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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 has carried out
project to maintain the “Genes-at-Taiwan” website since 2005. This year, we keep updating
the disease and testing database to provide a convenient and easy testing access for visitors,
also add article of molecular technique. Add patient support group link and testing
information on disease database. Besides, we setup English version website, to aid overseas

user.
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. We also
help TFRD to write disease leaflet and care manual. Simple genetic online genetic counseling
has also been provided. We maintain our website regularly and make online-user-survey to
provide a stable and practical service. Computer engineer help to maintain website function,
debug, SEO and setup the EN website.

Results

This year, we committed to improved functionality on disease database, let user can get
support group and testing in the same page. We expect it can help user get better experience.
So far, our disease database has been gathering translated articles in 304 diseases, 588 testing
information, 279 pieces of news and 3 testing technique. Among these, 11 rare diseases, and
130 pieces of testing information have been completed this year. We also help TFRD to write
6 disease leaflet and 2 care manual. Online genetic counseling is provided via email:
genehelp@outlook.com and Facebook, this year 33 replies have been made. Most of our users

are satisfied with the contents and interface, with rate 94.2%.
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Conclusion and Discussion

Under support from TFRD this year, we’ve coordinated with genetic specialists and a
programmer to update the latest information of rare diseases, testing information, provide
prompt advice in genetic counseling, and also maintain the function of “Genes-at-Taiwan”. In

the future, we will keep working on building the website meeting more users’ needs.

Keywords: genetic disease, on-line genetic counseling, rare disease databank, rare disease

testing databank, Genes-at-Taiwan
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Emery-Dreifuss A& E

Emery-Dreifuss Muscular Dystrophy, EDMD
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Hereditary Tyrosinemia
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Fatty acid oxidation defect, FAOD
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3.2. [(FRd@Ap- 2] #2 Rl
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Taiwan Rare Disease Database

Genes-at-Taiwan is a
straight forward and
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educational website for
rare diseases.

This website is spansored by W Taiwan Foundtion for Rare Disorders.
About Genes-at-Taiwan
With the effort of Taiwan Foundation for Rare Disorders (TFRD), rare disease has been well recognized to public. However,

because of the complexity of the disease phenotype with varicus disease entities and low incidence, the information about rare
disease is limited. Patients and their families often felt panic at time of diagnosis was informed and need medical experts to
provide related information. In order to make those information available to public and heaith providers, since2005, we launched
a website named  "Genes-at-Taiwan” in collaboration with Department of Medical Genetics and Pediatrics, National Taiwan
University Hospital,
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