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Disease Gene/Type of analysis Laboratory 

Duchenne and Becker Muscular Dystrophy (DMD/BMD) 

DMD duplications and 

deletions 
CHMG/NC 

DMD haplotype analysis CHMG 

Myotonic dystrophy (DM1) DMPK CHMG, NC 

Myotonic dystrophy (DM2) CNBP (ZNF9) CHMG 

Limb girdle muscular dystrophy 2A (LGMD2A) CAPN3 NC 

Hereditary Motor and Sensory Neuropathies  

(Charcot-Marie-Tooth, CMT) 

PMP22 duplication CHMG, NC 

PMP22 sequencing 

CHMG 

MPZ 

GJB1 

LITAF (SIMPLE) 

EGR2 

NDRG1 

Neuromyotonia and Axonal Neuropathy (NMAN) HINT1 CHMG 

Congenital Cataracts, Facial Dysmorphism and Neuropathy 

(CCFDN) 
CTDP1 CHMG 

Hereditary Neuropathy with Liability to Pressure Palsies 

(HNPP) 
PMP22 deletion CHMG, NC 

Congenital Myasthenic Syndrome (CMS) CHRNE CHMG 

Spinal Muscular Atrophy (SMA) SMN1 CHMG 

Amyotrophic Lateral Sclerosis 1 (ALS1) 

SOD1 

CHMG TARDBP 

ANG 

Frontotemporal Dementia and/or Amyotrophic Lateral 

Sclerosis (FTDALS1) 
C9orf72 CHMG, NC 

Kennedy’s disease (SBMA) AR CHMG, NC 

Mitochondrial disorders mtDNA sequencing NC 

Myoclonic Epilepsy with Ragged-red Fibers (MERRF) MT-TK CHMG 

 


