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ʤʴʥʷʺ ʤʺʥʠʡ ,ʺʸʧʠ ʺʣ ʸʧʠ ʸʴʫʡ , ʰ.ʬʩʢʸ ʬʫʤ ʤʣʬʥʰ ʱʩʩʮ ,ʭʩʣʥʣ ʩʰʡ ʭʩʸʥʤ . 
 ʬʩʢ ʣʲ3 ʪʥʩʧ ʬʬʥʫ ʬʩʢʸ ʪʬʤ ʬʫʤ ʭʩʹʣʥʧ . ʬʩʢʡ ʺʸʥʷʩʡʡ15 ʺʥʲʥʡʹ ,ʡʬʧ ʺʴʩʨ ʺʥʧʠ , 

ʤʹʠʸʡ ʨʥʬʹʬ ʺʬʢʥʱʮ ʤʰʩʠ ʤʣʬʩʤʹ ʤʸʴʩʱ .ʭʣʷʥʮ ʩʬʥʠ ?ʹʣʥʧ ʣʥʲ ʤʺʥʠ ʤʠʸʰ . 
ʱʥʮʨʱʩʰ ʲʩʴʥʤ .ʨʥʮʹ ʹʠʸʤ ,ʤʩʶʨʩʡʸʢ ʩʴʬ ʲʲʥʰʺʮʥ  . ʺʨʬʥʹʤ ʠʺʡʱʤ ʩʫ ʭʩʲʺʴʥʮ ʭʩʸʥʤ 

ʠʴʥʸʬ ʤʺʥʠ ʥʧʷ ʺʸʮʥʠ ,ʭʩʰʥʠ ʸʱʥʧʥ ʡʠʫ ʡʸʥʲʮ ʩʫʡ ʯʮʦʤ ʬʫ ʤʫʥʡ , ʷʦʧʺʮ ʩʫʡʤʹ ʯʩʩʶʮ ʠʡʱʤ 
ʹʩʡʫʡ ʺʥʴʮʸ ʬʲ ʡʫʸʡ ʭʩʬʥʲʹ ʩʺʮ . 

 ʭʩʩʰʩʲ ʠʴʥʸ ʬʶʠ ʸʥʸʩʡ– ʯʡʣʡʥʣ ʭʺʫ ʯʩʠ .ʵʲʥʩʤ ʡʺʥʫ ʯʩʷʺ ʭʩʩʰʩʲ ʺʥʲʥʰʺ ʧʥʥʨ. 
 

ʩʨʰʢʥ ʩʬʥʡʨʮ ʸʥʸʩʡ ʹʷʩʡʥ ʭʩʮʩʩʷʤ ʭʩʰʮʱʤ ʺʠ ʯʮʩʱ ʢʥʬʥʸʩʥʰʤ . 
ʩʨʰʢʥ ʩʬʥʡʨʮ ? 

ʥʠʥʬʮʥ ʭʬʥʲ ʤʦ .ʬʩʧʺʤʬ ʤʴʩʠʮ ? 
ʱʥʮʢʨʱʩʰʥ ʤʩʰʥʨʥʴʩʤ ʬʹ ʺʬʣʡʮ ʤʰʧʡʠʡ ʪʥʸʠ ʯʥʩʣ ʡʩʰʤ ʩʨʰʢ ʵʥʲʩ . ʬʲ ʲʡʶʠʤ ʺʮʹʤ ʠʬʬ 

ʺʮʩʩʥʱʮ ʤʰʧʡʠ ʥʠ ʺʮʩʩʥʱʮ ʤʬʧʮ .ʡʷʲʮ ʥʹʸʣ . 
ʴʥʸʴ ʭʲ ʩʺʸʡʩʣ 'ʡʮʸʮ ʬʣʰʮ ʤʰʧ" ʺʡ ʺʷʥʰʩʺʤ ʯʫʹ ʭʣʷʤʡ ʤʺʥʠ ʤʠʸʺʹ ʩʺʹʷʩʡʥ ʭ7  ʭʩʹʣʥʧ 

ʺʥʮʣʷʺʤ ʯʩʠʥ . ʺʷʩʣʡ ʭʩʩʺʰʩʡʺʩʢʥʬʥʺʴ ʤʸʦʧ : ʭʩʣʣʥʡ ʣʸʣʰʴ ʩʸʷʮ ʹʩʥ ʩʺʧʴʹʮ ʤʦʥ ʺʥʹʸʩʧ 
ʤʬʥʮʧʡ ʭʩʡʸ ʬʡʠ . 

ʬʣʰʮ ʴʥʸʴʬ ʤʬ ʩʺʡʺʫ :ʭʩʬʥʣʢʤ ʭʩʰʮʱʤ ʩʰʹ 
 

 
 ʤʦ ʭʤʩʬʲ ʸʴʱʬ ʹʩʹ ʩʹʮʮ ,ʱʥʮʢʨʱʩʰʥ.ʯʥʸʧʠ ʤʬʢʺʤ ʤʦ ʺʥʹʸʩʧʥ . 
 ʭʢ ʸʮʥʬʫ ʤʬ ʩʺʸʮʠ  ʥ ʭʩʲʥʢʴ !ʭʺʥʠ ʣʧʠʮ ʤʮ ? 

A case report 
 

   Mais was referred at the age of three months, due to 
     
     “Inability to control the movements of her head”  
 
 

   maybe early to decide if it is  abnormal? 
 

 
 
    

 
 
 



case report  cont.. 

   Her physical examination at 5 months age showed: 
 
   A head  was hanging down, and moved by gravity. 
 
   Rapid eye oscillating movements -(nystagmus). 

Her percentile showed that her head 
circumference had declined.  



case report  cont.. 

The Neuro-ophthalmologist wrote at sixteen months of age : 

There is no cherry red spot, 
No Dysmorfism,  
No social smile,  
Eyes did not follow an object,  
Head circumference was 41 cm.,  
 
Head-lag & axial hypotonia,  
no bulbar signs.  
Spastic paraplegia of limbs.  

Deep tendon reflexes were alert”.  

 



case report  cont.. 

 
    Genetic consultation:  
 
   
          No specific diagnosis. metabolic disease is suspected. 

 

    
 
 
 



   
 
 
 
   
 
 
 

case report  cont.. 

three major clinical markers are at our hands: 

 
 
  The uncontrolled head movements and head lag 
 
  nystagmus 
 
 
BERA test revealed a sensori-neural deafness 



case report  cont.. 

In the coming months , the physical examination revealed: 
 
Loss of sight,   
 
failing to swallow and to thrive- PEG feeding  
 
Chronic bronchitis dominated her coming visits. 

To be continued 



Conclusions from the case report  

   Primary infantile motor developmental delay or     

   hypotonia is a serious sign,  

 
   A chaos of non-systematic, non-directive      

  symptoms and signs 



 
 
 

 
 
 

1-  A NEW  PERSPECTIVE  for easy access to children 
     with developmental retardation   
  
 
2-  The logic behind the chronology of  
    clinical symptoms of leukodystrophies. 
 
 
 
 
 
 
 

 

 

 
  Goals 

 



MRI when and why 



Quick diagnosis  
 

 

Chips of DNA, CMA ? 

  



The logic behind myelin disorders 
LDs have gradual clinical course 





THE WIDE DISTRIBUTION OF WHITE MATTER IN THE 
CENTRAL NERVOUS SYSTEM 





Has the infant  a white matter disorder?  



 

Figure1: A flowchart for the differential diagnosis of primary truncal hypotonia 
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An infant with primary 

truncal hypotonia 

L.M.N. dis.:  
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Normal retina, 

decreased head 

circumference etc... 

& order 

BERA Test 



case report  cont..  

MAIS  PRESENTED   

MAJOR SIGNS:  
 
TRUNCAL (AXIAL) HYPOTONIA,  
NYSTAGMUS 
ABNORMAL BRAINSTEM AUDIOMETRY 

    

LATER: 

SOCIAL DEPRIVATION  
IRRITABILITY, FTT…  



case report  cont.. MRI results  
 

the brain MRI was  
done at 13 months old 



Case report cont.. 

Mais has a leuko-dystrophy: 
 
  The mutation is      D29G   (by Magen Daniella group). 
 
   Name of disease: "Mitchap-60" leukodystrophy 
                     

 
   All the patients who had this disease presented the 
   three major signs!  



Apples that fell into my lap 

HEAD LAG    nystagmus Abnormal BERA test  HEAG-LAG  NYSTAGMUS ABNORMAL BERA TEST  



The new perspective - THE TRIAD 

 
   Those three apples actually are the three major signs of 

the MAIS-NADIM NASSER TRIAD. 
 

 They originate  from three different brain structures: 
 
 

 
 They are the most frequent features in all our group of 

patients. 

&  Brainstem Optic tracts sub-cortex 



Primary Hypotonia 



 
Buddha  (500 B.C.) 

 

 

I never see what has been done;  

 

I only see what remains to be done.  
 

http://www.brainyquote.com/quotes/quotes/b/buddha120915.html
http://www.brainyquote.com/quotes/quotes/b/buddha120915.html

