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The Studies on Congenital Developmental Brain Dysfunction presenting
mainly Motor Symptoms
Masayuki Sasaki, M.D.,
Department of Child Neurology,
National Center of Neurology and Psychiatry (NCNP)

(1) The main purpose of the studies

The main purposes of the studies are to clarify the pathogenesis of the congenital
developmental brain dysfunction presenting mainly motor symptoms such as
involuntary movements (dystonia, myoclonus, etc), cerebellar ataxia, spastic paraplegia,
or paroxysmal symptoms (spasms, tonic seizures, atonic seizures, transient hemiplegia,
etc) including developmental and epileptic encephalopathy (DEE). There are so many
disorders which display these motor symptoms. Among those disorders, there are not a
few patients who have not yet been diagnosed correctly. It is sometimes difficult to
diagnose those patients with congenital developmental brain dysfunction presenting
motor symptoms precisely only by both neuroradiological and biochemical studies. Using
developed gene analysis methods including Next Generation Sequencing NGS), we will
try to elucidate pathogenesis of undiagnosed rare disorders in children with motor

symptoms.

(2) The study group

The members are as follows, Masayuki Sasaki, Takashi Saitoh, Akihiko Ishiyama, Yuko
Motohashi, Eri Takeshita (Department of Child Neurology, NCNP), Noriko Sato
(Department of Radiology, NCNP), Ken Inoue (Department of Mental Retardation and
Birth Defect Research, NCNP), Naomichi Matsumoto (Yokohama City University),
Mitsuhiro Kato (Showa University), and Jun Tohyama (NHO Nishi-Niigata Central
Hospital)

(3) Results

1) Childhood patients who present cerebellar ataxia were surveyed from all over Japan.
This survey disclosed that dentatorubral pallidoluysian atrophy (DRPLA),
Mitochondrial disorders, Joubert syndrome, and Ataxia-telangiectasia are major
cerebellar ataxia in children in Japan.

2) The studies using NGS have found several new pathological gene abnormalities
presenting developmental and epileptic encephalopathies (DEE).

3) New clinical trial has been started: Curcumin for patients with Pelizaeus-Merzbacher

disease.



