dominant

TMPO 99.57 % 188380 No OMIM phenotypes
Cardiomyopathy, dilated, 1Z, 611879 (3), Autosomal dominant; Cardiomyopathy,
hypertrophic, 13, 613243 (3), Autosomal dominant

?Cardiomyopathy, dilated, 2A, 611880 (3), Autosomal recessive; Cardiomyopathy,
hypertrophic, 7, 613690 (3), Autosomal dominant; Cardiomyopathy, familial
restrictive, 1, 115210 (3), Autosomal dominant; Cardiomyopathy, dilated, 1FF, 613286
(3)

Cardiac conduction disease with or without dilated cardiomyopathy, 616117 (3),
Autosomal dominant

SOs1 99.57 % 182530

SYNE1 99.89 % 608441

TCAP 99.32 % 604488

TECRL 99.8 % 617242

TGFB2 99.85 % 190220

TGFB3 99.97 % 190230

TGFBR1 99.84 % 190181

TGFBR2 99.91 % 190182

TKT 97.06 % 606781

TNNC1 99.65 % 191040

TNNI3 99.84 % 191044

TNNI3K 97.89 % 613932
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Cardiomyopathy, dilated, 1D, 601494 (3), Autosomal dominant; Cardiomyopathy,
hypertrophic, 2, 115195 (3), Autosomal dominant; Cardiomyopathy, familial
0,
TNNT2 98.57 % 191045 restrictive, 3, 612422 (3), Autosomal dominant; Left ventricular noncompaction 6,
601494 (3), Autosomal dominant
Left ventricular noncompaction 9, 611878 (3), Autosomal dominant;
TPM1 99.65 % 191010 Cardiomyopathy, hypertrophic, 3, 115196 (3), Autosomal dominant;
Cardiomyopathy, dilated, 1Y, 611878 (3), Autosomal dominant
TRDN 99.9 % 603283 Cardiac arrhythmia syndrome, with or without skeletal muscle weakness, 615441 (3),
’ Autosomal recessive
TRIM63 99.62% | 606131 Cardiomyopathy, familial hypertrophic, 31, 621270 (3), Autosomal recessive
Progressive familial heart block, type IB, 604559 (3), Autosomal dominant;
0
TRPM4 99.8 % 606336 Erythrokeratodermia variabilis et progressiva 6, 618531 (3), Autosomal dominant
Muscular dystrophy, limb-girdle, autosomal recessive 10, 608807 (3), Autosomal
recessive; Congenital myopathy 5 with cardiomyopathy, 611705 (3), Autosomal
o recessive; Tibial muscular dystrophy, tardive, 600334 (3), Autosomal dominant;
TTN 99.03 % 188840 Cardiomyopathy, dilated, 1G, 604145 (3), Autosomal dominant; ?Cardiomyopathy,
familial hypertrophic, 9, 613765 (3), Autosomal dominant; Myopathy myofibrillar, 9,
with early respiratory failure, 603689 (3), Autosomal dominant
Amyloidosis, hereditary systemic 1, 105210 (3), Autosomal dominant; Carpal tunnel
TTR 99.8 % 176300 syndrome, familial, 115430 (3), Autosomal dominant; [Dystransthyretinemic
hyperthyroxinemia], 145680 (3), Autosomal dominant
VCL 99.5 % 193065 Cardiomyopathy, dilated, 1W, 611407 (3); Cardiomyopathy, hypertrophic, 15, 613255
’ (3), Autosomal dominant
XIRP1 99.97% | 609777 No OMIM phenotypes
XIRP2 99.89% | 609778 No OMIM phenotypes
XK 99.79% | 314850 McLeod syndrome, 300842 (3), X-linked
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Explanation

OMIM release used for OMIM disease identifiers and descriptions: 2025-11-12

Gene symbols used are according to the HGNC guidelines (corresponding to Ensembl database release 105).

Each Phenotype is followed by its MIM number, phenotype mapping key and inheritance pattern.

Possible phenotype mapping keys

(1) the disorder is placed on the map based on its association with a gene, but the underlying defect is not known
(2) the disorder has been placed on the map by linkage; no mutation has been found

(3) the molecular basis for the disorder is known; a mutation has been found in the gene

(4) a contiguous gene deletion or duplication syndrome, multiple genes are deleted or duplicated causing the phenotype

Brackets, "[ ]", indicate "nondiseases," mainly genetic variations that lead to apparently abnormal laboratory test values
(e.g., dysalbuminemic euthyroidal hyperthyroxinemia).

Braces, "{}", indicate mutations that contribute to susceptibility to multifactorial disorders (e.g., diabetes, asthma) or to
susceptibility to infection (e.g., malaria).

A question mark, "?", before the phenotype name indicates that the relationship between the phenotype and gene is
provisional. More details about this relationship are provided in the comment field of the map and in the gene and
phenotype OMIM entries.

* The column '% at least 20 x covered' shows the percentage of the coding sequence (+/-20 nucleotides of the flanking
introns) of that gene that is on average at least 20 x covered. This according to the experience with exome sequencing in
our laboratory and based on the current method.
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