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Introduction

To improve the service of Chinese version genetic diseases database and online
genetic counseling, the group of Department of Medical Genetics in National
Taiwan University Hospital had carried out the project of “Online genetic
counseling database and Compilation of manual for taking care of patients with rare
disorders” via the “Genes-at-Taiwan” website in 2011. This program was under the
support from Taiwan Foundation For Rare Disorders (TFRD).

Methods

We invited several medical specialists for compiling the manual for taking care
of patients with rare disorders. Besides, we collected the latest information of rare
genetic diseases and medical genetics, having them put on the “Genes-at-Taiwan”
website. The mimic case reports of genetic counseling were shared as well.
Furthermore, we provide simple genetic counseling online and reply rapidly.
Meanwhile, we collected and rearranged the information of genetic examination
intra- and internationally, and provide this website as a platform for questionnaire
study. We regularly keep maintenance of our website and make online-user-survey
to provide a stable and practical service.

Results

From Jan to December 2011, we compiled four manual for taking care of
patients with rare disorder, including booklet of “Angelman Syndrome”,
“Neurofibromatosis”, “Niemann-Pick disease type C”, and “Gaucher’s Disease.”
Moreover, we have revised the other two manual for taking care of patients with
Primary carnitine deficiency syndrome and Glutaric aciduria type I.

For the articles on the website, we updated 8 newly translated disease
descriptions, and modify in five. We also posted six case reports about experiences
of genetic counseling, and eight new research findings about rare diseases and
genetics. So far, our disease database had already gathering Chinese articles of 235
disease, 59 genetic counseling case reports, and 678 disease Q&A and news reports.
Our “Genes-at-Taiwan” has become the best website of Chinese genetic diseases
database.




In addition, we invited Geneticists and genetic counselors to answer 319
questions about rare genetic diseases, including 230 online genetic counseling, 89
e-mail counseling, and 9 guest message counseling at TFRD during this year. More
than 50% questions had been answered by next day, and over 90% questions had
been answered in three days.

For the genetic testing service, we analyzed 133 samples suspected to have
mitochondrial disease. From this June, we started providing the international
cooperative medical examination services, and coordinate the information of
domestic and international testing service to those in need.

Discussion

In accordance with this project, we could promote the quantity and quality of
our Chinese Rare Diseases Database significantly and provide a much credible and
professional online genetic counseling for people who had questions about the
genetic diseases. Furthermore, the establishment of the international genetic
examination service network and the publication of the Manuals for rare diseases
would provide an accessible way to obtain the medical examination assistance for
the rare disease remedy and could be a proper teaching material for the public.

In addition to the regular maintenance and the latest information updating of
rare genetic disease on our “Genes-at-Taiwan” website, we would merge this
website with other relative web-resources and genetic disease databases as a
multi-dimensional biomedical resources for the investigators interested in studies of
genetic issue on rare disorder.

Keywords: genetic disease, online genetic counseling, rare diseases database,
manual for taking care of patients with rare disorders
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