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Ob iec t ive :  This study was designed to diagnose a progressive generalized neurological disease in an 

eight year old child and to evaluate its occurrence in  the child's kinship. 

Description: The child i s  an eight year old Thai female who was admitted to the hospital because of a 

progressive dementia, mutism, r igidity and a movement disorder. 

The patient was the product o f  a normal gestation and birth. Developmental milestones were 
a l l  delayed (the parents state that this is normal in a l l  their children.) The child sat alone at 8 to 9 
months, crawled at 14 years, began walking unassisted at three and was toilet trained at four. At  two 
the chi ld received both diphtheria antitoxin and a small. pox vaccinnation without apparent ill. effects. 
At  three, when she began walking she was unsteady. This unsteadiness became progressively worse over 
the next year. Speech did not progress beyond simple monosyllable phrases. At four the child could 
say only occasional simple words and at f ive was completely mute. Increased resistance to passive 
movement appeared at five. At seven the child was unable t o  crawl or walk. Forced grimacing, dystonic 
postures, and choreo . athetotic movements started at f ive and became progressively more severe. The 
parents state that the child's vision has always been adequate and during the course of illness has not 
gotten worse. They have not observed any seizures or myoclonlc jerking. 

The patient has f ive siblings. A male died a t  age twelve o f  a progressive neurological disease 
which apparently began a t  two with ataxic gait, progressive dementia, mutism, r igidity and choreo-athetotic 
movements. Prior to death the child had a generalized seizure. No blindness i s  reported in  this child. 
Another child, a six year old male began having increased tone and a mild ataxia In the lower extremities 
a t  age three. His speech has not progressed beyond the three year level. A four year o ld male i s  

beginning to  demonstrate a mild ataxic gait. The ten and two year old males are healthy. 

Examination o f  the patient revealed and emaciated, mute child with numerous bed sores. She 
was incontinent o f  urine and feces and drooled intermittently. At times she could carry out simple 
instructions but most often disregarded a l l  directions. Head circumference was normal. Liver and spleen 
were not palpably enlarged. 

Grimacing, choreo - athetotic movements, and body contorsions were present and were aggrevated 
by  tact i le stimulation. There was a plastic resistance to passive movement in a l l  extremities. 

Examination of the fundi revealed bilaterally strophic nerve heads. The retinal vessels were 
sparse and attenuated and there were spider - l ike areas of degeneration in the periphery o f  both fundi. 
The macular areas were brick - red and were surrounded by a grayish halo. Both pupils reacted directly 
and consensually to light. The child could often fol low dangling obiects. 

A l l  laboratory and X.ray examinations were normal. Some o f  the following results are o f  
interest: 

1. Associate Professor o f  Pathology, Sirriraj Hospital Medical College. 
2. Neurosurgeon, Sirrlraj Hospital Medical School, Bangkok. 
3. Chief, Pediatric Department, Phra Mongkut Klao Hospital, Bangkok. 








