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20 mo boy with hypotonia and  
severe oromotor disorder 

Muscle biopsy: large areas of  
myofibrillar disorganization 
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3y-old boy, hypotonia 
 
FH: No consanguinity. Father: transient neonatal hypotonia.  
 
PF: Normal pregnancy, Normal fetal movements.  
Breech presentation. Delivery 41wk GA.  
At birth: hypotonia, respiratory and swallowing problems.  
 
PhEx: Normal mental status. Ptosis. Microretrognatia.  
Facial weakness. High arched palate.  
Axial and peripheral hypotonia and weakness.  
Distal hyperlaxity. Hyporreflexia.   
 
CK: normal  
EMG myogenic pattern  
mMRI (11m) ? 
MB: Central nuclei and 
type I fiber atrophy 















Patient LBM 





Patient IEC 
•9 yo 
•Consanguineous parents. 
• Phenotype : CMD 
• CK (10,000).  
• Normal mental status.  
• Loss of ambulation 7 years 
 

 PhE: 
• Horitzontal Ophtalmoplegia 
• Facial weakness 
• Limb girlde weakness 
• Proximal contractures in arms and legs 
  
• Muscle Biopsy: distrophy signs, connective and adipous tissue.  
 
 
 





Patient JHC 
 
FH: Healthy parents and one healthy brother. Non consanguinity 
Normal Pregnancy and delivery 
Proximal lower limb weakness from 8 years of age, progressive 
Distal hyperlaxity, keratosis pilaris 
EMG miogenic pattern 
CK: 3753 UI/L 
 
PhE: Normal metal status,  no ocular involvement 
Proximal limb weakness, progressive, Gower sign 
 
Col6?? 
 





CAPN3 

COL6A2 

ROLLER CAKE 



MDC1A, Merosin-Deficient Congenital Muscular Dystrophy Type 1A , LAMA2 DEFICIENCY 

Brain: white matter hyperintensity 
WB: Gluteus medius,  rectus femoris, adductor magnus, semitendinous, 
peroneus and soleus. Muscle edema in deltoides and triceps.  

• 9 m. old girl 
• Severe 

hipotonia 
• Face not 

involved, alert 
• Pointed arch, 

weakness 
• CK 600-1000 

UI/L 
• EMG: miogenic  
• MRI 
• Clinical exome 
       LAMA2 
       c.1467+1G>C 
       c.3038-7G>A 



CONGENITAL MYOPATHIES 







CONCLUSIONS 




