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Niemann-Pick type C disease (NP-C) is a considerable diagnosis in juvenile and adult-onset psychiatric disorders. P. Bauer1,2, T. Boettcher2,3,W. Meyer4, P. Martus5, S. Weiss2, R. Oheim2, K. Heinze2, M. Wittstock2, A. Rolfs2. 1) Dept Medical Genetics, Univ Tubingen, Tubingen, Germany; 2) Neurobiology Laboratory, Dept of Neurology, Univ Rostock, Rostock, Germany; 3) Dept of Neurology, Klinikum Neubrandenburg, Neubrandenburg, Germany; 4) Queen Mary Univ London, St. Bartholomew’s and the

Royal London School of Medicine, London, UK; 5) Institute of Biometry and Medical Epidemiology, Charité Berlin, Berlin, Germany.

Background: Niemann-Pick typeC(NP-C) disease is an autosomal recessive neurovisceral storage disorder characterised by an intracellular trafficking deficit for cholesterol and other complex lipids. A wide spectrum of clinical symptoms includes hepatic and pulmonary disease and neurodegeneration with epilepsy, ataxia and neuropsychiatric disorders. The disorder is caused either by mutations in the NPC1 or the NPC2 gene.

Usually, the first clinical symptoms of NP-C disease appear between ages of 4 and 10 years. However, there is raising evidence that the percentage of adult manifestations in NP-C disease is more frequent than up to now presumed. Objective: In order to assess NP-C frequency, genotypes and phenotypes, we completely sequenced the NPC1- and NPC2-gene in 189 adult Caucasian patients (aged between 15 and 51 years) hospitalized in psychiatric or neurological institutions diagnosed as having psychiatric diseases in combination with neurological symptoms, like epilepsy, ataxia, dystonia or dementia. ,. 
Results: In 19 (10%) of these patients, two pathogenic NPC1-mutations

were identified, while in 7 patients only one mutation was detectable. Two pathogenic NPC2 mutations were observed in 3 patients which correspond to about 15% of all NPC disease cases. 
Conclusion: The high frequent of NPC disease in adult patients with

neuropsychiatric symptoms makes it necessary to improve on one side the knowledge of this disease among neurologists and psychiatrists but should also implement NPC1 testing in all cases with unclear neuropsychiatric manifestations especially where a combination of hallucinations, epilepsy of any kind, facial dystonia and gait disorder

is present.
