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Bilan du travail initié en 2015 pour la structuration des listes de gènes nationales consensuelles,  
pour le diagnostic génétique de myopathies par Séquençage de Nouvelle Génération 
 
Un objectif majeur fixé dès 2015 par le Sous-groupe Génétique Moléculaire de la Commission Outils Diagnostiques de FILNEMUS a 
été la mise en place de listes homogènes de gènes pour le diagnostic génétique des myopathies.  
Effectivement, l'état des lieux réalisé à l'automne 2015 avait mis en évidence une grande disparité dans l'offre de diagnostic 
génétique, complexifiant la visibilité pour les cliniciens prescripteurs.  
Certains laboratoires avaient mis en place l'analyse de listes restreintes de gènes, alors que d'autres avaient mis en place l'analyse de 
listes étendues.  
Ce choix était lié également à la disparité dans les équipements et moyens disponibles pour les différentes plates-formes 
hospitalières impliquées dans le diagnostic génétique de myopathies, telle qu'elle avait été mise en évidence par l'état des lieux. 
Le Sous-groupe Génétique Moléculaire de la Commission Outils Diagnostiques a fait le choix consensuel de prendre en compte l'état 
actuel des plates-formes et des listes de gènes existantes comme point de départ pour l'évolution vers des listes nationales 
consensuelles.  
De ce fait, une stratégie possible qui aurait consisté à établir des listes uniques très larges et exhaustives de gènes impliqués dans les 
myopathies ou maladies neuromusculaires, n'a pas été retenue, et ceci également en raison de la complexité de l’analyse 
systématique de listes larges de gènes qui y aurait été associée (très nombreux variants identifiés et à interpréter pour de telles listes 
extensives, avec un impact sur le délai de rendu de résultat).  
Le Sous-groupe Génétique Moléculaire de la Commission Outils Diagnostiques a établi de manière consensuelle des listes de gènes 
pour les principaux groupes phénotypiques / les principales portes d’entrée cliniques et/ou anatomopathologiques. 
Selon les portes d’entrée cliniques et/ou anatomopathologiques il s’agit de : 
- « listes de gènes principales » et « listes de gènes exhaustives » 
- « listes de gènes uniques  exhaustives». 
 

 « Listes de gènes principales » et « listes de gènes exhaustives » : 
Lorsqu’il existe, pour une porte d’entrée clinique et/ou anatomopathologique donnée, certains gènes fréquemment impliqués (gènes 
« majeurs », ou « core genes »), ces gènes ont été retenus pour constituer une « liste de gènes principale » (« core gene list »). 
Dans cette situation, le Sous-groupe Génétique Moléculaire de la Commission Outils Diagnostiques recommande d’effectuer une 
démarche d’analyse séquentielle.  
L’analyse NGS sera effectuée : 

- dans un premier temps en utilisant cette « liste de gènes principale », qui constitue une liste de gènes « majeurs » à analyser 
en première intention ;  

- puis dans un deuxième temps [en l’absence de variant(s) identifié(s) classé(s) comme pathogène(s) ou probablement 
pathogène(s) suite à l’analyse de la « liste de gènes principale »], sur une « liste de gènes exhaustive » (panel large de gènes, 
correspondant à l’ensemble des gènes impliqués dans la porte d’entrée clinique et/ou anatompathologique respective, selon 
la Gene Table of Neuromuscular Disorders, www.musclegenetable.fr). 
 
NB : Les laboratoires ayant la possibilité d’analyser, pour une porte d’entrée donnée, directement une « liste de gènes 
exhaustive » pourront proposer, selon la situation clinique, soit une stratégie de rendu de résultat séquentiel (premier rendu 
de résultat sur la liste principale, puis le cas échéant deuxième rendu de résultat sur la liste exhaustive) ; soit une stratégie 
de rendu de résultat unique (rendu de résultat directement sur la liste exhaustive).  
Ce choix stratégique sera basé sur une discussion préalable avec le clinicien prescripteur et/ou en réunion de concertation 
plurisdisciplinaire. 

 
Ceci permet aux laboratoires de mettre en place de manière relativement aisée l’analyse de listes « principales ». D'autre part, pour 
des laboratoires impliqués dans une thématique donnée, cette démarche séquentielle permet d'étendre le champ thématique en 
mettant en place dans un premier temps l’analyse de listes principales, en coordination avec des laboratoires spécialistes respectifs 
pour poursuivre les analyses le cas échéant sur les listes exhaustives. 
 
Des « listes de gènes principales » et « listes de gènes exhaustives » ont été établies pour les portes d’entrée cliniques et/ou 
anatomopathologiques suivantes : 
- Dystrophies musculaires des ceintures (7 gènes/40 gènes) 
- Dystrophies musculaires congénitales hors alpha-dystroglycanopathies (8 gènes/17 gènes) 
- Alpha-dystroglycanopathies (13 gènes/18 gènes) 
- Myasthenies congénitales (9 gènes/32 gènes) 
- Myotonies non-dystrophiques (2 gènes/7 gènes) 
- Myopathies métaboliques (5 gènes/35 gènes) 
 
 

 « Listes de gènes uniques exhaustives » : 

http://www.musclegenetable.fr/
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Lorsqu’il n’existe pas, pour une porte d’entrée clinique et/ou anatomopatholgique donnée, certains gènes fréquemment impliqués 
(gènes « majeurs », ou « core genes »), une « liste de gènes unique exhaustive » a été constituée, correspondant à l’ensemble des 
gènes impliqués dans la porte d’entrée clinique et/ou anatompathologique respective, selon la Gene Table of Neuromuscular 
Disorders, www.musclegenetable.fr). 
Dans cette situation, le Sous-groupe Génétique Moléculaire de la Commission Outils Diagnostiques recommande d’effectuer une 
analyse complète de cette « liste de gènes unique exhaustive » consensuelle.  
 
Des « listes de gènes uniques exhaustives » ont été établies pour les portes d’entrée cliniques et/ou anatomopathologiques 
suivantes : 
- Myopathies congénitales à némaline (12 gènes) 
- Myopathies congénitales « némaline-négatives » (32 gènes) 
- Arthrogryposes fœtales et néonatales (37 gènes) 
- Myopathies distales et scapulopéronières (24 gènes) 
- Myopathies rétractiles (29 gènes) 
- Myopathies myofibrillaires et Myopathies à inclusions (15 gènes) 
- Paralysies périodiques (3 gènes) 
 
 
NB : Il est prévu que les laboratoires associent à l'avenir un rapport détaillé de couverture de séquençage gène par gène, afin de 
permettre facilement l’identification de régions cibles insuffisamment séquencés par l’analyse en NGS, qui pourraient nécessiter 
un complément d’analyse, par exemple en séquençage Sanger (selon discussion avec le prescripteur et/ou en réunion de 
concertation pluridisciplinaire). 
Les variants de séquence identifiés sont classés selon les recommandations du Réseau NGS-DIAG « Homogénéisation de 
l’interprétation de variants de séquence générés par les analyses en NGS » auxquelles le Sous-groupe Génétique Moléculaire de la 
Commission Outils Diagnostiques de FILNEMUS a contribué 
http://ffgh.net/index.php/presentation/les-reseaux-partenaires/reseau-ngs-diagnostic/182-reseaux/ngs/354-recommandations-
professionnelles-du-reseau-ngs-diag 
 
Stratégie consensuelle nationale pour le diagnostic génétique de myopathies par NGS 
NB : les listes consensuelles seront intégrées dans les arbres décisionnels diagnostics 

  

http://www.musclegenetable.fr/
http://ffgh.net/index.php/presentation/les-reseaux-partenaires/reseau-ngs-diagnostic/182-reseaux/ngs/354-recommandations-professionnelles-du-reseau-ngs-diag
http://ffgh.net/index.php/presentation/les-reseaux-partenaires/reseau-ngs-diagnostic/182-reseaux/ngs/354-recommandations-professionnelles-du-reseau-ngs-diag
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Répertoire des laboratoires effectuant l’analyse des listes de gènes nationales 
consensuelles pour le diagnostic génétique de myopathies par NGS 
 
NB : les laboratoires s'engagent à analyser tous les gènes pour les listes principales déclarées ; et si possible 
l’intégralité, sinon quasiment tous les gènes pour les listes uniques ou exhaustives (avec une actualisation 
dans les meilleurs délais), avec dans ce cas une information dans le compte-rendu d’analyse détaillant les 
gènes qui n'ont pas été analysés pour les listes concernées, permettant une éventuelle poursuite des 
investigations.  
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Listes de gènes nationales consensuelles  
pour le diagnostic génétique de myopathies par NGS  
 
(Version adaptée de l’article “A National French consensus on gene lists for the diagnosis of myopathies using Next Generation Sequencing”  
European Journal of Human Genetics, 2018) 
*la colonne “Pathologies” spécifie tous les phenotypes connus de pathologies touchant le tissu musculaire squelettique sur la base d’entrées OMIM répertoriées, 
pour les 13 portes d’entrée cliniques et/ou anatomopathologiques retenues, en excluant d’autres phenotypes éventuels (par exemple cardiaques). 
 
RefSeq NM_DIAG: séquence codante de référence consensuelle.  
AD: autosomique dominant; AR: autosomique récessif; CDG: Congenital Disorders of Glycosylation 
LGMD: Limb Girdle Muscular Dystrophy; MDC: Muscular Dystrophy Congenital; XLD: dominant lié à l’X; XLR: récessif lié à l’X. 
 
 
 
 

Dystrophies musculaires des ceintures - Liste de gènes principale (7 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 

RefSeq 
NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

CAV3 Caveolin 3 NM_033337 - LGMD1C / AD /  214966301 158884882 

      - Distal myopathy, Tateyama type / AD / 155805663  

   
- Rippling muscle disease 
 

AD   

CAPN3 Calpain 3 NM_000070 - LGMD2A AR (AD) 
157255834 
97716755 

159614116 

DYSF Dysferlin NM_003494 - LGMD2B / AR / 
175628337 
176987098 

215221829 

      - Miyoshi muscular dystrophy 1 / AR /   

      
- Distal myopathy with anterior tibial 
onset 

AR   

SGCG Gamma sarcoglycan NM_000231 - LGMD2C AR 
1683210310 
1828582111 

1094243112 

SGCA Alpha sarcoglycan NM_000023 - LGMD2D AR 
806991113 
766352414 

822690015 

FKRP 
Fukutin-related 
protein 

NM_024301 - LGMD2I / AR / 
1159203416 
1266612417 

1247105818 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 5 / 

AR /   

      

- Muscular dystrophy-
dystroglycanopathy (congenital with 
or without mental retardation),  
type B, 5  

AR    

ANO5 Anoctamin 5 NM_213599 - LGMD2L / AR / 
2009639719 
2367030720 

2294605921 

      - Miyoshi muscular dystrophy 3 AR   

      (Early onset calf distal myopathy)     
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Dystrophies musculaires des ceintures - Liste de gènes exhaustive (40 gènes): 
(Entre parenthèses: gènes également inclus dans la liste principale correspondante) 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 

RefSeq 
NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

MYOT Myotilin NM_006790 - LGMD1A / AD / 
1095865322 
1638061623 

1249939924 

      - Myopathy, myofibrillar, 3 / AD /   

      - Myopathy, spheroid body AD   

LMNA Lamin A/C NM_170707 - LGMD1B / AD / 
1081472625 
1737707126 

1474936627 

      
- Emery-Dreifuss muscular  
dystrophy 2 / 

AD /   

      
- Emery-Dreifuss muscular  
dystrophy 3 / 

AR /   

      
- Congenital muscular dystrophy due 
to LMNA defect (L-CMD) 

AD   

(CAV3) Caveolin 3 NM_033337 - LGMD1C / AD / 
214966301 
155805663 

158884882 

      - Distal myopathy, Tateyama type / AD /   

   - Rippling muscle disease AD   

DNAJB6 
DNAJ/HSP40 
homolog, subfamily 
B, member 6 

NM_058246 - LGMD1D AD 
2236678628  
2620552929 

1189604830 

DES Desmin NM_001927 - LGMD1E / AD / 2227525931 1621702532 

      - LGMD2R / AR / 1071701233  

      - Myopathy, myofibrillar, 1 / AD, AR /   

      
- Scapuloperoneal syndrome, 
neurogenic, Kaeser type 

AD   

TNPO3 Transportin 3 NM_012470 - LGMD1F AD 
2366763534 
2354348435 

2363294536 

HNRNPDL 

Heterogeneous 
nuclear 
ribonucleoprotein D-
like protein 

NM_001207000 
NM_031372 

- LGMD1G AD 
2464760437 
1536792038 

 

(CAPN3) Calpain 3 NM_000070 - LGMD2A AR (AD) 
157255834  
97716755 

159614116 

(DYSF) Dysferlin NM_003494 - LGMD2B / AR / 
175628337  
176987098 

215221829 

      - Miyoshi muscular dystrophy 1 / AR /   

      
- Distal myopathy with anterior tibial 
onset 

AR   

(SGCG) Gamma sarcoglycan NM_000231 - LGMD2C AR 
16832103 10 
1828582111 

1094243112 

(SGCA) Alpha sarcoglycan NM_000023 - LGMD2D AR 
806991113 
 7663524 14 

822690015 

SGCB Beta sarcoglycan NM_000232 - LGMD2E AR 
1066280939 
1067817640 

1094243112 

SGCD Delta sarcoglycan NM_000337 - LGMD2F AR 
1073527541 
884119442 

1048191143 

TCAP 
Titin-CAP 
(Telethonin) 

NM_003673 - LGMD2G AR 
1065506244 
16352453 45 

1967956646 

TRIM32 
Tripartite motif-
containing 32  

NM_012210 - LGMD2H AR 
1182202447 
25351777 48 

1799454949 
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(FKRP) 
Fukutin-related 
protein 

NM_024301 - LGMD2I / AR / 1159203416 1247105818 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 5 / 

AR / 1266612417  

      

- Muscular dystrophy-
dystroglycanopathy (congenital with 
or without mental retardation),  
type B, 5  

AR    

TTN Titin  NM_001267550 - LGMD2J / AR / 1572828450 2063429051 

    NM_133379 
- Myopathy, proximal, with early 
respiratory muscle involvement / 

AD / AR 2057104352  

      - Salih myopathy / AR /   

      
- Tibial muscular dystrophy, late 
onset (Udd myopathy) 

AD   

POMT1 
Protein O-
mannosyltransferase 
1 

NM_007171 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 1 / 

AR / 1236901853 1929931054 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 1 / 

AR / 1579286555  

      - LGMD2K AR   

(ANO5) Anoctamin 5 NM_213599 - LGMD2L / AR / 
20096397 19 
2367030720 

2294605921 

      - Miyoshi muscular dystrophy 3 AR   

      (Early onset calf distal myopathy)     

FKTN Fukutin NM_001079802 - LGMD2M / AR / 
17044012 56 
1462767957 

1934223558 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 4 / 

AR /   

      

- Muscular dystrophy-
dystroglycanopathy (congenital 
without mental retardation),  
type B, 4 

AR   

POMT2 
Protein O-
mannosyltransferase 
2 

NM_013382 - LGMD2N / AR / 
1792310959 
24183756 60 

1787820761 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 2 /  

AR /   

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 2 

AR   

POMGNT1 Protein O-mannose  NM_001243766 - LGMD2O / AR / 
1819515262 
1787820761 

2241917263 

  Beta-1,2-N-acetyl   
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 3 / 

AR /   

  
glucosaminyltransfer
ase 

  
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 3 

AR   

DAG1 Dystroglycan1 NM_001165928 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 9 / 

AR / 
21388311 64 
1467879965 

2550398066 

      
- LGMD2P (Recessive LGMD with 
primary alphaDG defect) 

AR   

PLEC Plectin NM_000445 
- Congenital myasthenic syndrome 
with epidermolysis bullosa / 

AR / 
8696340 67 
1044680868 

2110922869 

      
- Epidermolysis bullosa simplex with 
muscular dystrophy / 

AR /   

      - LGMD2Q AR   
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TRAPPC11 
Trafficking protein 
particle complex 
subunit 11 

NM_021942 - LGMD2S AR 
2383051870  
2632222271 

2691279572 

GMPPB 
GDP-mannose 
pyrophosphorylase, 
beta subunit 

NM_013334 

- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies),  
type A, 14 / 

AR / 
23768512 73 

 
2613366274 

1108219875 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 14 / 

AR /   

      - LGMD2T AR   

ISPD 
Isoprenoid synthase 
domain-containing 
protein 

NM_001101426 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 7 / 

AR / 2339018576 2252242077 

      
- LGMD2U (Limb-Girdle, Muscular 
dystrophy related to ISPD) 

AR   

GAA 
Glucosidase, Alpha, 
Acid 

NM_000152 
- Glycogen storage disease Type II 
(Pompe disease) - GSDII / 

AR / 
855857078 

1691794779 
966809280 

    NM_001079803 
- LGMD2V (Adult onset LGMD2 
related to GAA deficiency) 

AR   

LIMS2 
LIM zinc finger 
domain containing 2 

NM_001136037 

- LGMD2W (Limb girdle muscular 
dystrophy with severe 
cardiomyopathy and triangular 
tongue)  

AR 2558924481 1216764382 

BVES 
[POPDC1] 

Blood vessel 
epicardial substance 

NM_147147 - LGMD2X AR 2664236483 2664236483 

TOR1AIP1 
[LAP1B] 

Torsin 1A interacting 
protein 1 

NM_015602 
NM_001267578 

- LGMD2Y AR 2485614184 2485614184 

POGLUT1 
Protein O-
glucosyltransferase 
1 

NM_152305 - LGMD2Z AR 2780707685 2780707685 

LAMA2 
Laminin alpha 2 
(merosin, included) 

NM_000426 
- Muscular dystrophy, congenital 
merosin-deficient - MDC1A 

AR Not Applicable Not Applicable 

FHL1 
Four-and-a-half LIM 
domains 1 

NM_001159702 
- Reducing body myopathy,  
X-linked 1a, severe, infantile or early 
childhood onset / 

XLD / 

Not Applicable Not Applicable 
      

- Reducing body myopathy,  
X-linked 1b, with late childhood or 
adult onset / 

XL? / 

      
- Emery-Dreifuss muscular  
dystrophy 6, X-linked / 

XLR / 

      
- Myopathy, X-linked,with postural 
atrophy / 

XLR / 

      
- Scapuloperoneal myopathy,  
X-linked 

XLD 

COL6A1 
Collagen, type VI, 
alpha-1 

NM_001848 - Bethlem myopathy / AD, AR /  
Not Applicable Not Applicable 

      
- Ullrich congenital muscular 
dystrophy  - UCMD 

AD, AR 

COL6A2 
Collagen, type VI, 
alpha-2 

NM_001849 - Bethlem myopathy / AD, AR/  

Not Applicable Not Applicable       
- Ullrich congenital muscular 
dystrophy -UCMD /  

AD, AR /  

      - Congenital myosclerosis AR 

COL6A3 
Collagen, type VI, 
alpha-3 

NM_004369 - Bethlem myopathy /  AD, AR /  
Not Applicable Not Applicable 

      
- Ullrich congenital muscular 
dystrophy - UCMD 

AD, AR 

GNE 

UDP-N-
acetylglucosamine-
2- epimerase/N-
acetylmannosamine 
kinase 

NM_001128227 
- Distal myopathy with rimmed 
vacuoles (Nonaka) and Hereditary 
inclusion body myopathy 

AR Not Applicable Not Applicable 

VCP 
Valosin-containing 
protein 

NM_007126 
- Inclusion body myopathy with 
early-onset Paget disease and 
frontotemporal dementia 1 / 

AD / 
Not Applicable Not Applicable 

      
- Charcot-Marie-Tooth disease,  
type 2Y 

AD  

DPM3 
Dolichyl-phosphate 
mannosyltransferase 
3 

NM_153741 
- DPM3-CDG (Congenital Disorder of 
Glycosylation) 

AR Not Applicable Not Applicable 
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PATHOLOGIES*  
(dénominations OMIM, versions 
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MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 
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Actin, alpha, 
skeletal muscle 1 

NM_001100 
- Nemaline Myopathy 3- Actin congenital 
myopathy with cores / 

AD, AR / 
113333801 

2553102 
221748713 

      
- Actin congenital myopathy with excess 
of thin myofilaments / 

AD, AR /   

      
- Congenital myopathy with fiber-type 
disproportion 1 / 

AD, AR /   

      - Nemaline Myopathy 3 AD, AR 
113333801 
195626894 

228255945 

TPM2 
Tropomyosin 
type 2 

NM_003289 - Nemaline Myopathy 4 / AD / 
246920966 
228323407 

297928628 

      - CAP myopathy 2 / AD /   

      
- Distal arthrogryposis multiplex 
congenita type 1 / 

AD /   

      - Distal arthrogryposis type 2B AD   

TPM3 
Tropomyosin 
type 3 

NM_152263 - Nemaline Myopathy 1 / AD, AR / 
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- Congenital myopathy with fiber-type 
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TNNT1 
Troponin T type 
1 (skeletal, slow) 

NM_003283 - Nemaline myopathy 5 AR 
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NEB Nebulin NM_001271208 - Nemaline myopathy 2 AR 
1220793714 
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    NM_001164507       

KBTBD13 

Kelch repeat and 
BTB (POZ) 
domain-
containing 
protein 13 

 NM_001101362 - Nemaline myopathy 6 AD  2110922717  

KLHL40 
Kelch-like family 
member 40 

NM_152393 - Nemaline myopathy 8 AR 
2752849518 
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2496016320 

KLHL41 
Kelch-like family 
member 41 

NM_006063 - Nemaline myopathy 9 AR 
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LMOD3 Leiomodin type 3 NM_198271 - Nemaline myopathy 10 AR 2525057423 2525057423 
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MYPN Myopalladin NM_032578 - Nemaline myopathy 11 AR 
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MYO18B Myosin XVIIIB NM_032608 
- Klippel-Feil syndrome 4 with myopathy 
and facial dysmorphism 

AR 
2785873929 
2574848430 
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Myopathies congénitales « némaline-négatives » - Liste de gènes unique exhaustive (32 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne de 
droite) 

RYR1 
Ryanodin receptor 
type 1 

NM_000540 - Central core disease / AD, AR / 
171909471 
173766852 

75154813 

      - King-Denborough syndrome / AD / 
187656554 
161636675 

17740746 

      
- Minicore myopathy with external 
ophthalmoplegia / 

AR / 
182539267 
173766852 

235537878 

      

- Congenital neuromuscular disease 
with uniform type 1 fiber (RYR1-
related congenital myopathy with 
fatigable weakness, responding to 
pyridostigimine) 

AD, AR 
193032949 
1973404710 

75154813 

STAC3 
SH3 and cysteine-
rich domains 3 

NM_145064 
- Congenital myopathy  
(Native American myopathy) 

AR 
28777491 11 
2841158712 

28003463 13 
2762146214 

ACTA1 
Actin, alpha, 
skeletal muscle 1 

NM_001100 
- Actin congenital myopathy with 
cores / 

AD,AR /  2217487115 

      
- Actin congenital myopathy with 
excess of thin myofilaments / 

AD, AR /  
1050851916 
1956268917 

2217487115 

     
- Congenital myopathy with fiber-
type disproportion 1 / 

AD, AR / 
1956268917 
1546808618 

1738773319 

      - Nemaline Myopathy 3 AD, AR  2282559420 

TPM2 
Tropomyosin Type 
2 

NM_003289 - Nemaline Myopathy 4 / AD /   

      - CAP myopathy 2 / AD / 
1934558321  
19047562 22 

2208493523 

      
- Distal arthrogryposis multiplex 
congenita type 1 / 

AD /   

      - Distal arthrogryposis type 2B AD   

TPM3 
Tropomyosin Type 
3 

NM_152263 

- Nemaline Myopathy 1 / 
- Congenital myopathy with fiber-
type disproportion / 
- CAP myopathy 1 

AD, AR / 
AD, AR / 
AD, AR 

2469209624 
1830030325 
2423906027 
2409515528 

2630708326 

SELENON 
[SEPN1] 

Selenoprotein N (1) NM_020451 - Rigid spine muscular dystrophy 1 / AR / 
1152838329 
2167043630 

1955787031 
2545242832 

      
- Congenital myopathy with fiber-
type disproportion 

AD, AR   

MYH7 Myosin Heavy 
chain type 7, 
cardiac muscle, 
bêta 
  

NM_000257 - Laing distal myopathy / AD / 2466445433 1933658234 

    - Congenital myopathy  AD, AR /   

    (myosin storage myopathy) /    

    
- Scapuloperoneal syndrome, 
myopathic type 

 AD   

MTM1 Myotubularin NM_000252 - Congenital myopathy  XLR 928578735 
930565536 

1179347037 
1572558638 

1127532839 

      (X-linked  myotubular myopathy)      

DNM2 Dynamin 2 NM_001005360 - Centronuclear myopathy 1 / AD /   

    NM_001005361 
- Charcot-Marie-Tooth disease, 
axonal type 2M / 

AD / 23092955 40 2085859541 

    NM_001005362 
- Charcot-Marie-Tooth disease, 
dominant intermediate B / 

AD /   

      
- Lethal congenital contracture 
syndrome 5 

AR   

BIN1 
Bridging integrator 
type 1 
(Amphiphysin 2) 

NM_139343 - Congenital myopathy  AD (late onset), AR 
25260562 42 
2910304543 
1767604244 
2014262045 

1767604244 

      (centronuclear myopathy 2)    

TTN Titin NM_001267550 - LGMD2J / AR /   

    NM_133379 
- Myopathy, proximal, with early 
respiratory muscle involvement / 

AD/AR 
1744450546 
2871662347 

 

      - Salih myopathy / AR /   

      
- Tibial muscular dystrophy, late 
onset (Udd myopathy) 

AD   

KBTBD13 

Kelch repeat and 
BTB (POZ) domain-
containing protein 
13 

NM_001101362 - Nemaline myopathy 6 AD 2110922748  
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SPEG 
SPEG complex 
locus 

NM_005876 
- Congenital myopathy  
(centronuclear myopathy 5) 

AR 
2508761349 
2862446350 
2961469151 

2947454052 

MEGF10 
Multiple EGF-like 
domains 10 

NM_032446 - Congenital myopathy AR 
2210168253 
2912825654 

2237125455 

      
(early-onset myopathy with 
areflexia, respiratory distress and 
dysphagia) 

    

MYH2 Myosin Heavy 
chain type 2, 
skeletal muscle, 
adult 
  

NM_017534 - Congenital myopathy  AD, AR / 
2419334356 
2348966157 

1117158458 

    
(proximal myopathy and 
ophthalmoplegia) / 

AD   

    - Distal arthrogryposis     

CACNA1S 
  

Calcium channel, 
voltage-
dependent, L type, 
alpha 1S subunit 
  

NM_000069 
  

- Congenital myopathy / 
- Hypokalemic periodic paralysis, 
type 1 

AD, AR / 
AD 

800467359 
2801204260 

2003306061 

HACD1 
[PTPLA] 

Protein tyrosine 
phosphatase-like 
(3- Hydroxyacyl-
CoA dehydratase) 

NM_014241 - Congenital myopathy AR 2393373562 2793913363 

TRIM32 
Tripartite motif-
containing 32  

NM_012210 - LGMD2H AR 
1182202464  
1588671265 

1915521066 

CNTN1 Contactin-1 NM_001843 
- Congenital myopathy  
(Compton-North) 

AR 1902639867 1902639867 

MYBPC3 
Cardiac myosin 
binding protein-C 

NM_000256 - Congenital myopathy AR 1985812768  

CCDC78 
Coiled-coil domain-
containing 78 

NM_001031737 
- Congenital myopathy 
(centronuclear myopathy 4) 

AD 2281885669 2281885669 

CASQ1 
Calsequestrin type 
1 

NM_001231 
- Tubular aggregate myopathy 
(vacuolar myopathy with CASQ1 
aggregates) 

AD 
2613652370 
2511680171 

2903914072 

STIM1 
Stromal interaction 
molecule 1 

NM_003156 
NM_001277961 

- Tubular aggregate myopathy 1 AD 
2457028373 
2333292074 

2333292074 

ORAI1 
calcium release-
activated calcium 
modulator 1 

NM_032790 - Tubular aggregate myopathy 2 AD 
2522791475 
2788254276 

2459162877 
2805875278 

PYROXD1 

Pyridine 
Nucleotide-
Disulphide 
Oxidoreductase 
Domain 1 

NM_024854 
- Early-Onset myopathy with 
internalized nuclei and myofibrillar 
disorganization 

AR 2774583379 2774583379 

KY 
Kyphoscoliosis 
Peptidase 

NM_178554 
- Congenital myopathy with core 
targetoid 

AR 
2748477080 
2748540881 

1538544882 
2020662383 

TRIP4 
Thyroid hormone 
receptor interactor 
4 

NM_016213 
- Muscular dystrophy, congenital, 
davignon-chauveau type 

AR 
2700888784 
2692452985 

2692452985 

SCN4A 
Sodium Channel , 
voltage-gated, type 
4, alpha subunit 

NM_000334 
- Paramyotonia congenital (von 
Eulenburg disease) / 

AD / 

2670068786 

 

      

- Sodium channel myotonia (also 
called potassium aggravated 
myotonia, including myotonia 
fluctuans, myotonia permanens and 
acetazolamide responsive  
myotonia) / 

AD /  

      
- Congenital myasthenic  
syndrome 16 / 

AR /   

      
- Hyperkalemic periodic paralysis, 
type 2 / 

AD /   

      
- Hypokalemic periodic paralysis, 
type 2 

AD  

      
+ Fetal akinesia deformation 
sequence 

   

SPTBN4 
Spectrin, beta, 
nonerythrocytic, 4 

NM_020971 
- Myopathy, congenital, with 
neuropathy and deafness 

AR 2854041387  

MAP3K20 
[ZAK] 

Mitogen-activated 
protein kinase 
kinase kinase 20 

NM_016653 
NM_133646 

- Centronuclear myopathy 6 with 
fiber-type disproportion 

AR 2781694388  

MYMK Myomaker NM_001080483 - Carey-Fineman-Ziter syndrome AR 2868186189  

ASCC1 
Activating Signal 
Cointegrator 1 
Complex Subunit 1 

NM_001198800 
- Spinal muscular atrophy with 
congenital bone fractures 2 

AR 
2692452985 
2821838890 

2692452985 
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Arthrogryposes foetales et néonatales - Liste de gènes unique exhaustive (37 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

ADCY6 Adenylate cyclase 6 NM_015270  
- Lethal congenital contracture 
syndrome 8 

AR 243190991  

    NM_020983       

CHAT 
Choline 
acetyltransferase 

NM_020549 
- Congenital myasthenic syndrome 6 
(presynaptic) 

AR 260808972 175865983 

    NM_001142933     
203013474 

 
 

CHRNA1 
Cholinergic 
receptor, nicotinic, 
alpha polypeptide 1 

NM_000079 
- Congenital myasthenic  
syndrome 1A / 

AD /   

    NM_001039523 
- Congenital myasthenic  
syndrome 1B / 

AD, AR /  276263805 

      
- Multiple pterygium syndrome, 
lethal type 

AR 
182522266 
181799037 

 

CHRNB1 
Cholinergic 
receptor, nicotinic, 
beta polypeptide 1 

NM_000747 
- Congenital myasthenic  
syndrome 2C, associated with 
acetylcholine receptor deficiency / 

AR /    

      
- Congenital myasthenic  
syndrome 2A 

AD 273641568  

      
+ Fetal akinesia deformation 
sequence 

    

CHRND 
Cholinergic 
receptor, nicotinic, 
delta polypeptide 

NM_000751 
- Congenital myasthenic  
syndrome 3A/ 

AD /    

      
- Congenital myasthenic  
syndrome 3B/ 

AR /   183985099 
 

      
- Congenital myasthenic  
syndrome 3C / 

AR /   

      
- Multiple pterygium syndrome, 
lethal type  

AR 
182522266 
181799037 

 

CHRNG 

Cholinergic 
receptor, nicotinic, 
gamma 
polypeptide 

NM_005199 
- Multiple pterygium syndrome, 
lethal type / 

AR / 
1682653110 
182522266 
181799037 

16826520 11 
 

      
- Non lethal multiple pterygium 
syndrome (Escobar syndrome) 

AR   

CNTNAP1 
Contactin-
associated protein-
1 

NM_003632 
Lethal congenital contracture 
syndrome 7 

AR 243190991  

DNM2 Dynamin 2 NM_001005360 - Centronuclear myopathy 1 / AD /   

    NM_001005361 
- Charcot-Marie-Tooth disease, 
axonal type 2M / 

AD / 2309295512  

    NM_001005362 
- Charcot-Marie-Tooth disease, 
dominant intermediate B / 

AD /   

      
- Lethal congenital contracture 
syndrome 5 

AR   

DOK7 
Downstream of 
tyrosine kinase 7 

NM_173660 
- Congenital myasthenic  
syndrome 10 / 

AR / 
2553736213 

 
2014732114 

 

      
- Fetal akinesia deformation 
sequence 

AR 1926159915  

ERBB3 

V-ERB-B2 avian 
erythroblastic 
leukemia viral 
oncogene homolog 
3 

NM_001982 
- Lethal congenital contractural 
syndrome 2 

AR 1770190416  

    NM_001005915       

GLE1 
GLE1, RNA export 
mediator 

NM_001003722 
- Lethal congenital contracture 
syndrome 1 

AR 
1820444917 
2768456518 

2235792519 
2424301620 

ADGRG6 
Adhesion G 
protein-coupled 
receptor G6 

NM_020455 
- Lethal congenital contracture 
syndrome 9 

AR 2600420121 2161332722 

    NM_001032394       

MAGEL2 MAGE-like 2 NM_019066 - Schaaf-Yang syndrome AD 
2636534023  
2828157124  
29359444 25 

1772832026 
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MUSK 
Muscle, skeletal, 
receptor tyrosine 
kinase 

NM_005592 
- Congenital myasthenic syndrome 9, 
associated with acetylcholine 
receptor deficiency / 

AR / 
2553736213 

 
2553736213 

 

      
- Fetal akinesia deformation 
sequence 

AR 2561290927  

MYBPC1 
Myosin-binding 
protein C (slow 
type) 

NM_002465 - Distal arthrogryposis type 1B / 
AD /  
 

2261085128 2387304529 

    NM_001254719 
- Lethal congenital contracture 
syndrome 4 

 AR   

MYH3 
Myosin, Heavy 
chain 3, skeletal 
muscle, embryonic 

NM_002470 
- Distal arthrogryposis, type 2A / 
type 2B / type 8 

AD / AD / AD 
1664202030 
2525623731 

 

      - Multiple pterygium syndrom AD 2595746932  

MYOD1 
Myogenic 
differentiation 
antigen 1 

NM_002478 
- Fetal akinesia deformation 
sequence 

AR 2673346333 2054491534 

NEB Nebulin 
NM_001271208 
NM_001164507 

- Nemaline Myopathy 2 AR 
1220793735 
2520513836 

1005163737 
 

PIP5K1C 

Phosphatidylinosito
l 4-phosphate 5-
kinase, type I, 
Gamma 

NM_012398 
NM_001300849 

- Lethal congenital contractural 
syndrome 3 

AR 1770189838  

RAPSN 

Receptor-
associated protein 
of the synapse 
(Rapsyn) 

NM_005055 
- Congenital myasthenic syndrome 
11, associated with acetylcholine 
receptor deficiency / 

AR / 
1532856639 
1273072540 
1279653541 

1694593642 

      
- Fetal akinesia deformation 
sequence 

AR 
182522266 
181799037 

1132366243 
 

RYR1 
Ryanodin receptor 
type 1 

NM_000540 - Central core disease / AD, AR /   

      - King-Denborough syndrome / AD /   

      
- Minicore myopathy with external 
ophthalmoplegia / 

AR /   

      

- Congenital neuromuscular disease 
with uniform type 1 fiber (RYR1-
related congenital myopathy with 
fatigable weakness, responding to 
pyridostigimine) 

AD, AR 2547623444  

SCN4A 
Sodium Channel , 
voltage-gated, type 
4, alpha subunit 

NM_000334 
- Paramyotonia congenital (von 
Eulenburg disease) / 

AD / 

2670068745 

 

      

- Sodium channel myotonia (also 
called potassium aggravated 
myotonia, including myotonia 
fluctuans, myotonia permanens and 
acetazolamide responsive myotonia) 
/ 

AD /  

      
- Congenital myasthenic  
syndrome 16 / 

AR /   

      
- Hyperkalemic periodic paralysis, 
type 2 / 

AD /   

      
- Hypokalemic periodic paralysis, 
type 2 

AD  

      
+ Fetal akinesia deformation 
sequence 

   

TTN Titin NM_001267550 - LGMD2J / AR /   

    NM_133379 
- Myopathy, proximal, with early 
respiratory muscle involvement / 

? / 2957561846  

      - Salih myopathy / AR /   

      
- Tibial muscular dystrophy, late 
onset (Udd myopathy) 

AD   

ZBTB42 
Zinc finger- and BTB 
domain-containing 
protein 42 

NM_001137601 
- Lethal congenital contracture 
syndrome 6 

AR 2505587147  

BICD2 
Bicaudal D, 
drosophila, 
homolog of, 2 

NM_015250 
NM_001003800 

- Spinal muscular atrophy, lower 
extremity-predominant, 2 

AD 
2366411648  
2366411949  
2366412050 

2952839351  
2888303952 

DYNC1H1 
Dynein, 
cytoplasmic 1, 
heavy chain 1 

NM_001376 
- Spinal muscular atrophy, lower 
extremity-predominant 1 

AD 
2245967753  
2560976354 

2819689055 

ECEL1 
Endothelin-
converting enzyme-
like 1 

NM_004826 - Distal arthrogryposis  type 5D AR 
2323603056  
2326130157 

2913241658 
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    NM_001290787       

FBN2 Fibrillin 2 NM_001999 
- Congenital contractural 
arachnodactyly 

AD 

7493032 59 
1175410260  
1876714361  
19006240 62 

 

MYH2 

Myosin Heavy 
chain type 2, 
skeletal muscle, 
adult 

NM_017534 
- Congenital myopathy 
(proximal myopathy and 
ophthalmoplegia) /  

AD, AR / 
2041853063  
23388406 64 

 

      - Distal arthrogryposis AD   

MYH8 
Myosin, heavy 
chain 8, skeletal 
muscle, perinatal 

NM_002472 
- Trismus-pseudocamptodactyly 
syndrome  

AD 
1528235365  
1704193266 

 

NALCN 
Sodium Leak 
Channel, non 
selective 

NM_052867 
- Congenital contractures of the 
limbs and face, hypotonia, and 
developmental delay / 

AD /  
2568312067 
27214504 68 

 

      
- Infantile hypotonia, with 
psychomotor retardation and 
characteristic facies 1 

AR 
2586442769  
24075186 70 

 

PIEZO2 

PIEZO-type 
mechanosensitive 
ion channel 
component 2 

NM_022068 - Distal arthrogryposis type 3 / AD /  2348778271  

      
- Arthrogryposis, muscle weakness 
and scoliosis / 

AR / 
2784312672  
2797481173 

 

      - Distal arthrogryposis type 5 AD 
2472647374  
25712306 75 

 

TNNI2 
Troponin I (fast-
twitch skeletal 
muscle isoform) 

NM_003282 
NM_001145829 

- Distal arthrogryposis multiplex 
congenita type 2B 

AD 
1259260776  
16802141 77 

 

TNNT3 
Troponin T3 (fast 
skeletal) 

NM_001042782 
NM_006757 

- Distal arthyrgryposis type 2B AD 
1286599178 
2533706979  
2140218580 

 

TPM2 Tropomyosin type 2 NM_003289 - Nemaline Myopathy 4 / AD /    

      - CAP myopathy 2 / AD /   

      
- Distal arthrogryposis multiplex 
congenita type 1 / 

AD / 
2340115681 
2340115681 

 

      - Distal arthrogryposis type 2B AD 
1259260776 
23401156 81 

1743099182 
2909720683 

TRPV4 

Transient receptor 
potential cation 
channel, subfamily 
V, member 4 

NM_021625 
NM_001177431 

- Congenital distal spinal muscular 
atrophy, non progressive 

AD 
2590030584 
2478986485 

 

ZC4H2 
Zinc Finger C4H2 
domain-containing 
protein 

NM_018684 - Wieacker-Wolff syndrome XLR / 2362338886 
2605622787 
29803542 88 

        (XLD) 
2605622787 
28345801 89 
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Dystrophies musculaires congénitales hors alpha-dystroglycanopathies - Liste de gènes principale (8 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version 
anglaise) 

RefSeq 
NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

LAMA2 
Laminin alpha 2 
(merosin, 
included) 

NM_000426 
- Muscular dystrophy, congenital 
merosin-deficient - MDC1A 

AR 
187008941 
162169422 

78741733 

COL6A1 
Collagen, type 
VI, alpha-1 

NM_001848 - Bethlem myopathy/ AD, AR /  
159559464 
11932965 

98179326 

      
- Ullrich congenital muscular 
dystrophy - UCMD 

AD, AR 
240388777  
195645818 

203389429 

COL6A2 
Collagen, type 
VI, alpha-2 

NM_001849 - Bethlem myopathy / AD, AR/  
1885243910  
2553345611 

2865048312 

      
- Ullrich congenital muscular 
dystrophy -UCMD /  

AD, AR /  
240388777 
2010698713 

 

      - Congenital myosclerosis AR 1885243910   

COL6A3 
Collagen, type 
VI, alpha-3 

NM_004369 - Bethlem myopathy/ AD, AR /  1039975614 2456348415 

      
- Ullrich congenital muscular 
dystrophy - UCMD 

AD, AR 
240388777 
1199225216 

2456348415 

SELENON 
[SEPN1] 

Selenoprotein N 
(1) 

NM_020451 - Rigid spine muscular dystrophy 1 / AR / 
1152838317 
1219264018 

1955787019 

      
- Congenital myopathy with fiber-
type disproportion 

AD, AR 1636587220 1955787019 

FHL1 
Four-and-a-half 
LIM domains 1 

NM_001159702 
- Reducing body myopathy, X-linked 
1a, severe, infantile or early 
childhood onset / 

XLD / 
1827467521  
1918167222 

 

      
- Reducing body myopathy, X-linked 
1b, with late childhood or adult 
onset 

XL? / 
1895242923  
1691990324 

 

      
- Emery-Dreifuss muscular dystrophy 
6, X-linked 

XLR /  2973527025 

      
- Myopathy, X-linked,with postural 
atrophy 

XLR /   

      
- Scapuloperoneal myopathy, X-
linked  

XLD   

LMNA Lamin A/C NM_170707 - LGMD1B / AD / 
1081472626  
1566844727 

2084865228 

      
- Emery-Dreifuss muscular dystrophy 
2 / 

AD / 
1737707129  
1569135730 

2084865228 

      
- Emery-Dreifuss muscular dystrophy 
3 / 

AR / 
1073976431  
2243109632 

2084865228 

      
- Congenital muscular dystrophy due 
to LMNA defect (L-CMD) 

AD 
1514814533 
1596131234 

2084865228 

ACTA1 
Actin, alpha, 
skeletal muscle 
1 

NM_001100 
- Actin congenital myopathy with 
cores / 

AD, AR / 
1133338035 

25531036 
2217487137 

      
- Actin congenital myopathy with 
excess of thin myofilaments / 

AD, AR / 
1050851938 
1956268939 

2217487137 

      
- Congenital myopathy with fiber-
type disproportion 1 

AD, AR / 
1956268939 
1546808640 

1738773341 

      - Nemaline Myopathy 3 AD, AR 
1133338035 
1956268939 

2282559442 
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Dystrophies musculaires congénitales hors alpha-dystroglycanopathies - Liste de gènes exhaustive (17 gènes): 
(Entre parenthèses: gènes également inclus dans la liste principale correspondante) 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 

RefSeq 
NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 
gauche; fonctionnelles: colonne 
de droite) 

(LAMA2) 
Laminin alpha 2 
(merosin, 
included) 

NM_000426 
- Muscular dystrophy, congenital 
merosin-deficient - MDC1A 

AR 
187008941  
162169422 

78741733 
 

(COL6A1) 
Collagen, type VI, 
alpha-1 

NM_001848 - Bethlem myopathy/ AD, AR /  
159559464 
11932965 

98179326 

      
- Ullrich congenital muscular 
dystrophy - UCMD 

AD, AR 
240388777  
195645818 

203389429 

(COL6A2) 
Collagen, type VI, 
alpha-2 

NM_001849 - Bethlem myopathy / AD, AR/   2865048312 

      
- Ullrich congenital muscular 
dystrophy -UCMD /  

AD, AR /  
240388777 
2010698713 

 

      - Congenital myosclerosis AR 1885243910  

(COL6A3) 
Collagen, type VI, 
alpha-3 

NM_004369 - Bethlem myopathy/ AD, AR /    

      
- Ullrich congenital muscular 
dystrophy - UCMD 

AD, AR 
240388777 
1199225216 

2456348415 

(SELENON 
[SEPN1]) 

Selenoprotein N 
(1) 

NM_020451 - Rigid spine muscular dystrophy 1 / AR / 
1152838317 
1219264018 

1955787019 

      
- Congenital myopathy with fiber-
type disproportion 

AD, AR 1636587220 1955787019 

(FHL1) 
Four-and-a-half 
LIM domains 1 

NM_001159702 
- Reducing body myopathy, X-linked 
1a, severe, infantile or early 
childhood onset / 

XLD / 
1827467521  
1918167222 

 

      
- Reducing body myopathy, X-linked 
1b, with late childhood or adult 
onset 

XL? / 
1895242923  
1691990324 

2973527025 
 

      
- Emery-Dreifuss muscular dystrophy 
6, X-linked 

XLR /   

      
- Myopathy, X-linked,with postural 
atrophy 

XLR /   

      
- Scapuloperoneal myopathy, X-
linked 

XLD   

(LMNA) Lamin A/C NM_170707 - LGMD1B / AD /   

      
- Emery-Dreifuss muscular dystrophy 
2 / 

AD /   

      
- Emery-Dreifuss muscular dystrophy 
3 / 

AR /   

      
- Congenital muscular dystrophy due 
to LMNA defect (L-CMD) 

AD 
1514814533 
1596131234 

2084865228 

(ACTA1) 
Actin, alpha, 
skeletal muscle 1 

NM_001100 
- Actin congenital myopathy with 
cores / 

AD, AR / 
1133338035 

25531036 
2217487137 

      
- Actin congenital myopathy with 
excess of thin myofilaments / 

AD, AR / 
1050851938 
1956268939 

2217487137 

      
- Congenital myopathy with fiber-
type disproportion 1 

AD, AR /  
1956268939 
1546808640 

1738773341 

      - Nemaline Myopathy 3 AD, AR 
1133338035 
1956268939 

2282559442 

ITGA7 Integrin alpha 7 
NM_002206 
NM_001144997   

Congenital muscular dystrophy due 
to ITGA7 deficiency 

AR 959029943 935479744 

DNM2 Dynamin 2 NM_001005360 - Centronuclear myopathy 1 / AD /   

    NM_001005361 
- Charcot-Marie-Tooth disease, 
axonal type 2M / 

AD / 2309295545 2085859546 

    NM_001005362 
- Charcot-Marie-Tooth disease, 
dominant intermediate B 

AD /   

      
- Lethal congenital contracture 
syndrome 5 

AR   

TCAP 
Titin-CAP 
(Telethonin) 

NM_003673 - LGMD2G AR 
2505504747 
2761813548 

1967956649 

CHKB 
Choline kinase, 
beta 

NM_005198 
- Congenital muscular dystrophy, 
megaconial type  

AR 
2166500250 
2499708651 

1637135352 

TRAPPC11  

Trafficking 
protein particle 
complex, subunit 
11 

NM_021942 - LGMD2S AR 
2882748653 
2383051854 

2383051854 
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COL12A1 
Collagen type XII 
alpha 1 chain 

NM_004370 - Bethlem myopathy / AD, AR / 
24334769 55 
2433460456 

2167021857 

      
- Ullrich congenital muscular 
dystrophy – UCMD 

AD, AR 2433460456 2167021857 

GOLGA2 Golgin A2 NM_004486 
- Developmental delay, seizures, 
progressive microcephaly, and 
muscular dystrophy  

?/ 2674250158 2674250158 

      - Mucopolysaccharidosis type 3 AR   

INPP5K 
Inositol 
polyphosphate-5-
phosphatase k 

NM_001135642 
Muscular dystrophy, congenital, 
with cataracts and intellectual 
disability 

AR 
2819045659 
2819045960 

2819045659 

TRIP4 
Thyroid hormone 
receptor 
interactor 4 

NM_016213 
- Muscular dystrophy, congenital, 
davignon-chauveau type 

AR 
2700888761 
2692452962 

2692452962 
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Alpha-Dystroglycanopathies - Liste de gènes principale  (13 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

FKTN Fukutin NM_001079802 - LGMD2M / AR / 
178782071 
191790782 

271941013 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 4 / 

AR /   

      

- Muscular dystrophy-
dystroglycanopathy (congenital 
without mental retardation),  
type B, 4 

AR   

FKRP 
Fukutin-related 
protein 

NM_024301 - LGMD2I / AR / 
115920344 
158833345 

27194101 3 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 5 / 

AR/   

      

- Muscular dystrophy-
dystroglycanopathy (congenital with 
or without mental retardation),  
type B, 5  

AR   

ISPD 
Isoprenoid synthase 
domain-containing 
protein 

NM_001101426 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 7 / 

AR / 
232173296 
225224217 

271941013 

      
- LGMD2U (Limb-Girdle, Muscular 
dystrophy related to ISPD) 

AR   

POMT1 
Protein O-
mannosyltransferas
e 1 

NM_007171 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 1 / 

AR / 
123690188 
178782071 

217827869 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 1 / 

AR /   

      - LGMD2K AR   

POMT2 
Protein O-
mannosyltransferas
e 2 

NM_013382 - LGMD2N / AR / 
178782071 
1913876610 

217827869 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 2 /  

AR /   

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 2  

AR   

POMGNT1 

Protein O-mannose 
Beta-1,2-N-acetyl 
glucosaminyltransfe
rase 

NM_001243766 - LGMD2O / AR / 
1906734411  
1523641412 

1170919113 

     
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 3 / 

AR /   

     
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 3 

AR   

GMPPB 
GDP-mannose 
pyrophosphorylase, 
beta subunit 

NM_013334 

- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies),  
type A, 14 / 

AR / 
2376851214  
2613366215 

2376851214 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 14 / 

AR /   

      - LGMD2T AR    

B3GALNT2 
Beta-1,3-N-
acetylgalactosamin
yl transferase 2 

NM_152490 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 11 

AR 
2345366716 
2408457317 

2392995018 

POMK 
Protein-O-mannose 
kinase 

NM_032237 

- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies),  
type A, 12 / 

AR / 
2455608419  
2492531820 

2392995018 

      
- Muscular dystrophy-
dystroglycanopathy (limb-girdle), 
type C, 12 

AR   
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TMEM5 
Transmembrane 
protein 5 

NM_014254 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 10 

AR 
232173296 
2351921121 

2773367922 

LARGE1 
[LARGE] 

Acetylglucosaminylt
ransferase-like 
protein 

NM_004737 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 6 / 

AR / 
1906734411 
1743601923 

2222380624 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 6 

AR   

POMGNT2 

Protein O-mannose 
beta-1,4- N-
acetylglucosaminyl 
transferase 2 

NM_032806 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 8 

AR 
1906734411 
1523641412 

1170919113 

B4GAT1 
[B3GNT1] 

Beta-1,4-
glucuronyltransfera
se 1 

NM_006876 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 13 

AR 
2335957025 
2387740126 

 
2335957025 
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Alpha-Dystroglycanopathies - Liste de gènes exhaustive (18 gènes): 
(Entre parenthèses: gènes également inclus dans la liste principale correspondante) 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

(FKTN) Fukutin NM_001079802 - LGMD2M / AR / 
178782071 
191790782 

271941013 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 4 / 

AR /   

      

- Muscular dystrophy-
dystroglycanopathy (congenital 
without mental retardation),  
type B, 4 

AR   

(FKRP) 
Fukutin-related 
protein 

NM_024301 - LGMD2I / AR / 
115920344 
158833345 

271941013 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 5 / 

AR /   

      

- Muscular dystrophy-
dystroglycanopathy (congenital with 
or without mental retardation),  
type B, 5 

AR   

(ISPD) 
Isoprenoid 
synthase domain-
containing protein 

NM_001101426 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 7 / 

AR / 
232173296 
225224217 

271941013 

      
- LGMD2U (Limb-Girdle, Muscular 
dystrophy related to ISPD) 

AR   

(POMT1) 
Protein O-
mannosyltransfer
ase 1 

NM_007171 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 1 / 

AR / 
123690188 
178782071 

217827869 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 1 / 

AR /   

      - LGMD2K AR   

(POMT2) 
Protein O-
mannosyltransfer
ase 2 

NM_013382 - LGMD2N / AR / 
178782071 
1913876610 

217827869 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 2 /  

AR /   

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 2 

AR   

(POMGNT1) 
Protein O-
mannose  

NM_001243766 - LGMD2O / AR / 
1906734411  
1523641412 

1170919113 

  Beta-1,2-N-acetyl   
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 3 / 

AR /   

  
glucosaminyltrans
ferase 

  
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 3 

AR   

(GMPPB) 
GDP-mannose 
pyrophosphorylas
e, beta subunit 

NM_013334 

- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies),  
type A, 14 / 

AR / 
2376851214  
2613366215 

2376851214 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 14 / 

AR /   

      - LGMD2T AR    

(B3GALNT2) 
Beta-1,3-N-
acetylgalactosami
nyl transferase 2 

NM_152490 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 11 

AR 
2345366716 
2408457317 

2392995018 

(POMK) 
Protein-O-
mannose kinase 

NM_032237 

- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies),  
type A, 12 / 

AR / 
2455608419  
2492531820 

2392995018 

      
- Muscular dystrophy-
dystroglycanopathy (limb-girdle), 
type C, 12 

AR   
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(TMEM5) 
Transmembrane 
protein 5 

NM_014254 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 10 

AR 
232173296 
2351921121 

2773367922 

(LARGE1 
[LARGE]) 

Acetylglucosaminy
ltransferase-like 
protein  

NM_004737 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 6 / 

AR / 
1906734411 
1743601923 

2222380624 

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 6 

AR   

(POMGNT2) 

Protein O-
mannose beta-
1,4- N-
acetylglucosaminy
l transferase 2 

NM_032806 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 8 

AR 
1906734411  
1523641412 

1170919113 

(B4GAT1 
[B3GNT1]) 

Beta-1,4-
glucuronyltransfer
ase 1 

NM_006876 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 13 

AR 
2335957025 
2387740126 

2335957025 

DPM1 

Dolichyl-
phosphate 
mannosyltransfer
ase 1, catalytic 
subunit 

NM_003859 
- DPM1-CDG (Congenital Disorder of 
Glycosylation) 

AR 
1064260227 
1064259728 
2385642129 

1083534630 

DPM2 

Dolichyl-
phosphate 
mannosyltransfer
ase 2, regulatory 
subunit 

NM_003863 
- DPM2-CDG (Congenital Disorder of 
Glycosylation) 

AR 
1990125431  
2310914932 

972462933 

DPM3 

Dolichyl-
phosphate 
mannosyltransfer
ase 3 

NM_153741 
- DPM3-CDG (Congenital Disorder of 
Glycosylation) 

AR 
1957656534 
2880381835 

1083534630 

DOLK Dolichol kinase NM_014908 
- DOLK-CDG (Congenital Disorder of 
Glycosylation) 

AR 
2224200436 
1727396437 

1692381838 

DAG1 
Dystrophin-
associated 
glycoprotein 1 

NM_001165928 
- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies), type A, 9 / 

AR / 
1467879939 
2550398040 

2138831141 

      
- LGMD2P (Recessive LGMD with 
primary alphaDG defect) 

AR   
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Myopathies distales et scapulopéronières - Liste de gènes unique exhaustive (24 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

DYSF Dysferlin NM_003494 - LGMD2B / AR /    

      - Miyoshi muscular dystrophy 1 / AR / 
97315261 

127965342 
213010393 

215221824 

      
- Distal myopathy with anterior tibial 
onset 

AR    

TTN Titin  NM_001267550 - LGMD2J / AR /    

    NM_133379 
- Myopathy, proximal, with early 
respiratory muscle involvement / 

AR/ AD     

      - Salih myopathy / AR /     

      
- Tibial muscular dystrophy, late 
onset (Udd myopathy) 

AD 

 
 

294355695 
121457476 

206342907 

GNE 

UDP-N-
acetylglucosamine-
2- epimerase/N-
acetylmannosamin
e kinase 

NM_001128227 
- Distal myopathy with rimmed 
vacuoles (Nonaka) and Hereditary 
inclusion body myopathy 

AR 

  
11528398 8 
124737539 
250021410 
673700211 

1770451112 

MYH7 

Myosin, heavy 
polypeptide 7, 
cardiac muscle, 
beta 

NM_000257 - Laing distal myopathy / AD / 
1452066213   
2347817214 

  

      - Congenital myopathy  AD, AR /   1933658215 

      (myosin storage myopathy) /  1532298316   

      
- Scapuloperoneal syndrome, 
myopathic type 

AD  2738798017   

MATR3 Matrin 3 NM_199189 - Amyotrophic lateral sclerosis 21 / AD / 
2515446218 
2384273119 
19344878 20 

2897753021 
  

      
- Vocal cord and pharyngeal distal 
myopathy 

AD   

TIA1 

TIA1 cytotoxic 
granule-associated 
RNA-binding 
protein 

NM_022173 - Welander distal myopathy AD, AR 
2340102122 
2334883023 

  

MYOT Myotilin NM_006790 - LGMD1A / AD / 
1511167524 
1769850225 

1680132826  

      - Myopathy, myofibrillar, 3 / AD / 
 
 

 

      - Myopathy, spheroid body AD     

NEB Nebulin 

NM_001271208 

- Nemaline myopathy 2 AR 
1752513927 
2172439728 

  
2371509629  

    NM_001164507        

CAV3 Caveolin 3 NM_033337 - LGMD1C / AD / 
1180527030 
1893047631 

1111584932 

      - Distal myopathy, Tateyama type / AD / 1255729133   

   - Rippling muscle disease AD   

LDB3 
LIM domain 
binding 3 

NM_001080114 
- Late onset distal myopathy  
(Markesbery-Griggs) / 

AD / 
 2634283234    
2738981635 
1566894236 

 1249936437 

[ZASP]   NM_001171610   2754659938  

    NM_007078 - Myopathy, myofibrillar, 4 AD 2326383739   
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ANO5 Anoctamin 5 NM_213599 - LGMD2L / AR / 2009639740 2978954441 

      - Miyoshi muscular dystrophy 3 AR 2240286242   

      (Early onset calf distal myopathy)      

DNM2 Dynamin 2 NM_001005360 - Centronuclear myopathy 1 / AD / 1856079343 2085859544 

    NM_001005361 
- Charcot-Marie-Tooth disease, 
axonal type 2M / 

AD / 1713489945   

    NM_001005362 
- Charcot-Marie-Tooth disease, 
dominant intermediate B / 

AD /    

      
- Lethal congenital contracture 
syndrome 5 

AR    

FLNC Filamin C NM_001458 - Myopathy, distal, 4 / AD / 1582435546 2647207447 

      - Myopathy, myofibrillar, 5 AD 2162035448   

VCP 
Valosin-containing 
protein 

NM_007126 
- Inclusion body myopathy with 
early-onset Paget disease and 
frontotemporal dementia 1 / 

AD / 
1826013249    
1884525050 
2168474751 

2014731952 

      
- Charcot-Marie-Tooth disease, type 
2Y 

AD  
2685322153 
2610517354 

  

TCAP 
Titin-CAP 
(Telethonin) 

NM_003673 - LGMD2G  AR 2761813555  

PNPLA2 

Patatin-like 
phospholipase 
domain-containing 
protein 2 

NM_020376 
- Neutral lipid storage disease with 
myopathy without ichthyosis 

 AR 
2154456756 
1865797257 
2483620458 

2185765159 

DES Desmin NM_001927 - LGMD1E / AD / 1106125660  

      - LGMD2R / AR / 1262097161 1621702562 

      - Myopathy, myofibrillar, 1 / AD, AR / 1166863263   

      
- Scapuloperoneal syndrome, 
neurogenic, Kaeser type 

AD    

CRYAB Crystallin, Alpha-B NM_001885 
- Myopathy, myofibrillar, fatal 
infantile hypertrophy, alpha-B 
crystallin-related  

AD, AR 
2017188864  
2738981635 

27904835 65 

FHL1 
Four-and-a-half 
LIM domains 1 

NM_001159702 
- Reducing body myopathy,  
X-linked 1a, severe, infantile or early 
childhood onset / 

XLD / 
2524630366 
2461342467 

 2973527068 

      
- Reducing body myopathy,  
X-linked 1b, with late childhood or 
adult onset / 

XL? /    

      
- Emery-Dreifuss muscular  
dystrophy 6, X-linked / 

XLR /    

      
- Myopathy, X-linked,with postural 
atrophy / 

XLR /    

      
- Scapuloperoneal myopathy,  
X-linked 

XLD    

LMNA Lamin A/C NM_170707 - LGMD1B / AD / 1855151369 1554854570 

      
- Emery-Dreifuss muscular  
dystrophy 2 / 

AD /     

      
- Emery-Dreifuss muscular  
dystrophy 3 / 

AR /    

      
- Congenital muscular dystrophy due 
to LMNA defect (L-CMD) 

AD    

SQSTM1 Sequestosome 1 
NM_003900 
NM_001142298 

- Distal myopathy with rimmed 
vacuoles 

AD 2620896171   

KLHL9 Kelch-like 9 NM_018847 - Distal myopathy AD 2055465872  

ADSSL1 
Adenylosuccinate 
synthase-like 1 

NM_152328 - Myopathy, distal, 5 AR 2650622273  

DNAJB6 

DNAJ/HSP40 
homolog, 
subfamily B, 
member 6 

NM_058246  - LGMD1D AD 
2943728774 
2233441575 
2620552976 

2636225277 
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Myopathies rétractiles - Liste de gènes unique exhaustive (29 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

COL1A1 
collagen, type I, 
alpha-1 

NM_000088 - Ehlers-Danlos syndrome, classic / AD / 281926331 
270110562 
26799613 

244433444 

      
- Ehlers-Danlos syndrome 
arthrochalasique 

AD 

COL1A2 
collagen, type I, 
alpha-2 

NM_000089 
- Ehlers-Danlos syndrome 
arthrochalasique,  

 AD 
16816025 

281926331 
 

           

COL3A1 
Collagen type III 
alpha-1 

NM_000090 
- Ehlers-Danlos syndrome, 
hypermobile 

AD 281926331  

            

COL5A1 
collagen, type V, 
alpha-1 

NM_001278074 - Ehlers-Danlos syndrome, classic AD 
281926331  
235872146 
270110562 

155805597 

COL5A2 
collagen, type V, 
alpha-2 

NM_000393 - Ehlers-Danlos syndrome classic AD 
281926331 
235872146 
270110562 

155805597 

COL5A3 
collagen, type V, 
alpha-3 

NM_015719 - COL5A- / COL5A2-like phenotype AD ? 
107227188   
269108489 

 

COL6A1 
Collagen, type VI, 
alpha-1 

NM_001848 - Bethlem myopathy / AD, AR /  
2553530510 
2194339111 

 

2694870812 
 

      
- Ullrich congenital muscular 
dystrophy  - UCMD 

AD, AR   

COL6A2 
Collagen, type VI, 
alpha-2 

NM_001849 - Bethlem myopathy / AD, AR/  
2553530510 
2194339111 

 

2694870812 
 

      
- Ullrich congenital muscular 
dystrophy -UCMD /  

AD, AR /    

      - Congenital myosclerosis AR   

COL6A3 
Collagen, type VI, 
alpha-3 

NM_004369 - Bethlem myopathy / AD, AR /  
2553530510 
2194339111 

 

2694870812 
 

      
- Ullrich congenital muscular 
dystrophy - UCMD 

AD, AR   

COL6A6 
Collagen, type VI, 
alpha-6 

NM_001102608 - COL6-like phenotype AR ? 
2088204013 

 
2490756214 

 

COL12A1 
collagen, type XII, 
alpha-1 

NM_004370 - Bethlem myopathy / AD, AR / 
2734839415 
2934231316 

 

2433460417 
 

      
- Ullrich congenital muscular 
dystrophy – UCMD 

AD, AR   

TNXB Tenascin XB NM_019105 
- Ehlers-Danlos syndrome due to 
tenascin X deficiency 

AR 
2758238218 
2376894619 

 

1192556920 
 

SELENON 
[SEPN1] 

Selenoprotein N 
(1) 

NM_020451 
- Rigid spine muscular  
dystrophy 1 / 

AR / 
2093751021 
1152838322 

 

1906736123 
 

      
- Congenital myopathy with fiber-
type disproportion 

AD, AR   

RYR1 
Ryanodin 
receptor type 1 

NM_000540 - Central core disease / AD, AR / 
2881838924 

 
 

      - King-Denborough syndrome / AD /   

      
- Minicore myopathy with external 
ophthalmoplegia / 

AR /   

      

- Congenital neuromuscular 
disease with uniform type 1 fiber 
(RYR1-related congenital 
myopathy with fatigable 
weakness, responding to 
pyridostigimine) 

AD, AR   
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LMNA Lamin A/C NM_170707 - LGMD1B / AD / 
1855151325 

 
1554854526 

 

      
- Emery-Dreifuss muscular 
dystrophy 2 / 

AD /    

      
- Emery-Dreifuss muscular 
dystrophy 3 / 

AR /   

      
- Congenital muscular dystrophy 
due to LMNA defect (L-CMD) 

AD   

EMD Emerin NM_000117 
- Emery-Dreifuss muscular 
dystrophy 1, X-linked 

XLR 
2030160927 
2362236028 

 
 

FHL1 
Four-and-a-half 
LIM domains 1 

NM_001159702 
- Reducing body myopathy,  
X-linked 1a, severe, infantile or 
early childhood onset / 

XLD / 2461342429 2973527030 

      
- Reducing body myopathy,  
X-linked 1b, with late childhood or 
adult onset / 

XL? /   

      
- Emery-Dreifuss muscular 
dystrophy 6, X-linked / 

XLR /   

      
- Myopathy, X-linked,with postural 
atrophy / 

XLR /   

      
- Scapuloperoneal myopathy,  
X-linked 

XLD   

TTN Titin  NM_001267550 - LGMD2J / AR / 
2943556931 

 
2063429032 

 

    NM_133379 
- Myopathy, proximal, with early 
respiratory muscle involvement / 

? /   

      - Salih myopathy / AR /   

      
- Tibial muscular dystrophy, late 
onset (Udd myopathy) 

AD   

PLOD1 

Procollagen-
lysine, 2-
oxoglutarate 5-
dioxygenase 

NM_000302 
- Ehlers-Danlos syndrome 
cyphoscoliotic 

AR 
2830622933 

 
 

ADAMTS2 

A disintegrin-like 
and 
metalloproteinase 
with 
thrombospondin 
type 1 motif, 2 

NM_014244 
- Ehlers-Danlos syndrome 
dermatosparaxis 

AR 
2830622933 

 
 

ITGA7 Integrin alpha 7 NM_002206 
- Congenital muscular dystrophy 
due to ITGA7 deficiency 

AR  
1258879634 

 

    NM_001144997         

TRIM32 
Tripartite motif-
containing 32  

NM_012210 - LGMD2H AR 
1799454935 

 
1799454935 

 

BAG3 
BCL2-associated 
athanogene 3 

NM_004281 - Myofibrillar myopathy 6 AD 
2634283236 

 
 

LAMA2 
Laminin alpha 2 
(merosin, 
included) 

NM_000426 
- Muscular dystrophy, congenital 
merosin-deficient - MDC1A 

AR 
2785874137 

 
 

HSPG2 

Heparan sulfate 
proteoglycan of 
basement 
membrane 
(perlecan) 

NM_005529 
- Dyssegmental dysplasia, 
Silverman-Handmaker type / 

AR / 2603190338  

    NM_001291860 
- Schwartz-Jampel syndrome,  
type 1 

AR   
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FBLN5 Fibuline 5 NM_006329 
- Cutis laxa, autosomal  
dominant 2 / 

AD / 2838336639 2646976140 

      
- Cutis laxa, autosomal recessive, 
type IA/ 

AR /   

      
- Neuropathy, hereditary, with or 
without age-related macular 
degeneration 

AD   

FKBP14 
FK506-binding 
protein 14 

NM_017946 
- Ehlers-Danlos syndrome with 
progressive kyphoscoliosis, 
myopathy, and hearing loss 

AR 2830622933  

STIM1 
Stromal 
interaction 
molecule 1 

NM_003156 
NM_001277961 

- Tubular aggregate myopathy 1 AD 
2333292041  
2787625742 

 

GAA 
Glucosidase, 
Alpha, Acid 

NM_000152 
- Glycogen storage disease Type II 
(Pompe disease) - GSDII / 

AR / 

Not applicable 

  NM_001079803 
- LGMD2V (Adult onset LGMD2 
related to GAA deficiency) 

AR 
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Myopathies myofibrillaires et Myopathies à inclusions - Liste de gènes unique exhaustive (15 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

CRYAB Crystallin, Alpha-B NM_001885 
- Myopathy, myofibrillar, fatal 
infantile hypertrophy, alpha-B 
crystallin-related  

AD, AR 

97315401 
146818902  279048353 

 

DES Desmin NM_001927 - LGMD1E / AD / 
96977064 

105455985     

  

      - LGMD2R / AR / 162170256 

      - Myopathy, myofibrillar, 1 / AD, AR /   

      
- Scapuloperoneal syndrome, 
neurogenic, Kaeser type 

AD   

LDB3 
LIM domain 
binding 3 

NM_001080114 
- Late onset distal myopathy  
(Markesbery-Griggs) / 

AD / 
156689427     
263428328 

124993649 

[ZASP]   NM_001171610     

    NM_007078 - Myopathy, myofibrillar, 4 AD   

MYOT Myotilin NM_006790 - LGMD1A / AD / 
1511167510   
263428328 

1249939911 

      - Myopathy, myofibrillar, 3 / AD /   

      - Myopathy, spheroid body AD   

FLNC Filamin C NM_001458 - Myopathy, distal, 4 / AD / 1592902712    
19050726 13 

2696971314 

      - Myopathy, myofibrillar, 5 AD   

BAG3 
BCL2-associated 
athanogene 3 

NM_004281 - Myopathy, myofibrillar, 6 AD 
  1908593215 
2060545216 

  1693625317 

ACTA1 
Actin, alpha, 
skeletal muscle 1 

NM_001100 
- Actin congenital myopathy with 
cores / 

AD,AR / 

1133338018 
1519899219 

  

      
- Actin congenital myopathy with 
excess of thin myofilaments / 

AD, AR /  2282559420 

      
- Congenital myopathy with fiber-
type disproportion 1 / 

AD, AR /   

      - Nemaline Myopathy 3 AD, AR   

FHL1 
Four-and-a-half 
LIM domains 1 

NM_001159702 
- Reducing body myopathy,  
X-linked 1a, severe, infantile or early 
childhood onset / 

XLD / 

1827467521 
1918167222     2973527023 

      
- Reducing body myopathy,  
X-linked 1b, with late childhood or 
adult onset / 

XL? / 

      
- Emery-Dreifuss muscular  
dystrophy 6, X-linked / 

XLR / 

      
- Myopathy, X-linked,with postural 
atrophy / 

XLR / 

      
- Scapuloperoneal myopathy,  
X-linked 

XLD 

TTN Titin  NM_001267550 - LGMD2J / AR / 

 2943556924 
2257721525 

2063429026 

    NM_133379 
- Myopathy, proximal, with early 
respiratory muscle involvement / 

? / 

      - Salih myopathy / AR / 

      
- Tibial muscular dystrophy, late 
onset (Udd myopathy) 

AD 

VCP 
Valosin-containing 
protein 

NM_007126 
- Inclusion body myopathy with 
early-onset Paget disease and 
frontotemporal dementia 1 / 

AD /  1826013227    
1884525028     2014731929 

      
- Charcot-Marie-Tooth disease, type 
2Y 

AD 

GNE 

UDP-N-
acetylglucosamine-
2- epimerase/N-
acetylmannosamin
e kinase 

NM_001128227 
- Distal myopathy with rimmed 
vacuoles (Nonaka) and Hereditary 
inclusion body myopathy 

AR 
1152839830 
1247375331      

1770451132 
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MYH2 Myosin Heavy 
chain type 2, 
skeletal muscle, 
adult  

NM_017534 
- Congenital myopathy (proximal 
myopathy and ophthalmoplegia) / 

AD, AR / 2338840633    
2348966134 

1117158435 

    - Distal arthrogryposis AD   

SQSTM1 Sequestosome 1 
NM_003900 
NM_001142298 

- Distal myopathy with rimmed 
vacuoles 

AD 2620896136   

HNRNPA1 

Heterogeneous 
nuclear 
ribonucleoprotein 
a1 

NM_031157 
- Inclusion body myopathy with 
early-onset Paget disease without 
frontotemporal dementia 3 

AD 
2345542337 
2706656038 

 

DNAJB6 

DNAJ/HSP40 
homolog, 
subfamily B, 
member 6 

NM_058246 - LGMD1D AD 
2943728739     
2339470840 

2236678641 
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Myasthenies congénitales - Liste de gènes principale  (9 gènes): 
 

SYMBOL
E DU 
GENE 
(GENE 

SYMBOL
, version 
anglaise

) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

CHRNE 
Cholinergic 
receptor, nicotinic, 
epsilon polypeptide 

NM_000080 
- Congenital myasthenic  
syndrome 4A, slow-channel / 

AD, AR / 
83571901 
75313412 
89570263 

89570263 

      
- Congenital myasthenic  
syndrome 4B, fast-channel / 

AR/     

      
- Congenital myasthenic  
syndrome 4C, associated with 
acetylcholine receptor deficiency 

AR    

RAPSN 

Receptor-
associated protein 
of the synapse 
(Rapsyn) 

NM_005055 
- Congenital myasthenic  
syndrome 11, associated with 
acetylcholine receptor deficiency / 

AR / 
117912054 
209300565 

 
117912054 

      
- Fetal akinesia deformation 
sequence 

AR    

DOK7 
Downstream of 
tyrosine kinase 7 

NM_173660 
- Congenital myasthenic  
syndrome 10 / 

AR / 
169170266 
174399817 

181656828 

      
- Fetal akinesia deformation 
sequence 

AR    

COLQ 

Collagenic tail of 
endplate 
acetylcholinesteras
e 

NM_005677 - Congenital myasthenic syndrome 5 AR 
97586179  
968913610 

1066548611 
1470235112 

CHAT 
Choline 
acetyltransferase 

NM_020549 
- Congenital myasthenic syndrome 6 
(presynaptic) 

AR 
1117206813 
1275614114 

 
2608089715 

    NM_001142933        

CHRNA1 

Cholinergic 
receptor, nicotinic, 
alpha polypeptide 
1 

NM_000079 
- Congenital myasthenic  
syndrome 1A / 

AD/  
8872460 16 
761952617  

1507900618 
8872460 16  

    NM_001039523 
- Congenital myasthenic  
syndrome 1B / 

AD,AR /    

      
- Multiple pterygium syndrome, 
lethal type 

AR    

CHRNB1 
Cholinergic 
receptor, nicotinic, 
beta polypeptide 1 

NM_000747 
- Congenital myasthenic  
syndrome 2C, associated with 
acetylcholine receptor deficiency / 

AR /  

8872460 16 
1056230219 
865164320 

 

8872460 16 

      
- Congenital myasthenic  
syndrome 2A 

AD    

      
+ Fetal akinesia deformation 
sequence 

     

CHRND 
Cholinergic 
receptor, nicotinic, 
delta polypeptide 

NM_000751 
- Congenital myasthenic  
syndrome 3A/ 

AD / 

1249947821 
1178298922 
1143546423 

 

1249947821 

      
- Congenital myasthenic  
syndrome 3B/ 

AR /     

      
- Congenital myasthenic  
syndrome 3C / 

AR /    

      
- Multiple pterygium syndrome, 
lethal type 

AR    

GFPT1 

Glutamine:Fructose
-6-Phosphate 
amido 
Transaminase 1 

NM_002056 
NM_001244710 

- Congenital myasthenia 12, with 
tubular aggregates 

AR 
2131027324 
2197550725 

21310273 24 
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Myasthenies congénitales - Liste de gènes exhaustive (32 gènes): 
(Entre parenthèses: gènes également inclus dans la liste principale correspondante) 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 
MODE(S) DE TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

(CHRNE) 

Cholinergic 
receptor, 
nicotinic, epsilon 
polypeptide 

NM_000080 
- Congenital myasthenic  
syndrome 4A, slow-channel / 

AD, AR / 
83571901 
75313412 
89570263 

89570263 

      
- Congenital myasthenic  
syndrome 4B, fast-channel / 

AR/     

      
- Congenital myasthenic  
syndrome 4C, associated with 
acetylcholine receptor deficiency 

AR    

(RAPSN) 

Receptor-
associated protein 
of the synapse 
(Rapsyn) 

NM_005055 
- Congenital myasthenic  
syndrome 11, associated with 
acetylcholine receptor deficiency / 

AR / 
117912054 
209300565 

 
117912054 

      
- Fetal akinesia deformation 
sequence 

AR    

(DOK7) 
Downstream of 
tyrosine kinase 7 

NM_173660 
- Congenital myasthenic  
syndrome 10 / 

AR / 
169170266 
174399817 

181656828 

      
- Fetal akinesia deformation 
sequence 

AR    

(COLQ) 

Collagenic tail of 
endplate 
acetylcholinestera
se 

NM_005677 - Congenital myasthenic syndrome 5 AR 
97586179  
968913610 

1066548611 
1470235112 

(CHAT) 
Choline 
acetyltransferase 

NM_020549 
- Congenital myasthenic syndrome 6 
(presynaptic) 

AR 
1117206813 
1275614114 

 
2608089715 

    NM_001142933        

(CHRNA1) 

Cholinergic 
receptor, 
nicotinic, alpha 
polypeptide 1 

NM_000079 
- Congenital myasthenic  
syndrome 1A / 

AD/  
8872460 16 
761952617  

1507900618 

8872460 16 
1507900618 

    NM_001039523 
- Congenital myasthenic  
syndrome 1B / 

AD, AR /    

      
- Multiple pterygium syndrome, 
lethal type 

AR    

(CHRNB1) 

Cholinergic 
receptor, 
nicotinic, beta 
polypeptide 1 

NM_000747 
- Congenital myasthenic  
syndrome 2C, associated with 
acetylcholine receptor deficiency / 

AR /  

8872460 16 
1056230219 
865164320 

 

8872460 16 

      
- Congenital myasthenic  
syndrome 2A 

AD    

      
+ Fetal akinesia deformation 
sequence 

     

(CHRND) 

Cholinergic 
receptor, 
nicotinic, delta 
polypeptide 

NM_000751 
- Congenital myasthenic  
syndrome 3A/ 

AD / 

1249947821 
1178298922 
1143546423 

 

1249947821 

      
- Congenital myasthenic  
syndrome 3B/ 

AR /     

      
- Congenital myasthenic  
syndrome 3C / 

AR /     

      
- Multiple pterygium syndrome, 
lethal type 

AR     

(GFPT1) 

Glutamine:Fructos
e-6-Phosphate 
amido 
Transaminase 1 

NM_002056 
- Congenital myasthenia 12, with 
tubular aggregates 

AR 
2131027324 
2197550725 

21310273 24 
  

    NM_001244710        

AGRN Agrin NM_198576 
- Congenital myasthenic syndrome 8, 
with pre- and postsynaptic defects 

AR 
1963130926 
2220538927 

 
1963130926 

ALG14 

Asparagine-Linked 
Glycosylation 14, 
S. cerevisiae, 
homolog of 

NM_144988 
- Congenital myasthenic  
syndrome 15, without tubular 
aggregates 

AR ? 2340433428   
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ALG2 

Asparagine-Linked 
Glycosylation 2, S. 
cerevisiae, 
homolog of 

NM_033087 
- Congenital myasthenic  
syndrome 14, with tubular 
aggregates 

AR 2340433428   

BIN1 
Bridging 
integrator type 1 
(Amphiphysin 2) 

NM_139343 
- Congenital myopathy 
(centronuclear myopathy) 

AD (late onset) AR 21482111 29   

COL13A1 
Collagen Type XIII, 
Alpha-1 

NM_001130103 
- Congenital myasthenic  
syndrome 19 

AR 2662662530 2662662530 

DNM2 Dynamin 2 NM_001005360 - Centronuclear myopathy 1 / AD / 2512799031   

    NM_001005361 
- Charcot-Marie-Tooth disease, 
axonal type 2M / 

AD /    

    NM_001005362 
- Charcot-Marie-Tooth disease, 
dominant intermediate B / 

AD /    

      
- Lethal congenital contracture 
syndrome 5 

AR    

DPAGT1 

Dolichyl-
Phosphate N-
Acetylglucosamin
ephosphotransfer
ase 

NM_001382 
- Congenital myasthenic  
syndrome 13, with tubular 
aggregates / 

AR / 
2274274332 
2344765033 

  

      - DPAGT1-CDG/ALG7-CDG AR    

GMPPB 
GDP-mannose 
pyrophosphorylas
e, beta subunit 

NM_013334 

- Muscular dystrophy-
dystroglycanopathy (congenital with 
brain and eye anomalies),  
type A, 14 / 

AR / 2613366234   

      
- Muscular dystrophy-
dystroglycanopathy (congenital with 
mental retardation), type B, 14 / 

AR /    

      - LGMD2T AR     

LAMB2 Laminin Beta-2 NM_002292 - Pierson syndrome AR 1925197735   

LRP4 

Low Density 
Lipoprotein 
Receptor-Related 
Protein 4 

NM_002334 
- Congenital myasthenic  
syndrome 17 

AR 2423465236 2423465236 

MTM1 Myotubularin NM_000252 
- Congenital myopathy (myotubular 
myopathy, X-linked) 

XLR 2512799031   

MUSK 
Muscle, skeletal, 
receptor tyrosine 
kinase 

NM_005592 
- Congenital myasthenic syndrome 9, 
associated with acetylcholine 
receptor deficiency / 

AR / 
1549642537 
1994904038 

1549642537 
1871893639 

      
- Fetal akinesia deformation 
sequence 

AR    

MYO9A Myosin IXA NM_006901 
- Congenital myasthenic syndrome, 
type not numbered  yet 

AR / 2725975640   

      
- Presynaptic congenital myasthenic 
syndrome 

AR    

PLEC Plectin NM_000445 
- Congenital myasthenic syndrome 
with epidermolysis bullosa / 

AR / 
1044680841 
2062467942 

2531867043 

      
- Epidermolysis bullosa simplex with 
muscular dystrophy / 

AR /    

      - LGMD2Q AR     

PREPL 
Prolyl 
Endopeptidase-
Like 

NM_006036 
- Congenital myasthenic 
 syndrome 22 

AR 2461033044   

RYR1 
Ryanodin receptor 
type 1 

NM_000540 - Central core disease / AD, AR / 2512799031   

      - King-Denborough syndrome / AD /     

      
- Minicore myopathy with external 
ophthalmoplegia / 

AR /     
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- Congenital neuromuscular disease 
with uniform type 1 fiber (RYR1-
related congenital myopathy with 
fatigable weakness, responding to 
pyridostigimine) 

AD, AR     

SCN4A 

Sodium Channel , 
voltage-gated, 
type 4, alpha 
subunit 

NM_000334 
- Paramyotonia congenital (von 
Eulenburg disease) / 

AD / 
1276622645 
2570757846 

  

      

- Sodium channel myotonia (also 
called potassium aggravated 
myotonia, including myotonia 
fluctuans, myotonia permanens and 
acetazolamide responsive  
myotonia) / 

AD /     

      
- Congenital myasthenic  
syndrome 16 / 

AR /     

      
- Hyperkalemic periodic paralysis, 
type 2 / 

AD /     

      
- Hypokalemic periodic paralysis, 
type 2 

AD     

      
+ Fetal akinesia deformation 
sequence 

      

SLC25A1 

Solute Carrier 
Family 25 
(Mitochondrial 
Carrier; Citrate 
Transporter), 
Member 1 

NM_005984 

- Combined D-2- and L-2-
hydroxyglutaric aciduria (Impaired 
neuromuscular transmission due to 
mitochondrial citrate carrier 
mutations) 

AR 2687066347 2687066347 

SLC5A7 

Solute Carrier 
Family 5 (Choline 
transporter), 
Member 7 

NM_021815 
- Congenital myasthenic  
syndrome 20, presynaptic / 

AR / 
2756954748 
2908835449 

2756954748 
2908835449 

      
- Distal hereditary motor 
neuronopathy type VIIA 

AD    

SNAP25 
Synaptosomal-
associated Protein 
25kDa 

NM_003081 
NM_130811 

- Congenital myasthenic  
syndrome 18 

AD 2579210050   

SYT2 Synaptotagmin 2 NM_177402 

- Congenital myasthenic syndrome 7, 
presynaptic (Lambert-Eaton 
myasthenic syndrome and 
nonprogressive motor neuropathy) 

AD 
2519204751 
2987487552 

 
2519204751 

TPM3 
Tropomyosin type 
3 

NM_152263 - Nemaline Myopathy 1 / AD, AR / 2512799031   

      
- Congenital myopathy with fiber-
type disproportion / 

AD, AR /    

      - CAP myopathy 1 AD, AR    

CHRNG 

Cholinergic 
receptor, 
nicotinic, gamma 
polypeptide 

NM_005199 
- Multiple pterygium syndrome, 
lethal type / 

AR / 
1682652053 
1682653154 

 16826520 53 

      
- Non lethal multiple pterygium 
syndrome (Escobar syndrome) 

AR     

 
1  Engel AG, Hutchinson DO, Nakano S et al. Myasthenic syndromes attributed to mutations affecting the epsilon subunit of the acetylcholine receptor. Ann 
N Y Acad Sci 1993; 681: 496–508. 
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Paralysies périodiques - Liste de gènes unique exhaustive (3 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

CACNA1S  

Calcium Channel, 
Voltage-
Dependent, L 
Type, Alpha-1S 
Subunit 

NM_000069 - Congenital myopathy / AD, AR / 
80046731 
79873252 

231871233 

(mutational 
hotspots in 
exons 4, 
11, 21 and 
30) 

    
- Hypokalemic periodic paralysis, 
type 1 

AD    

KCNJ2 

Potassium 
channel, 
Inwardly 
Rectifying, 
Subfamily J, 
Member 2 

NM_000891 - Andersen-Tawil syndrome AD 
121480924 
173249645 

 
121634576 

SCN4A 

Sodium 
Channel , 
voltage-gated, 
type 4, alpha 
subunit 

NM_000334 
- Paramyotonia congenital (von 
Eulenburg disease) / 

AD / 

16863887 
109442238 
113537259 
1559675910 

988694211 
1022763312 
1759198413 

(mutational 
hotspots in 
exons 5, 12 
13, 18, 19, 
23, 24) 

    

- Sodium channel myotonia (also 
called potassium aggravated 
myotonia, including myotonia 
fluctuans, myotonia permanens and 
acetazolamide responsive  
myotonia) / 

AD /    

      
- Congenital myasthenic  
syndrome 16 / 

AR /     

      
- Hyperkalemic periodic paralysis, 
type 2 / 

AD /     

      
- Hypokalemic periodic paralysis, 
type 2 

AD     

      
+ Fetal akinesia deformation 
sequence 

      

 
 
 
1  Ptácek LJ, Tawil R, Griggs RC et al. Dihydropyridine receptor mutations cause hypokalemic periodic paralysis. Cell 1994; 77: 863–868. 
2  Jurkat-Rott K, Lehmann-Horn F, Elbaz A et al. A calcium channel mutation causing hypokalemic periodic paralysis. Hum Mol Genet 1994; 3: 1415–1419. 
3  Wu F, Mi W, Hernández-Ochoa EO et al. A calcium channel mutant mouse model of hypokalemic periodic paralysis. J Clin Invest 2012; 122: 4580–4591. 
4  Andelfinger G, Tapper AR, Welch RC, Vanoye CG, George AL, Benson DW. KCNJ2 mutation results in Andersen syndrome with sex-specific cardiac and 
skeletal muscle phenotypes. Am J Hum Genet 2002; 71: 663–668. 
5  Bendahhou S, Fournier E, Gallet S, Ménard D, Larroque M-M, Barhanin J. Corticosteroid-exacerbated symptoms in an Andersen’s syndrome kindred. Hum 
Mol Genet 2007; 16: 900–906. 
6  Tristani-Firouzi M, Jensen JL, Donaldson MR et al. Functional and clinical characterization of KCNJ2 mutations associated with LQT7 (Andersen syndrome). 
J Clin Invest 2002; 110: 381–388. 
7  Ebers GC, George AL, Barchi RL et al. Paramyotonia congenita and hyperkalemic periodic paralysis are linked to the adult muscle sodium channel gene. 
Ann Neurol 1991; 30: 810–816. 
8  Jurkat-Rott K, Mitrovic N, Hang C et al. Voltage-sensor sodium channel mutations cause hypokalemic periodic paralysis type 2 by enhanced inactivation 
and reduced current. Proc Natl Acad Sci U S A 2000; 97: 9549–9554. 
9  Sternberg D, Maisonobe T, Jurkat-Rott K et al. Hypokalaemic periodic paralysis type 2 caused by mutations at codon 672 in the muscle sodium channel 
gene SCN4A. Brain J Neurol 2001; 124: 1091–1099. 
10  Vicart S, Sternberg D, Fournier E et al. New mutations of SCN4A cause a potassium-sensitive normokalemic periodic paralysis. Neurology 2004; 63: 2120–
2127. 
11  Rojas CV, Neely A, Velasco-Loyden G, Palma V, Kukuljan M. Hyperkalemic periodic paralysis M1592V mutation modifies activation in human skeletal 
muscle Na+ channel. Am J Physiol 1999; 276: C259-266. 
12  Hayward LJ, Sandoval GM, Cannon SC. Defective slow inactivation of sodium channels contributes to familial periodic paralysis. Neurology 1999; 52: 1447–
1453. 
13  Struyk AF, Cannon SC. A Na+ channel mutation linked to hypokalemic periodic paralysis exposes a proton-selective gating pore. J Gen Physiol 2007; 130: 
11–20. 
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Myotonies non-dystrophiques - Liste de gènes principale  (2 gènes): 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

CLCN1 
Chloride Channel 
1, skeletal 
muscle (CLC-1) 

NM_000083 - Thomsen Myotonia congenita /  AD / 
13797441 
79817502 

8382498532 
81122884 

      - Becker congenita myotonia AR    

SCN4A 
Sodium 
Channel , 
voltage-gated, 
type 4, alpha 
subunit 
  
  
  
  
 
 
 
 
 
 
 
  

NM_000334 
- Paramyotonia congenital (von 
Eulenburg disease) / 

AD / 
13108985 

168320986 
83087227 

    

- Sodium channel myotonia  
(also called potassium aggravated 
myotonia, including myotonia 
fluctuans, myotonia permanens and 
acetazolamide responsive  
myotonia) /  

AD /   

    
- Congenital myasthenic  
syndrome 16 / 

AR /   

    
- Hyperkalemic periodic paralysis, 
type 2 / 

AD /   

    
- Hypokalemic periodic paralysis, 
type 2 

AD   

    
+ Fetal akinesia deformation 
sequence 
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Myotonies non-dystrophiques - Liste de gènes exhaustive (7 gènes): 
(Entre parenthèses: gènes également inclus dans la liste principale correspondante) 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne 
de droite) 

(CLCN1) 
Chloride Channel 
1, skeletal muscle 
(CLC-1) 

NM_000083 - Thomsen Myotonia congenita /  AD / 
13797441  
79817502 

83824983  
81122884 

      - Becker congenita myotonia AR    

(SCN4A) 

Sodium Channel , 
voltage-gated, 
type 4, alpha 
subunit 

NM_000334 
- Paramyotonia congenital (von 
Eulenburg disease) / 

AD / 
13108985  

168320986 
 

83087227 

      

- Sodium channel myotonia (also 
called potassium aggravated 
myotonia, including myotonia 
fluctuans, myotonia permanens and 
acetazolamide responsive  
myotonia) / 

AD /    

      
- Congenital myasthenic  
syndrome 16 / 

AR /    

      
- Hyperkalemic periodic paralysis, 
type 2 / 

AD /    

      
- Hypokalemic periodic paralysis, 
type 2 

AD    

      
+ Fetal akinesia deformation 
sequence 

     

ATP2A1 

ATPase, Ca(2+) 
Transporting, 
Fast-twitch 1 
(SERCA1) 

NM_004320 - Brody myopathy AR 
88411938 

262489589 
 

1091467710 

CAV3 Caveolin 3 NM_033337 - LGMD1C / AD /  
1143169011 
2258154712 

2129422313 

      - Distal myopathy, Tateyama type / AD /    

   - Rippling muscle disease AD   

KCNA1 

Potassium 
Voltage-Gated 
Channel, Shaker-
Related Subfamily, 
Member 1 

NM_000217 
- Myokymia with or without 
episodic ataxia type 1 

AD 
784201114 

1930772915 
 

1713639616 

HSPG2 

Heparan sulfate 
proteoglycan of 
basement 
membrane 
(perlecan) 

NM_005529 
- Dyssegmental dysplasia, 
Silverman-Handmaker type / 

AR / 
1110185017 
119415318 

1692731519 
1721323120 

    NM_001291860 - Schwartz-Jampel syndrome, type 1 AR     

KCNQ2 

Potassium 
Voltage-Gated 
Channel, KGT-like 
Subfamily 
Member 2 

NM_172107 
NM_004518 

- Epileptic encephalopathy, early 
infantile, 7 / 
 
- Myokymia 

AD / 
 
AD 

1787236321 
1157294722 
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Myopathies métaboliques - Liste de gènes principale  (5 gènes): 
 

SYMBOL
E DU 
GENE 
(GENE 

SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 
RefSeq NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, versions 

anglaises) 

MODE(S) DE 
TRANSMISSIO

N 

Publications princeps associées 
(PMIDs; cliniques: colonne de 

gauche; fonctionnelles: colonne de 
droite) 

GAA 
Glucosidase, 
Alpha, Acid 

NM_000152 
- Glycogen storage disease Type II 
(Pompe disease) - GSDII / 

AR / 
 291498511   
298803322 

294220783 

    NM_001079803 
- LGMD2V (Adult onset LGMD2 
related to GAA deficiency) 

AR     

AGL 
Amylo-1,6-
glucosidase, 4-
alpha-
glucanotransferase 
  
 
  
  

NM_000642 
- Glycogen storage disease type IIIa - 
GSD IIIa / 

AR / 
 271062174   
288888515 

52403606 

    
- Glycogen storage disease type IIIb - 
GSD IIIb / 

AR /     

    
- Glycogen storage disease type IIIc - 
GSD IIIc / 

AR /     

    
- Glycogen storage disease type IIId - 
GSD IIId 

AR     

PYGM 
Glycogen 
phosphorylase, 
muscle 

NM_005609 
- Glycogen storage disease Type V 
(McArdle disease) 

AR 
218029527   
291435978 

223475059 

PFKM 
Phosphofructokina
se, muscle type 

NM_000289 
NM_001166686  

- Glycogen storage disease Type VII 
(Tarui) 

AR 
 747977610   
2442714011 

2430621012 

CPT2 
Carnitine 
palmitoyltransfera
se II 

NM_000098 - CPT II deficiency, infantile / AR / 

 10607472 13 
 2069159014 
 1876925615 

  

      - CPT II deficiency, lethal neonatal / AR / 
960045616 

 

      
- CPT II deficiency, myopathic, stress-
induced  

(AD), AR    
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Myopathies métaboliques - Liste de gènes exhaustive (35 gènes): 
(Entre parenthèses: gènes également inclus dans la liste principale correspondante) 
 

SYMBOLE 
DU GENE 

(GENE 
SYMBOL, 
version 

anglaise) 

NOM DU GENE 
(GENE NAME, 

version anglaise) 

RefSeq 
NM_DIAG 

PATHOLOGIES*  
(dénominations OMIM, 

versions anglaises) 

MODE(S) DE 
TRANSMISSION 

Publications princeps associées (PMIDs; 
cliniques: colonne de gauche; 

fonctionnelles: colonne de droite) 

(GAA) 
Glucosidase, 
Alpha, Acid 

NM_000152 
- Glycogen storage disease 
Type II (Pompe disease) - 
GSDII 

AR / 
291498511  
298803322 

294220783 

    NM_001079803 
- LGMD2V (Adult onset 
LGMD2 related to GAA 
deficiency) 

AR   

(AGL) 

Amylo-1,6-
glucosidase, 4-
alpha-
glucanotransferas
e 

NM_000642 
- Glycogen storage disease 
type IIIa - GSD IIIa 

AR / 
271062174  
288888515 

 
52403606 

      
- Glycogen storage disease 
type IIIb - GSD IIIb 

AR /   

      
- Glycogen storage disease 
type IIIc - GSD IIIc 

AR /   

      
- Glycogen storage disease 
type IIId - GSD IIId 

AR   

(PYGM) 
Glycogen 
phosphorylase, 
muscle 

NM_005609 
- Glycogen storage disease 
Type V (McArdle disease) 

AR 
218029527   
291435978 

223475059 

(PFKM) 
Phosphofructokin
ase, muscle type 

NM_000289 
- Glycogen storage disease 
Type VII (Tarui) 

AR 
747977610   

2442714011 
2430621012 

    NM_001166686        

(CPT2) 
Carnitine 
palmitoyltransfera
se II 

NM_000098 - CPT II deficiency, infantile / AR / 

10607472 13 
 2069159014 
 1876925615 

 

      
- CPT II deficiency, lethal 
neonatal / 

AR / 
960045616 

 

      
- CPT II deficiency, myopathic, 
stress-induced 

(AD), AR   

GBE1 
Glycogen 
branching enzyme 

NM_000158 
- Glycogen storage disease 
type IV / 

AR / 
2572852017  
2754645818 

1799455119 

      
- Polyglucosan body disease, 
adult form 

AR   

PHKA1 
Phosphorylase 
kinase, muscle, 
alpha-1 subunit 

NM_002637 

Glycogen storage disease type 
IXd (ex type VIII) or X-linked 
muscle phosphorylase kinase 
deficiency 

XLR 
1563770920  
1282507321 

1840102722 

PHKB 
Phosphorylase 
kinase, beta 
subunit 

NM_000293 
Glycogen storage disease type 
IXb 

AR 921568223 
2526692224 

 

PGM1 
Phosphoglucomut
ase 1 

NM_002633 
- PGM1-CDG (Congenital 
Disorder of Glycosylation) / 

AR/ 
1962572725   
2449921126 

2378036827 

      
- Glycogen storage disease 
type XIV 

AR   

GYG1 Glycogenin 1 NM_004130 
- Glycogen storage disease 
type XV / 

AR / 
2035728228  
2926439929 

2914331330 

      
- Polyglucosan body myopathy 
2 

AR   

GYS1 
Glycogen synthase 
1  

NM_001161587 
- Glycogen storage disease, 
type 0 

AR 
1835869531  
1969966732 

1835869531 
 

    NM_002103         

PRKAG2 

Protein kinase, 
AMP-activated, 
non-catalytic, 
gamma 2  

NM_016203 

-  Glycogen storage disease of 
heart, lethal congenital  
- Cardiomyopathy, familial 
hypertrophic, with Wolff-
Parkinson-white syndrome - 
CMH6 

AD / 
AD 

2843106133  
2784190134 

2800929735 

RBCK1 

RanBP-type and 
C3HC4-type zinc 
finger-containing 
1 

NM_031229 
- Polyglucosan body myopathy 
1 with or without 
immunodeficiency 

AR 
2379848136  
2388999537  
2504176238 

 

PGK1 
Phosphoglycerate 
kinase 1 

NM_000291 
- Phosphoglycerate kinase 1 
deficiency 

XLR 
1674013839  
1915787540  
2688326441 

1766137342 
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PGAM2 
Phosphoglycerate 
mutase 2 (muscle) 

NM_000290 
- Glycogen storage disease X - 
GSD10 

AR 
2316953543  
2877923944 

1927375945 

LDHA 
Lactate 
dehydrogenase A 

NM_005566 
- Glycogen storage disease XI - 
GSD11 

AR 
2919846646  
760352947 

945767648 

ENO3 Enolase 3 NM_001193503 
- Glycogen storage disease XIII 
GSD13 

AR 
2526733949  
1150640350 

 

    NM_001976       

LAMP2 

Lysosome-
Associated 
Membrane 
Protein 2 

NM_002294 - Danon disease XLD 
2674860851  
2975391852 

 

    NM_001122606       

    NM_013995       

AMPD1 
adenosine 
monophosphate 
deaminase 1 

NM_000036 
- Myopathy due to 
myoadenylate deaminase 
deficiency 

AR 
2875129053  
1211748054 

672499955 

SLC22A5 

Solute carrier 
family 22 (organic 
cation 
transporter), 
member 5 

NM_003060 
- Primary systemic carnitine 
deficiency 

AR 1005164656 
1105889757 

 

991679758 

           

SLC25A20 

Solute carrier 
family 25 
(carnitine/acylcar
nitine 
translocase), 
member 20 

NM_000387 
- Carnitine-acylcarnitine 
translocase deficiency 

AR 
1536363959 
1536598860 

 
1551501561 

ETFA 
Electron transfer 
flavoprotein, 
alpha polypeptide 

NM_000126 

- Multiple acyl-CoA 
dehydrogenase deficiency 
(MADD; Glutaric aciduria type 
IIA) 

AR 

1281558962  ETFB 
Electron transfer 
flavoprotein, beta 
polypeptide 

NM_001985 

- Multiple acyl-CoA 
dehydrogenase deficiency 
(MADD; Glutaric aciduria type 
IIB) 

AR 

ETFDH 
Electron transfer 
flavoprotein 
dehydrogenase 

NM_004453 

- Multiple acyl-CoA 
dehydrogenase deficiency 
(MADD; Glutaric aciduria type 
IIC) 

AR 

RYR1 
Ryanodin receptor 
type 1 

NM_000540 - Central core disease / AD, AR / 
2963572163 
2362835864 

 
 

   - King-Denborough syndrome  AD /   

   
- Minicore myopathy with 
external ophthalmoplegia / 

AR /   

   

- Congenital neuromuscular 
disease with uniform type 1 
fiber (RYR1-related congenital 
myopathy with fatigable 
weakness, responding to 
pyridostigimine) 

AD, AR   

ACADVL 
Acyl-CoA 
dehydrogenase, 
very long chain 

NM_000018 
Acyl-CoA dehydrogenase (very 
long chain) deficiency (VLCAD 
deficiency) 

AR 
997328565 

1007751866 
2348085867 

ABHD5 
Abhydrolase 
domain-
containing 5  

NM_016006 

- Triglyceride storage disease 
with impaired long-chain fatty 
acid oxidation (Chanarin-
Dorfman syndrome) 

AR 
2069159014  
1876925615 

 

PNPLA2 

Patatin-like 
phospholipase 
domain-
containing protein 
2 (desnutrin) 

NM_020376 
- Neutral lipid storage disease 
with myopathy without 
ichthyosis 

AR 
2069159014  
2154456768 

1718706769 

LPIN1 Lipin 1 NM_145693 
- Acute recurrent 
myoglobinuria 

AR 2058330270 2392836271 
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PNPLA8 

Patatin-like 
phospholipase 
domain-
containing protein 
8 

NM_015723 
- Mitochondrial myopathy 
with lactic acidosis (MMLA) 

AR 
2551200272 

 
1792347573 

 

SLC25A32 

Solute carrier 
family 25 
(mitochondrial 
carrier, folate), 
member 32 

NM_030780 
- Riboflavin-responsive 
exercise intolerance (RREI) 

AR 
2693386874  
2844362375 

2966625876 

FLAD1 

Flavin adenine 
dinucleotide 
synthetase, S. 
cerevisiae, 
homolog of 

NM_025207 
- Lipid storage myopathy due 
to flavin adenine dinucleotide 
synthetase deficiency 

AR 
2725904977   
2843347678 

2725904977 
 

ISCU 
Iron-sulfur cluster 
scaffold, e. Coli, 
homolog of 

NM_014301 
- Myopathy with lactic 
acidosis, hereditary 

AR 
1830449779 
1829674980 

 

YARS2 
TYROSYL-trna 
SYNTHETASE 2 

NM_001040436 
- Myopathy, lactic acidosis, 
and sideroblastic anemia 2 

AR 
2059827481 
2443057382 

2434468783 

ACAD9 
Acyl-CoA 
Dehydrogenase 9 

NM_014049 
- Mitochondrial complex I 
deficiency due to ACAD9 
deficiency 

AR 
2249934884 

 
2572140185 
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