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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 including disease introduction translating into Chinese,
disease diagnosis available labs, and cases demonstrating genetic counseling. We also provide
on-line Q &A, answering by medical geneticists, and support the questions referring from Taiwan
foundation for rare disorders.

Results From the project, we establish a website which provides 5 functions. First, this year
we have written 19 new articles, including 15 items assigned by TFRD. Total collected 615 related
with the rare diseases, included 162 articles explaining the rare diseases and 423 relating articles.
These articles are written in Chinese, so both physicians and ordinary people can easily understand
them. We also include 30records about genetic counseling, explaining the purpose of each testing
and the interpretation of results, and the management after diagnosis. Second, we summarize all
the items of genetic tests available in Taiwan, which will help physicians and ordinary people to
know where and what tests for assisting the diagnosis. Third, we provide a service to answer
questions about rare diseases or genetic disorders. In this year, we answered 327 questions on our
website and 37 questions via e-mail. Trained medical geneticists answer these questions, and there
are 88% questions were replied in 3 days. Therefore people can get proper answers from
experienced experts rapidly. Fourth, we translated 12 articles from the medical of heredity
periodicals each month, to accomplish the introduction of the medical news for the rare hereditary
disease. Fifth, we carried out the on-line census and analysis, to understand the website user's
situation and satisfied.

Conclusion The project can fulfill the purpose of sharing resources and reducing costs. It also
can promote the levels of diagnosis and treatment for rare diseases and to accomplish aims of the
act for orphan drug and rare disorder prevention. Due to the time limit, for the refining of the
articles, and the annotation for more diseases will be carried over the following years. With the
bases established now, we can provide a more clear vision about the need of research in genetic

diseases and provide a database for rare diseases.

Keyword: genetic disease, genetic counseling, online counseling, rare diseases database.
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2 |4 &% %% (Neurofibromatosis)

3 |Goldenhar jz i ¥ (Goldenhar syndrome)

4 |Silver-Russell j iz # (Silver-Russell Syndrome)

5 |B sA 9 X 557 (Becker Muscular Dystrophy)

6 7 & # K¢ ( Huntington chorea )

7 |4 ¢ %87 T fFi 4 - (Chromosome unbalance translocation)

8 |% 1 i¥ <z i ¥ (Ellis-van Creveld syndrome)

9 |4 % g (Mucopolysaccharidosis,MPS )

10 |X % ¢ #8347 (Fragile X Syndrome)

11 | % ®k%epe o (Homocystinuria)

12 | % &gl ] %o % N5z (Spinocerebellar ataxia ,SCA)

13 | R2E 0% O 1 g3 R AR B o % (Familial Exudative Vitreoretiopathy, EVR )
14 oo B 19 itz (Adrenoleukodystrophy,ALD)

15 |Ehlers-Danloss i ##( Ehlers-Danlos Syndrome, EDS)

16 |4 ¢ %8 2 % (Chormosome anomaly)

17 |+ *£ &% ¢ 5 5 (Moya moya Disease )
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20 |# g4 R % 11 3] (Neurofibromatosis I1)

21 |4 +k 24 < e (Klinefelter syndrome)

22 |k s s e X &g (Becker Muscular Dystrophy)

23 |#ic ¥ # 7 # 2z (Achondroplasia)

24 | ¢ # MAR 3 i g (Pigmentosary degeneration of Retinitis)

25 | ¥ &gt | e X Hgog (Spinocerebellar ataxia ,SCA)

26 |3 7 # A EmE 2 F p T 2 ¥r(Presymptom Diagnosis of Huntington Disease )

27 |z =% % 2z (Osteogenesis Imperfect; Ol)
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(Presymptom Diagnosis of Fragile-X Syndrome)
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30 |2 & A iz (Tuberous Sclerosis Complex, TSC)
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