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Introduction

Due to the efforts made by Taiwan Foundation For Rare Disorders (TFRD), rare diseases
and inherited conditions have drawn more and more attention in Taiwan. 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 carried out the
project of “An online database and genetic counseling service for rare diseases” via the

“Genes-at-Taiwan” website in 2012.

Methods

We invited several medical specialists to collect the latest information of rare genetic
disorders and medical genetics and write articles 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
information of genetic examination intra- and internationally, and provide this website as a
platform for questionnaire study. We maintain our website regularly and make
online-user-survey to provide a stable and practical service.

Results

So far, our disease database has been gathering translated articles in 241 diseases, with
229 reviews, 468 pieces of news, and 58 descriptions (included FAQs) related to inherited
disorders. We also posted six case reports about our experience of genetic counseling this
year. In addition, we invited Geneticists and genetic counselors to answer 220 questions about
rare genetic diseases and four guest messages counseling at TFRD. On the other hand, we
supported the international thesis “Parental Illness Representations of G6PD in Taiwan: the
Impact on Management Strategies” to collect about 200 questionnaires. Our “Genes-at-
Taiwan” has become the best website of Chinese genetic diseases database but CMS
problems appeared during these years. Thus, CMS improvement has become an imperative
for the next year project.

Conclusion &Discussion
In accordance with this project, we could promote the quantity and quality of our

Chinese Rare Diseases Database significantly and provide much credible and professional
online genetic counseling service. Besides regular maintenance, the CMS of “Genes-at-
Taiwan” website must be modified to ensure enough webspace to integrate all those
information including relative web-resources and genetic disease databases as multi-
dimensional biomedical resources.
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B 4F & A & % 4 £ J / Severe Combined Immunodeficiency
(SCID) : www.genes-at-taiwan.com.tw/genehelp/database/disease/
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BHASTIR I FE (Severe combined immunodeficiency, SCID)
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(6) % 7 5.k C 3] / Niemann-Pick Disease Type C (NPC) : www.
genes-at-taiwan.com.tw/genehelp/database/case/record_58 NPC.ht
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