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Case) 14 year-old boy
Chief complaint: Involuntary movement and abnormal posture
Present illness : He showed delayed psychomotor development. At age 5, he 
began to show muscle stiffness in his lower limbs and foot inversion. At age 
12, he showed truncal flexion and muscle stiffness in his upper limbs.
Family history : His older brother has a similar symptom.
Genral examination: Not significant
Neurological examination: Severe intellectual disability. Increased deep 
tendon reflexes in the lower legs
Video presentation:
Segment 1: He shows truncal and neck flexion to the left. Although he can 
maintain his sitting position in the wheelchair by using “sensory trick,” he 
falls forward with involuntary extension of right leg when he tries to raise 
his left hand. He tends to clench his fists firmly, elevate left shoulder, and 
flex left elbow and wrist.
Segment 2: He can raise himself on his elbows on the bed, however, he can 
maintain his sitting position only several seconds and falls right ward.
Segment 3: He shows paroxysmal extension of his knee and inversion of his 
foot.

Points of discussion:
We would like to discuss the phenomenology of the abnormal movements, 
possible etiologies, and diagnosis.

After discussion, we will show brain MRI, the results of genetic analysis, 
and the final diagnosis.
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