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A case-control study regarding the risk and preventive factors for sporadic
neurofibromatosis type 1

Miyake Yoshihiro (Department of Public Health, Fukuoka University School of Medicine),
Yokoyama Tetsuji (Department of Technology Assessment and Biostatistics, National Institute of
Public Health), Sasaki Satoshi (Project of Scientific Evaluation of Dietary Reference Intakes,
National Institute of Health and Nutrition), Agata Toshihiko {Department of Public Health, Jikei
University School of Medicing), Furumura Minao, Nakayama Juichiro (Department of
Dermatology, Fukuoka University School of Medicine), Tanaka Keikeo, Ushijima Kavo
(Department of Public Health, Fukuoka University School of Medicine), Takahito Inoue, Akihisa
Mitsudome (Department of Pediatrics, Fukuoka University School of Medicine), Sakamoto
Naomasa (Department of Hygiene, Hyogo College of Medicine), Okamoto Kazushi (Department
of Public Health, Aichi Prefectural College of Nursing and Health), Kobashi Gen (Department of
Public Health, Hokkaido University Graduate School of Medicine), Washio Masakazu
(Department of Public Health, Sapporo Medical University School of Medicine), Inaba Yutaka
(Department of Epidemiology, Juntendo University School of Medicine)

Neurofibromatosis 1 (NF1) is an autosomal dominant condition with virtually 100 percent
penctrance by adulthood. About 50% of NF1 cases result from new mutations. About 90% of new
mutations occur on the paternally derived chromosome. We conducted a case-control study of
sporadic NF1 without parental history of NF1 to elucidate risk and preventive factors. Cases were
patients with 6 café-au-lait spots or more under 6 years. Controls were recruited by contacting
the patients who were hospitalized patients and outpatients. The questionnaires ascertained
environmental factors of parents of the child before pregnancy such as diet, smoking, and
occupational exposure. Physicians in the collaborating hospitals handed a set of questionnaires to
parents of the eligible patients. The parents filled out the two questionnaires and mailed them to
the data management center, Complete data were obtained from 21 cases and 50 control subjects.
Fathers’ passive smoking at home was significantly associated with an increased risk of sporadic
NF1. There was a tendency for a positive association of fathers” active smoking and mothers’
passive smoking during pregnancy with the risk of sporadic NF1. Further investigation is needed
to draw a conclusion as to the relation ship between smoking and sporadic NF1,

Key words: neurofibromatosis type 1, case-control study
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