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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 aim to build a
new testing database to provide a convenient and easy testing access for visitors, and also
update 30 metabolic diseases article at TFRD official website for general population.

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. 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. This year, the
information of 90 testing under TFRD support has been organized and transferred into our
new testing database.

Results

This year, we keep updating the latest information of rare diseases, and also build a new
rare disease testing databank. So far, our disease database has been gathering translated
articles in 281 diseases, and 250 pieces of news. Among these, 11 rare diseases, and 7 pieces
of news have been completed this year. All 90 testing information under TFRD support are
also shown in our testing databank. Online genetic counseling is provided via email:
genehelp@outlook.com, and this year 52 replies has been made. 30 metabolic disease articles
at TFRD official website has been updated as well this year. Most of our users are satisfied
with the contents and interface, with rate 98.7 %, and 97.2 %, respectively.

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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Aromatic L-amino acid decarboxylase deficiency, AADC
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(1) *a* | 48 5 1% ¥/ Cerebro-Costo-Mandibular Syndrome

http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlel D=Cereb
ro-Costo-Mandibular%2520Syndrome&submenulndex=0

Bt R/ BB AE PR B¥

Cerebro-Costo-Mandibular Syndrome

RN

BN FEEEESENEERR TENSHEREN) FEY  LTHY  SEENNSRE L IsasERfResTRTIEER ; 5
VHEREREREEATSERARELSETE  BXCAREET SNSRI ORRSENERE2B(LAEM - ES65SBRP
A—FD EAAERS  BESETE /I FEPAETASEREE -

(2) % L tsgve4 £/ Asphyxiating thoracic dystrophy
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlel D=Asphyx
iating%2520thoracic%2520dystrophy&submenulndex=0

ES MR B

Asphyxiating thoracic dystrophy

EREN

ESEEBEXSE  XEleuneE R  E—EERERUBREER ERHEWENER  SONE  £EFERESES 530 @
BFERHIHZERD) - ESHEESEES HRASEREEREABRRERT 20—  FEE IS EEEBRBEREREEE
% SNNEEERTESETSEVRNAS EENERS  LRETEAENESUENE - #2AEERRNEREEHAERNEVE
. SRAFNEENEE - ARESHESERER  FASSEHELASEIATERZABRHANRE - £  ETELRFEE  HE
HESA SRR EEEE SRS EmE -

EEAEESEEBEASEHESETARENESEEY MERAEMNERES  ANSHERIEFRSE - SEATEZEEEHIA
£ E5HE  AERRUATERRARRESHER(EENER EAERNETRIAEN - LHPENTFRE (SFTHRE ) BENS
Tsee] - ESEEELSEENTAERNSHEERRER  =REE TEE%  BEEFS (retinal dystrophy) » IEREISESER -

(3) MECP2 '+ & Jz iz ¥/ Methyl-CpG-binding Protein 2 Duplication
Syndrome (MECP2 Duplication Syndrome)
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleiD=Methy!
-CpG-binding%2520Protein%25202%2520Duplication%2520Syndrome%2

520%28MECP2%2520Duplication%2520Syndrome%29&submenulndex=0

MECP24R S fEMR B
Methyl-CpG-binding Protein 2 Duplication Syndrome (MECP2

Duplication Syndrome)

RN

MECP2E 8 EREE—RENSREETBERREERER (neurodevelopmental disorder) « SE253iE  SERTEESEEER  BRs
HANRENET  B2E2  RESNEAFZREES - FEIEEE (progressive spasticity) SR8 « EifEas (04 - £) BETRE « RE&
SZTEARRUENER ; A3ESERARNNBERTELBUGTE ; 475%ESARETREFNIME  RESTERT ; 450%2T225%
HAOERRERRFERNFREVEBECASCEFEHS - NS0%SSEBREME « LUZRITBEEER/E (generalized tonic-clonic
seizures) SRR + IO RERITR(E (atonic seizures) Si51811/)\821F (absence seizures) » RESFTEEZERNBREN ZBEMESN
£ BT LEEEER TASSHREETE  EENEERENE - B2 ETERENSESMRFEHE5=2 (interfamilial phenotypic
variability) + BE—REFHISEEFEESEEREN -

EEECTEER  HEIABRNET  BH=E2 3R REEE #F= EZ PR ESIC/SHEETIA2KGE ERETEEOA;
I SEEHERSNEBARRESIHE  BEHEEE -

(4) # % f=4> £ Ji/ Biotinidase Deficiency
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http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlelD=Biotinida
se%2520Deficiency&submenulndex=0

EMRBBRZAE

Biotinidase Deficiency

EREN

EMEBHZE (biotinidase deficiency) E— %X 2ERR « SSE/ALNEE (biotinidase) ZBEZHEHE  EESREZAVWNEEY
& (biotin » Xi@#EFH)  EREERCHEIREE MO ELRENAE - ENFREER IS REAMCIROEHRERREE  BISHR
=R IRENET  FRES - BE - BE - EHES 267 EBE - oHE (—EEE) R RRESSHE  SEVFaRETERAN
SEEER  MSSFLEERLE; EVNFEESTEISREMIRNERRER  ERESEER  RIERSSREEENSHE O
ERNARNET  E57  BESENR -

(5) E AL =2 F £ &/ Giant Congenital Melanocytic Nevus ; GCMN
http://www.genes-at-taiwan.com.tw/genehelp/article. html?articlel D=Giant%
2520Congenital%2520Melanocytic%2520Nevus%25EF%25BC%259BGC
MN&submenulndex=0

EBEXRURERE

Giant Congenital Melanocytic Nevus ; GCMN

RN

EREREEETENESS—ERE 5B - EEEFER(melanocyte) EMEEAR202 S EIE(nevus) - EFERFIHELRTARE
FRER  NEEFFUSIBLEREFERTERTA  EEXERRESREEMIFEA - SEERAREEEREOIATNES LT
BIFR—ENREFE  BEUEEXReFEFERINENR FE EEERREAERETEASSNEIRETE  ESUSEE
EXEREEE  EEERcEASIFAUEIRETEAETWARERTHUER  ERTILSEA=SBLENSRE  SRTFALER
ERERERENBINRNXXEEE  BE  EEEFEEER  AA0%NESIALIEE -

(6) #=v F S+ Z jx/ Protein S deficiency
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlelD=Protein
%2520S%2520deficiency&submenulndex=0

FEOBESIRZAE

Protein S deficiency

EREN

EoESHRZES—BENRAEARER  AUARNASRSHERSERNRIEE: -

ENZESESHZ EAZESHMME ( Deep vein thrombosis, DVT ) 898k « LEMREREEFERRZESN | CaFESMNRESNER
HUFIEFH EEREFIME » MAFIRE ( Pulmonary embolism, PE) - TAEMERIESENZFAESHZEENNREEE =]
Bl OFE - Fif - ALTEH - 2ER - AHSFEDEENNRRELSEARS  UDENER - 20 FSAENESESBEZEOALEAE
BEERMREERIER -

BREFSESHZEENEARBUSRERREFNNTREERR  BZRERITEM (Purpurafulminans ) ;| BEREERNSHA28/\ME
EEMREE  SENRENRSEIEERE  ERSBAESLET (necosis) - MESHENNFEEAE TS LOURNENES  EE5EE
PBUNEREN  TADRNESZNASSSRRNEN  REERERBEEE TR BREEHUERRIERERE -

(7) P U % Jz iz ¥/ Chronic progression external ophthalmoplegia, CPEO
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlel D=Chroni
c%2520progression%2520external%2520ophthalmopleqia%2C%2520CPE
O&submenulndex=0
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Chronic progression external ophthalmoplegia, CPEO
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(8) @iz 4% % = 3]/ Glycogen Storage Disease Type I11 (GSD llI, Cori
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http://www.genes-at-taiwan.com.tw/genehelp/article. html?articlelD=Glycog
en%2520Storage%2520Disease%2520Type%2520111%2520%28GSD %252
0111%2C%2520C0ri%2520Disease%29&submenulndex=0

FERRES =R
Glycogen Storage Disease Type III (GSD III, Cori Disease)
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(9) »ew BE MR & B pLEiz 4 ek sr / Myoclonic Epilepsy Associated with
Ragged-Red Fibers, MERRF
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlelD=Myoclo
nic%2520Epilepsy%2520Associated%2520with%2520Ragged-Red%2520F

ibers%2C%2520MERRF&submenulndex=0
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Myoclonic Epilepsy Associated with Ragged-Red Fibers, MERRF
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(10) Leber < & & {24R.4¢ 575 %/ Leber Hereditary Optic Neuropathy, LHON
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articlel D=Leber%
2520Hereditary%25200ptic%2520Neuropathy%2C%2520LHON&submen

ulndex=0
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http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=Leber%2520Hereditary%2520Optic%2520Neuropathy%2C%2520LHON&submenuIndex=0
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=Leber%2520Hereditary%2520Optic%2520Neuropathy%2C%2520LHON&submenuIndex=0
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Leber Hereditary Optic Neuropathy, LHON
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(11) £ = 27 fmi2d% § # Zg i ¥/ Congenital Central Hypoventilation
Syndrome, CCHS
http://www.genes-at-taiwan.com.tw/genehelp/article. html?articlelD=Congen
ital%2520Central%2520Hypoventilation%2520Syndrome%2C%2520CCHS
&submenulndex=0
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Congenital Central Hypoventilation Syndrome, CCHS
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