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Backgrounds The aims of this project are to build the network service for genetic disease
diagnosis and counseling. This project arranges the related information of the diagnoses for genetic
diseases in Taiwan and foreign countries.

Methods We collect information of rare diseases and translate into Chinese, disease diagnosis
available labs, and cases demonstrating the genetic counseling. We also provide on-line Q &A,
answering by clinical geneticists, and support to answer the questions from Taiwan foundation for
rare disorders (TFRD).

Results From the project, we are able to do 5 important things. First, this year we have written
13 new articles, including 9 items assigned by TFRD, revised one article (Aromatic L-amino acid
decarboxylase deficiency). In total, there are 821 articles in our database, included 228 articles
introducing the rare diseases and 593 relating articles. These articles are written in Chinese, so
both physicians and ordinary people can easily understand them. Second, we provide a service to
answer questions about rare diseases or genetic disorders on-line. In this year, we answered 188
questions on our website, 59 questions via e-mail, and 8 referring questions from TFRD by clinical
geneticists. Eighty-seven percent of these questions were replied within 2 day. Third, we complete
4 brochures for rare diseases. Forth, we carried on-line survey for users and found that disease
introductions and genetic counseling were the most necessary items for them. Fifth, to conduct a
network for genetic testing in Taiwan, we started the service for 9 items of mitochondrial mutation
analysis.

Conclusion The project can fulfill the purpose of sharing resources in the public with the
function of education and communication. It not only provides basic disease database for people
seeking information of rare disease, answering questions in time, helping to edit brochures for rare
disease, but also conduct a network for genetic testing. Under this framework, we can promote the
diagnosis and treatment for rare diseases and to accomplish aims of the act for orphan drug and

rare disorder prevention.

Keyword: genetic disease, genetic counseling, online counseling, rare diseases database.
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