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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 2013. In this year, besides the “Genes-at- Taiwan” website, we
also focus on translation for the educational handout for Pompe; revising the rare disease
books and the brochure of glycogen storage disorder |1 (GSDI).

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 in Taiwan, 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. The educational handout for Pompe, the rare disease
books, and the brochure of GSDI is provided after reviews.

Results

In this year, we dedicate in building new version of “Genes-at-Taiwan”. It not only
provides a friendly interface for users but also makes website managements easier for
administrators. So far, our disease database has been gathering translated articles in 262
diseases, with 68 reviews, and 167 pieces of news. Among these, 7 rare disease, 7 reviews,
and 42 pieces of news has been completed this year. In addition, we invited geneticists and
genetic counselors to answer 323 questions about rare genetic diseases. We have also
translated 7 educational handouts for Pompe, renewed rare disease books, and the brochure of
GSDI this year.

Conclusion and 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 in our website. Long term maintenance for “Genes-at-Taiwan”, and the latest
related information providing are necessary for rare genetic disease society of Chinese.

Keywords: genetic disease, on-line genetic counseling, rare disease databank, Genes-at-Taiwan
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Isolated Hemihypertrophy (Hemihyperplasia), IH
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FEHREEARIRTE  FRRIED (94%) - BEF10EESE ; BEERILEER  ATEsRE - =1 FSREE -
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(2) % 413 K% 5 2 2/Jeune Thoracic Dystrophy

(3)

(4) [ 3]+ 4% = %8 1 4 1=/ Interferon-y receptor 1 (IFNGR1) deficiency

http://www.genes-at-taiwan.com.tw/genehelp/database/disease/Jeune_Thora
cic_Dystrophy 0515 1.html
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Jeune Thoracic Dystrophy

AES :
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R
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Hypophosphatasia
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AETERZR1IRE

Interferon-y receptor 1 (IFNGR1) deficiency
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IFNGRISES 8 -

REE
2HFAARIOFLE -

[l =1
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(5) Nager fEfEEEE/ Nagar
syndromehttp://www.genes-at-taiwan.com.tw/genehelp/article.html?article
ID=Nager%2520syndrome&submenulndex=0

Nager fE & 8§

Nager syndrome
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SF3B4EA S « EEFR20ERE(S7%)EXEIBEFENEESTES -

BER

BRALFNREZWAR  EEEEER -

EZSEEEAE=23/1,000,000 - BE T EEHETII1006 -

BEFR F=E

HAESZES FeEEHIBNRISEEE  BRETE  FRUE -/ TE BESTECSFIERGRSUER LSSk - IEsiE
BROAEERNEE SEREE - BRE-ES  BEXEF2ABRERAE - RESCEREA LREIRE - REARS MNROSE -
BEEEFRESESTEERRDEATMiler syndrome) FRMNE - LEESE S FRKEAIEE (pre-axia)(S1EEE) - TMiller syndromes
B&E= (post-axial) (MERR) - 7 - AR FREENESRS T2 EREES -

#EEE
AEREREE BRERESiIEEE  ERReRBRIEERERES -

(6)~ = pex J % I 4]/ Glutaricaciduria type
Ihttp://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=GI
utaric%2520aciduria%2520type%252011&submenulndex=0
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R_EmAESEIR

Glutaric aciduria type II

RRS :

A_BNFEs_RUEERSRHTEEBEAZSESZ #(multiple acyl-CoA dehydrogenase deficiency ;MADD) » S5EXZEREBEEHER »
EREREREEMEE - REZEGRALEEERN EEEAR  WEFSREARSESOENEREEEENET - HERSEEERE
AEZSEAHEEENEY SROFNASESANRE  EMEARFENRDS] - R_BhsSIRsmESRERREME It
B34 Bl &Electron Transfer Flavoprotein (ETF)#ETF-ubiquinone oxidoreductase (ETF:QO ; ETFDH) - ERETFuRHISEESR 250
(30kDa) - B(28kDa) _{EsubunitFTiEmAT—EE =8 » EEHES BT a2Afavin adenine dinucleotide (FAD) Radenosine 5~
monophosphate - ETFDHAIT IR I2E0AIE | - ©ELI—S52(64kDa) sl - BES—EFADRAFeS] - E_EREARMTRREE
{1 E15p23-258IETFAER - {1#t19q1380ETFBEE R t17¢4q33ETFDHEESEMA(ETFA, OMIM#231680 ; ETFB, OMIM#130410 ; ETFDH,
OMIN#231675) - [3]

ETFf ETFDHERBERSES LNSEERTTE BERFESEER(EHRAE) - SRE(LLEERER  RRELIRIBES )RR
(choline)FIEREE - EMERERTEAEEEPIEASEFHEE SAREMNETFERIEFEESES U EIREMNE EMETFQO

BitnE teComplexMIEBFEEHE » BIEENEST  EEHESERIRORGIESNER  NRE-EERETTI—EFE  fodHR
e -]

o=

EMESERRNEET  REENALIDHERZEEMSRAN_BMEFIE « 2 20RBEAC2506 > A (p.Ala84Thr), c.380T > A
(p.L127H), c.524G>T (p.R1751)[3] - ABAX_BEMESIRSITRREAC50G6 > A (pAla84Thr ) ZRBE - ERSBHRETRRE
€250 G > ARISE=R1125 » BRER1:62500 ; MEPERAS AHERREET250 G > ANRRE  EFESR174RTER122000 - E7
HEFNESHERNES - FIIE - RE[3, 5-10KBET  HHLREEL  SANFFIEESAS LEREFE - [11]

(7) s Aep 4 F e % 2A 0 2B » 2D )/ Limb-girdle muscular dystrophy
type 2A, 2B, 2D
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=Limb-g
irdle%2520muscular%2520dystrophy%62520type%25202A%2C%25202B%
2C%25202D&submenulndex=0

Bm BRI PR |AE 552A - 2B - 2D

Limb-girdle muscular dystrophy type 2A, 2B, 2D

RER

R Pk EE(imb-girdle muscular dystrophy , LGMD)E— 2R HAlARRNER  RRUNUEREHIRASE » 26 LU ERSREE
HER RS ERAEES EHX-linked dystrophinopathies) - BFRAlBxSEMNASERSALESRINENNEENER » SEEENR
siERIARE  EllATR LASTIARLEMERERENERES - AFS BRI ALExn SSEHINAbulbar muscles) IS ET2HE
B BRRERTZRENATAEANEE -

REXR

BREFLIAXSEESHESTRE  REVEESRESNRS - EHiEtMARNESENRASESRTEE1/14,500~1/123,0002/ -
RlE#E R (sarcoglycanopathies)g] 272 E5EL/178,000 - RBEEES - BTEZBEVEEEEAL211Z11502E(Fanin et al 1997; Hackman
etal [2005]) -

fﬁﬁfﬂiﬁﬁﬂblmﬁﬁﬁiﬁﬁﬁbiTﬁé

312 Ht4RHPFLHEA
LAPLEA R B W LR ﬁvﬁrmz@w : ﬁm,% C R

CH2 T E

ﬁﬁ%i%ﬁﬁz’uaiﬁ Riedr b &
HREL C ARFAE B BT ﬁ e-rfa
ﬁﬁ@ﬁ’j@—ﬁﬁﬁﬁ@%ﬁ%24m*ﬁ%i.é#ﬁﬁ%ww

AERBFINERES 6 Ko ATHL AR WY LA RES Ko
T o Emp) EV A ”ﬂ,j@}?i}?ﬁ ,,i..#i&-[FmF,%-l,}lJ]A\E’j‘;}i’-—;[ll—_
% www.genes-at-taiwan.com.tw/genehelp/database/case/record.asp °
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=S

lgEA - ESHE =

ETE  ERSEASETRSENETES

EaRERE
FHEERENOED
EHERTE
LERENAZTHEE

ESHMMEF#EFR (Jeune Thoracic Dystrophy)

[EEILs2fECE (Niemann-Pick Disease Type C, NPC)

(1) R & 7 sy C 4 / Niemann-Pick Disease Type C, NPC
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=
%25E5%25B0%25BC%25E6%259B%25BC%25E5%258C%25B9
%25E5%2585%258B%25E7%2597%2587 C%25E5%259E%258B
%2520%28Niemann-Pick%2520Disease%2520Type%2520C%2C%
2520NPC%29&submenulndex=1

PR MEA R

08 - A

st - EERLHEROFENE  EERAGE - QARSI - ERSERSEE RERSIS0ESMR 0 SRER
2 g - IRT-8EARS &% - FiE S ERREREMED - [ - HISEANEY - flitskE SHE L&
DB - iLEiR By - B -

SLRERSEER

SERERARES| - ERRTEAEDEE
EERSIR e -

S @00 e

(B FEREFELVE EERteREtand EFSIERENFOHED

(2) % 4 M3 EvE v 4 2/ Jeune Thoracic
Dystrophyhttp://www.genes-at-taiwan.com.tw/genehelp/article.html
?articlelD=%25E7%25AA%2592%25E6%2581%25AF%25E6%25
80%25A7%25E8%2583%25B8%25E5%25BB%2593%25E7%2599
%25BC%25E8%2582%25B2%25E4%25B8%258D%25E8%2589%
25AF%2520%28Jeune%2520Thoracic%2520Dystrophy%29&subm

enulndex=1
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EEEANE
= -

TR TR - FIEEE

THRERE=AT - HFE

EHNBBEERARECIERE - KRR

Silver- Russell Syndrome - {5 {2567

=
PREEMIMTEREEE—FER - L/ S ER TN ERARRET R R M ZEeE -

Ep=deis)
LEEEEsEEmE - W

EREELE) - £

SHFRDEY S SRR R S AR e
i -

FERLE » L
e Thoracic dystrophy

SR AR
RESTHERANSE - THEFROS

T

oO—
._

3 £ % <o X Sk / Duchenne muscular dystrophy
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=
%25E8%25A3%2598%25E9%25A6%25A8%25E6%25B0%258F%
25E8%2582%258C%25E8%2582%2589%25E8%2590%258E%25
E7%25B8%25AE%25E7%2597%2587&submenulndex=1

MREAERER

EE FENE

EERTHAHERRE - RAEES DMD THE -

" 6l
EETITIT

FIERE

(4) ~ F)+ 55 / Sudden Cardiac
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Deathhttp://www.genes-at-taiwan.com.tw/genehelp/article.html?arti
clelD=%25E5%25BF%2583%25E5%259B%25A0%25E6%2580%
25A7%25E7%258C%259D%25E6%25AD%25BB&submenulndex

Pl A
f=30 - 2
16

BERGFESTEAERERERE - ERIRETRSESRE -

SN yss ey

pe

E

M wEEE

BRET - SAEG SR EERI AN - REaERSR TEEE ) TRTEERZE

(5) T #rt4F Al 4 ¢ %84 -/ reciprocal translocation, inversion,
insertion
http://www.genes-at-taiwan.com.tw/genehelp/article.html?article|D=
%25E5%25B9%25B3%25E8%25A1%25A1%25E6%2580%25A7%
25E8%25A4%2587%25E9%259B%259C%25E5%259E%258B%25
E6%259F%2593%25E8%2589%25B2%25E9%25AB%2594%25E8
%25BD%2589%25E4%25BD%258D &submenulndex=1

(O (O

<g [ &4;& O cg/_om
|
=
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(6) I i< i / Apert syndrome
http://www.genes-at-taiwan.com.tw/genehelp/article.html?articleID=
%25E4%25BA%259E%25E4%25BC%25AF%25E6%25B0%258F
%25E7%2597%2587%25E5%2580%2599%25E7%25BE%25A4&s
ubmenulndex=1

M - HEERER

' EEERSEEA T AN SREIE ERSFSABRNERNERRS - MEACLEER
R EREATRSEET - 1 EEERNN T TELSERE - ERNEHREI e s gz
REEAE -

. Renal failure
. Hearing impairment

(e

313, HuaF LA DA HAAM AL FHEATAE
AR LA AR ATR AL FF A @A A MATR > &

A0 M PR L R TE GORTR AT BV E e RES 0 ( e
Frav) AR PG L TEEITL Ui EETHATEE R G AR
SRR R c AP L FE L RE FITEZ RPN LRI L R
B gfEe s REY FEFR o vt el gEnY > FRE BT H
FALFREd o AFR 1T 117 23 7)% 42 Pl B3T3 4 T e nk 5
www.genes-at-taiwan.com.tw/genehelp/sense.asp °

SEET

bR ERRE EEREEE

P SR — IR Y H (Translating dosage compensaion to tisomy 21)
R 1R Ee ! AT T R R AR

IR RRRE RE R TIREHUEE

Improved Survival and Reduced Phenotypic Severity Following AAVS MECP2 Gene Transfer to Neonatal and Juvenile Male Mecp2 Knockout Mice

e EERE AERLEE

TRESEATER S R B R AR | R BRI

AR UCLAYEY

AB

FREBFIREATE

HERTHANER CERERETSRIVE | ERRRREREER

B (AR £ 5 B e AR B IR

TER- - RS R T T R A S ()
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PH AT AR OARF IR0 AP E N ERREL
BFEHPF o LBBEPFFELTRBE FRE > FRAE(
FEAT) AT o pF UM E DY 3 R0 E R Rich b ATEY  FF
Ao~ AFIREARMAL  AFPHEERL S RERER T H BATD
EW%E%§¢%?4’”ﬂ”;—ﬁ“«m:pkIggg@yw%w$i%
2 EEE e MER LR 7%%?%’%.’&’5‘, L& T e nl 3 e T o

|
i

() A 2p 2R Cpse Ly aad s BEAETRERE
=R

BRARBEIHERRENFREFER2HE . ERNRTHRRARER

B
ESEEAEERSFHIRER  22006FBr A H I ERE—ZBERE%KBE S(enzyme replacement therapy, (ERT)) - BEREEZS
RERREREEEEENSIREERITENED  SMEANFEREIHEREEASSETEEE 7 HH8RE - HERRENETE

BERREISEEREASSSTERIHENL -

PP
LERERE0025Z01 1 SEFRECZEREETRTSR0NEs | CREKEEEREZ =S L ARKRE=(Time-dependent Cox’ s

proportional hazards models)iETE— B RESHR 2 757 -

(2) F RSV B, k(UCLD)izmemy 4 BiskF L gp
SEEIIMN AR AZER S (UCLA) NI Ba RS R By

R

EEN0HAZE 285 (UCLA) Eli and Edythe Broad Center of Regenerative Medicine and Stem Cell Research&y#73 A SDr. Peiyee Lee and Dr. Richard
GatiE | RS S1i RR PSR EEE I SRS EARNN TRRERE) HEIEFENVHE -

fEFINSRSE T EWLFI IR LIERFRRETES - SEASTREENI aR  REgRilE - MA20KE - £RkEd - ©f1F
LB EEm=0E - S - %S E8srNaure CommunicationsZ57] -

HREARMERRERER R ICRESEE R - BEEURETINEEE L  ERARSNEGEAEE - SRRIhERS - B8
B TERARRENE - 2 ) BECERE RS - AEERE S RATM(Atxis-thngiectasa mutated B R STRET, - AIMEEZIE
AERAE PR DNAT RIFE R TISE -

@) Pt EN SRS F e LR hE R S g
vs H 4 [k

B GRS T A e A A B R R B S IR B - /N vs BE AT

HER¥

E FTESR ESFAEREEVIASE - SRR QUERITS - BHTAIR) - S ERBEY e BREES (UER Sleptin - gl chrelin) 528 - 7
T » FEAEE SIS ES @3 T (functional neurcimaging studies) EEE - EHETRETHSHAMBESEERE (reward circuit regions » R
BEERRTRRIE) SRR ESIUSSER - NEEFIEEE (Prader-Willi syndrome, PWS) EX &miB e (hyperphagia) Fin Ha1
EEFF (¢ ) SR REAVES NS ELAERRE L BRELEDTERIEER | —RNSSIsERER  AlEEs

HE -

(4) MpEE T RREIRA S Jm@‘;ﬁ_ﬁ—"z EanE RSk

AR SR CRER G HIRE S BRI B S T AR A

HEEE AR SERISEEETENEES - ENEERNRT [ SEEW-)-HEEGS (iduronate-2- sulfatase, IDS ) EIEAS L8R EER

E - BEERERSSE(N  ERENSFNEESSRERERETISEEEER (BSR ) SMPSI) - MERBIEES FREHES
FRSE - EEFHSEE_DeUsEERSNEREEST - MENCEUHEEREEE (ERT, idursufase) STRIRE - ESAISERSES
RS TR SR FR AT SRS R RS E -
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(5) PERIRAUEE <k & 75 iR
MM BB 1 [ A B T DI RE N

-]

i3 EE‘?L‘:B“;L?JHEI‘“EHB“‘W
SRR A R E s P nd
rEE 5]

Fﬁnﬁ‘ﬁ’ié HESEE
BRE - 15 - EREES AT RS ARRS J“"JH:E'L

(6) vzt L Mk RAFR XA S SRR T A R
¥
PAIRE AR5 8 RHIG I HE R 2R e R 7 AR MRS Wl T2 e B R IR

S = e s B EIE 5 (Translating dosage compensation to
trisomy 21)

HEWR - MEA—EAEERFE —ESH  XIST X-
huripotent stem cell) RGEFTHE » % —5k XIST £8
SR (stable heterochromatin modificaion) £ % DNA BEfk
= & & 2 (chromosome 21 Barr

(Gr g BT - R
= SESHE A (proliferation) SLR:
= ?"ﬁﬁ_c-b F“?"%ka‘ifﬂfﬁ

[*if@f%** 1) s R

-q.‘\

I ﬁ{ﬁé@%ﬁﬁw FBFEALE R Y
ﬂii%%[ﬁ*éa]? 1 Ja”i iﬁéiiiémj@
FARM TEGEEANAFEEAEEAF LA DA 6 RN
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WAoo e BRAAMp - MM EHME S BRI EEH
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ARE AR A TR R R Y S
BART - B AR F Y RFERT TR
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> ZERMFERED  IARSR)  StERSIIRE  SHOTEIRIAE? &

20131029 14:47

%Qﬁ% E A

B TSRS SR L AR BT AR S S e R T R AT SR TO S CES R R TOSER SN,
= SRS SR T -

A8 H & E B EETE R r4E: hitpy/www.genes-at-taiwan. com. tw/genehelp/article. htmi?articleID=Cockayne?52 52 0syndrome& submenulndex=0

2013.10.30 14:32:36

BREEw BN EHEBE (21%) 5% (22%) - i 3535 (19%) -
:‘l%%g.«»% (5%) % % BA G o SR TEFREAN AR ¥RH LR
PRGN AR (R FH )T FAR LR VAR
F23xp R AERY R oK FILAeT

v % ek FAwh lapwd 2~3xpwH 4 % 52+
h #& 17 42 36 8
(F A ) (17%) (41%) (35%) (7%)
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