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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. To integrate the rare disease related information, we

setup the drug database. Expect user can get convenient experience in this web.

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. This
year, we focus on optimized drug database and update new drug informations. We also help
TFRD to write disease leaflet. 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.

Results

This year, we optimized the drug database and update 20 pieces of drug information. We
expect it can provide more useful information and reduce search time on the other websites.
So far, our disease database has been gathering translated articles in 342 diseases, 663 testing
information, 293 pieces of news and 2 testing technique. Among these, 6 rare diseases have
been completed this year. We also help TFRD to review 6 disease leaflet. Online genetic
counseling is provided via email: genehelp@outlook.com and Facebook, this year 17 replies
have been made. Most of our users are satisfied with the contents and interface, with rate

92.4% and 93.2%.
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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, drugs
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, rare disease drug databank, Genes-at-Taiwan
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straight forward and
easily understandable
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rare diseases.

i

With the effort of Taiwan Foundation for Rare Disorders (TFRD), rare disease has been well recognized to public. However,
because of the ity of the disease ph with various 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 health providers, since2005, we launched
a website named “ t-Taiwan” in collab ion with Department of Medical Genetics and Pediatrics, National Taiwan
University Hospital.

Genes-at-Taiwan, which is prepared with the assistance of medical geneticists, is a straight forward and easily understandable
educational website for rare di in Chinese. It and p the latest educational ials on genetic di:

with precision, diversity, yet limited the use of medical jargons. It also contains the articles for rare inherited diseases, the genetic
testing information, news about rare diseases and introduction about technologies for genetic testing, as well as an online
counseling service.

This website aims to improve the quality of care for the families with rare inherited diseases by provided related information
about disease introduction, genetic testing, and relevant news. In addition, we also wishes to assist the healthcare providers and
genetic counselling services in the prevention and treatment of rare inherited diseases in Taiwan.

[ContadUs: com ]u m%%%ﬂ

TR R L RF LA AL WA ER R Y R R T
St h b ip 4 f BT R -

Genes-at-Taiwan x

Taiwan Foundation For Rare Disorders

Taiwan Rare Disease Database [Search [ 60

& B F RLE R
A EEH

Useful Links

Little People of America

Rare Disease Day

Rare Disease International (RDI)

H11/ 33




29.  FmAiEEABAHTIRGE

TRk e G LD RFFRET Rp A FIRALE 5 5 A MALE - BB

ifﬁ“/,‘?lOL_—?}?i#H.%lﬁ@FE—»" g$g)ﬁ_3»bgq,%g#a,ﬁrﬁgwif%%%
B EF AP AR RRPIRS . A RN S EFF R R

FRERFRI - DARBRIE S EAPRHUALEFROFFLAHz HH
PR 3 R A LM ARN F o

#

3. HiFF%
3.1 fr-"’ﬂ,iﬁf@:ﬁi:/ﬁa— BEAT b g eo ) R
311 BBk g

YRR AR A AR R LT I kTR S
z fﬁir’fﬁ-'?‘;;ma PE-EED F EI: S ;ﬁd HRFPAER R FFH
REET S EC A kAN RERIMAL o S ERPMBRE o4 Ak e
(AT RBRFTR o T LR B F 5 (A LARRE§LATR o &
,ﬁ@ﬁ;%%#q,gﬁﬁﬁ%ﬁ&ﬁﬁ%ﬁﬂ°ﬂﬁﬁﬁ%ﬁﬁAﬁ%
%;«ngﬁgzmmw;—@ FI L Ak REFFLITEL S
et & T PE L SRAET -

312, ZLFBARKY 2 FTHE

AR 2R BE }I% FLE® o A4 32 B R RS B a? 2 LB
:}I"ﬁl‘?” ’éﬁﬁgﬂgﬁ’lv F At > 1B }%%Ew‘,ﬁ”,@}i@—-—é}i—'\ YA B4 eanr i
PG WA R R TR NG

Ak (BH TR Ru S
http'llweb tfrd.org.tw/genehelp/diseaseDatabase.html?selectedIindex=0 - #

ERE: Ti‘éﬁﬁﬁvf‘ffip‘}"%%ﬁﬁg vlE = F‘I’iiﬁ SR ZE R
I3 ;\..;.“_—-'T .

(1) ™A&giy #ov F 4 %5 / Hypomyelinating Leukodystrophy
https://reurl.cc/X4rvQD

H12 / 33




EAEHEAERRIE

Hypomyelinating Leukodystrophy

ERABENE

REZ

ERE MR B R B fE (Hypomyelinating leukodystrophy, HLD) &—#HE SR B ERNGATE - ELEERNEHRERENERERE - X35
HRBEERENEFRHE  SARERHAAENINT  TERHEENHERE  GFREES - JIBHAE - RENREREAENE
BefER ; AR BRSSP EAMERRNTS  BRESHBESLRER -

BASRIEIE#SE B LB EEPelizaeus—Merzbacher disease (PMD-1@E R EEfSIELE) » MEEAHLDL - Eft fEALEEREEFE/NE
FREIMRI (BiREE) M54 -

(2) B7a [ Pq faps A2 B P24 (533 1 15 5 | Phospholipase A2-
associated neurodegeneration

https://reurl.cc/qO2VMy
15 e 55 I AR BB A 2B Sk 2 10 AR b4 e m

Phospholipase A2-associated neurodegeneration
S pak ]

ERET

HiEE AR AR R M 4EE{EESS ( Phospholipase A2-Associated Neurodegeneration, PLAN ) E—8ERERIEEHEEELESR - PLANEY
FESHERTEERANEEERL - WRIF2 REEER  BElEF EFENRFEESEAERNFEERE - Z5  BRFBEMETIMRI EERET
LISERSEIEER - FILPLANTIEREREAEIEE 2L 24 E(CE ( Neurodegeneration with Brain Iron Accumulation, NBIA ) f—
ESE(NBIA2) -

(3) A REATI P Rk R e WA T T R A ey TR
CADASIL syndrome
https://reurl.cc/5GQdkz

HiERtRIIkNERESHEE NaEERROERE

Cerebral Autosomal Dominant Arteriopathy with Sub-cortical Infarct
and Leukoencephalopathy, CADASIL

HRmEN

CADASILZ—TERRE R HEE el MERR » BERS194MER FONOTCH3IZEEREEEE - CADASIL I ZHEFIEA B R MEFE
S MERRIETE - BESUESINAE T - (B EEES ) B FEARERE B AEREER S ECADASILIERE
H-

ZEEEHBNOTCHIZEEEEREER  CADASILMBRFRAEREREREEZEMEX - ZEEME0ZREFIER - BLAFIRET LRI
# o A—EBFESBERA Z7HEREE - BACHUENFERE - SENOTCH3ZEENTREREWR  E5HELNEERRTHIET 258
B F& ) LRESEBEMEZENOTCHIZEZRNEM/  NERSNERS -

(4) PIK3CA iR 4 & g [ PIK3CA related overgrowth
syndrome
https://reurl.cc/GogMIW

H13 /33




PIK3CA tHFABEE R 1ZEF

PIK3CA related overgrowth syndrome

mEZ

PIK3CA 1B EERERFH(PIK3CA-related overgrowth spectrum ; fT&:PROS)ZIE— e SREBERENERER  REARERREEL
MIPIK3CAZEEEFr A, - PIKSCAEEER (Phosphoinositide 3-kinase, PBKTHEREMRE Y —  E—BREEEHNECSEMAREE - 5
£ BCAEEESESLBARINANSES Al - WEREROAZEEERS -

PIK3CA BB EEEEEHAESMERARKERSFESE - TETREASAMABERYE  SUAEBARSCER(HRRENER)N
- EERSOAEREEFESSASNSENUNEERY  TEUASHEILESE LGNS EERS - ERAZRMER - KIERLE

(UREEEREMAIE - EthESBSIEEMIEESSRAIHBEN | Eld(megalencephaly) - Al3R7E T (hypotonia) « #f - ZrEER: - KB
WMEREE - FE-ZEHEPIKICA HEBEEEEREARZEGRHERREER -

(5) XXYY g g [ 48 XXYY
https://reurl.cc/Npgljx
XXYYIE & Ef

48, XXYY

mES
BiegEREREY | FEEIIXAVARE -

BEX

SRR E 2R ERER1:18,000-1:100,000 » EchE@ 47 XXY(Blsz BiEIZEKlinefelter syndrome) ~ 48 XXYY -~ 48 XXXY -
49)00KKY... 25 - XXYYIEERATE8 2 5 51:18,000-1:40,000 -

(6) Schaaf-Yang ;i & # / Schaaf-Yang syndrome
https://reurl.cc/ve2vgl
Schaaf-YangfE{&E#

Schaaf-Yang syndrome

BT

EREFRMNEREER M HENESFEHENERLER - MASESEA 1 SRENERIE (SERERENNER  FIRESE
i) - BEEE - EERIREN  BESEAEReRNETEERSE  CEETLER  SEVELmBEEalIRER - EFERHERIA
RAET  BESHFES CERMERSNES - SRAERSEE FRUBEED - FERALTHLEEEETRER  FHEEREREN
EREREENE  OEMARERY -

31227 i %R I e % AR

AERLFAH2EFLAG R pRER S S AL FE TS O
FIHOEP 2 f &> Bepd B NeT
(1) # =€ 47 934 7 7 (Tandem Repeat Disorders)# 4 #% &
https://reurl.cc/X4gRmE

H14 / 33




ERHi E 1B IR 18 % 7% (Tandem Repeat Disorders)i& &1} 2

EENSEHA - T C - GIUEZEHETAMAIDNARER - EABEREHAMDNAZRLENZE  EhaEEHERAEFRFEN "ELERE
EFS, REFBETENEMSNER  EEERERRESERIZER(Tandem Repeat Disorders) -

LESEREEFAZENSEELLEER  SHFNLTENRTES | ELERREEEEREENANZERH - TRER - TEEENE
ERUSTEIARE  ERERNBHITEMZE  SERNERFEASERINTE

(2) AT L A TAEGEA
https://reurl.cc/nEKDmM1

RIARBERRERNEFBEN

4252 DNA(mitochondrial DNA, mtDNA) 2tk P AIDNAR E IR/ NERE1E - EEH16569EE@mES (base pairs) » EREZ37EER
FAREEI3EERE « 22BRNAZMERNA -

LAarEp i A Fr hAALS T HL LRI AR L ER
WA E R R BIRRGRP o EME R I E AT IR A p 2 RSB R R
Heok S ST AL BAR SRR ST ERY DA RRRY o R
Fr THULFEE ROER PERT TR iR 52 ] e g
RO A MRN8 LTS T RBTESEEART > AR &
%ﬂﬁﬁiiﬁﬁwﬁéﬁ%°Sﬁiﬁ%ﬂﬁ%ﬁ$WFmﬂﬁﬁ%’
FHHEATOE LR EATRRT A RLAMBRG R RS R
ﬁ%ﬁ@%?’iéﬁiﬂﬁﬁoﬂ&&%%mwwﬁ%ﬂFgﬁﬁ@%
Flfk b rA R o B ALAGERE o KRR R L0 R R Rl

32, [ZRd@Ap- Ba] FfFRE R
i

AREFBIAMET AL RIAEL > AppEE ) FABKESTH
B RS LRANET FLRRR 2 EP 22 & L&
G %’P*éﬁﬂfﬁ%?\L*Q HAHEL ~ FRIE -~ F LA
By n Tk i {?¢%ﬁ¢H%1 A E A S
ﬂ@mamﬁi Lo RFPFREELEESFE « FAARTIINP L R F

H15 / 33




3.3.

3.4.

28 ERER P A L (AT R - PO RE
AR R IR ROFE Ak o A E R ELTHELATNFLE G
FIHFTOL 2 FERE S D{HMFHEREAF L 8EEFFA £ 204
AT A GBS EGEIT . £ 3 p (111415 Z B - S22 0 RO
2%1$§*$96ﬁ’mBW4$—%@%¢’%&w D22 b Ep

o B Ol BN BT R F e RS o

Z L @R R RAE
321 [Z R - B ] S 500

A F ARG A j@gﬂp%w B L R AR A

AR A (M FH )T IME TR %\ﬁ%;&ggm
ﬁ@%ﬁ&m’%%ﬁ%aw_%gﬁ@@@£$gﬁ@ﬁ%
FN O R LRSFERRL ’uﬁﬁﬂﬁé*é%&ﬁ?’i
ERFREE AP 5 R BRI L B TR S B
FIE APy - A ERVEA 2020540 1032022547 20
PAFFTHITE -

R Ew B2 N FHE B REAE(64.7%) ~ %A P (23.5%) ¥R
AREGI%N)EEBEG o

E ‘?’l‘*]{%ﬁ*g%w\\ﬁ CF N s s R SRR R S 45
TIEEEE FB YT 2R v;g—a;‘g BN2~3xpw oo
O E KRR A »ﬂéavﬂwﬂi;l FREPFF > AERW R2
AL FEIR 4o

¥ RS (IR ] fRxw h 2~3xp v R 421t
% B 1 9 3 2
(F A ) (5.9%) (52.9%) (29.4%) (11.8%)

ﬂﬂ*%ﬁ%*—%iﬁ&ﬁﬁﬁw25ﬁWWm{@$%iﬁ
FBRE O BERELAREEFERDTV AL I NLR LR L DS
PR LR RE AR TG R
FRAPMY GO NEFHAN S

341 K ERLIAEE

Prerig B ehE R A E RG] Redeap K3 - B kg N
ﬁ%ﬁ%%%kumtmoh%ﬁ&m1'§2 RS
P 2ZATHY FHERT 2 FRAFEIEFIYEE F 3 FLAER

AR R S R IR = IS U L

H16 / 33




%ﬁﬁyﬁﬂoi—%&@ag@ﬁwéﬁ\ﬁﬁmﬁ~§%%@i
Boe k3t § @I OFELEERE -

FRERRENESR FREREREREAMHED

ﬂﬂ#“iEEZ%%$%% FRBHAEYIEEmTFE FRERBEMPIER

ity D IE

BEIIAFER &R FRERERER BN e R E

T EREREY)  REPH RAEERmBERSHEMEYSHE B TRRE
'ERERAKRERRR ) ERBFEH R PO EM BB MR REMFRERERZNE
A ERERENEREHE RIBRAMOAREER T ERE

BEME T ERERBEAEZREIEE

322 BFE%%

B2k SR PR FRRE AL RN
poos 4R AR F R WWEWV%ﬁ$“\4if%&#g
FoORREREEAD o

En

l"i—é fi%—l%; f'?f:t'/‘ﬁ*ﬁi" » X gﬁif% F] /% ,E_,}i K‘?-ﬁ/$
i+

b - BB Y Y R SRR

BB A o L BEon M ERATOL 2 AR E KE S 2 mj, e L g oo

Hoe R RRPILATE P LY A F oo A& fer| v 4 L
FFniIJ’?;’aF’g “lid’j‘ﬂfgﬁf'r]i'ﬁ-"ﬂﬁ“ A -
EE RS T L BT R R A R o ¥ - T K Y
”*iﬁiﬁﬂﬂﬂyi+$@ﬂ"fTiﬁﬁQﬁWfﬁ LR A
AE &t F’éﬁﬂfﬁﬁ’%ﬂ%y&%ym3%39°

B % thim i B BT e o
3.4.2. %
d 3 &IV 2 RARE KPR R OF
iMW%&?ﬂﬁﬂi~iif?ﬁi?”
17 3% 0 3 EORBEF G FF

L EAyED R ) BB PRE o 3%
SUPRAE 5 AL ek o

hﬁ o
K
¥
=i
P
|4
|
(\43
W
fie
=
m

H17 / 33




BRI P AR FT ﬂ’* PoHe b AR B Y GehY B s (TR AR
A#Ew%ﬂ<ﬁ§* PRkt o aE AR Y IRART A5
bz NF oo FEZ PR /ﬁ‘ SRR o

FV LR~ R IEL ks RV R Y FERAEL R
G FRETHEZ AL B G giﬁmpﬂz}k?ug
jié*$‘?ffﬁl s ?fliﬁ‘? & P R o lﬂ;f%'g B N LAV p94§£417q£
PR R 2 IR BB R E L ng o

A

35, eI wi
351 i @ L

A @R ET R S AFFE A LA R%RT
(https://www.ntuh.gov.tw/gene-lab-bclab/Index.action) & i® » if & F % %
ﬁ%ﬁ?’Iiﬁ?$¢ﬁ$ﬁﬁiéﬁA?’s%%ﬁﬁéﬂﬁﬁ
B2 A PEEFREE M BRRALY PHLATIRRTRE  iE
B 2 FRBHREL QAR ORETINAE  DRERY 57
preL g e

352 {4 F LF A mAp ML

éﬁﬁ%ii%ﬁA%%ﬁEiﬁ%wwﬁa,ﬂw*fmﬁ@
FTRESFITALIFTARE > 7 gRTAFFFLEG Az B
i Facebook # %4 & F o [F L&A - B Facebook #> 5% & F ]
2. & g n 2 www.facebook.com/GenehelpTaiwan » i i & sep 2= 2. 5%
PRSP BRT LT ELE R AEEFR B KT L R
T BF 2R o Er o omRdral [FLEABER- B
i]%%ﬁﬁﬁ’ﬂﬁﬂiﬁéﬁjﬂéﬁiﬁ@ﬁ%?ﬂ@ﬁ%ﬁ

.'rﬁ‘)’x?ko

bt RS T R AL SR AR
‘;A‘L‘;J_/\ I&PT N ]—,LI@-_& #E o 7 :,\:rrl—fn S0 ,—,:.—Lf r’:” ) ‘t}_f\!:' 30% ’ l/é g
FESLS TR L BMEFTP -

H18 / 33




28%

g 18
14%
69%
YRETED A% 0.284% 3% 4% 2%
13-17 18-24 35-44 55-64 65+
._ _300/0
R

B- ~ [F L3 @55 8 Facebook # 5t % T ] HH 5] & &£ 53t oK

35.3. 4T 4N Xt A4t

A e zb )% Google Analytic % . su3b A 45 & S (7 p w0 s 4
PR S AR LES I S L RS T S A
TR I B E2F ﬁ,;\ﬁé; S B S N
HPRIFATT G S S ik o

SERSGFH 2021 & 4 0 B s s R R A ek 73,421
AT o A1T2IR B RAT AT FRARLZFTE 0 F
(Taiwan) ~ % & (Hong Kong) ~ # B (United States) ~ /£ (Macao) -
B % & Iy (Malaysia) ~ ¢ E(China) ~ ;£/% (Australia) % % 2. 3 i@

PE R AR APANIA - 2 S

PERF | BT [FAC)|| FERER | #rF |F A ()
o 61563 83.50% PR E 149 0.20%
Bk 7062 9.58% k| 104 0.14%
=S| 1215 1.65% p: g 66 0.09%
iR 1044 1.42% & R 53 0.07%
R 578 0.78% Nz 52 0.07%

- R 524 0.71% E R 47 0.06%
P 217 0.29% 3 iE 44 0.06%

iyt 215 0.29% e ?f’ 36 0.05%
p A 200 0.27% A%z 31 0.04%
e £ = 197 0.27% pENE| 31 0.04%

-~ [Fad @B - ﬂ‘!nﬁ’]2021:-£4n 1p-2022# 47 20p Rtr A& | At
(A 2w 20 £ 0B R

H19 / 33




1%

LR R AR LLA

5 T
m m =
m EF m 3P EE

m L Eermjieesd
m LA L Yl
m = A

[?ﬂ,iﬁfés}iﬁﬁ—,ﬁ&«ﬁ]2021’&4’-’ 1p-2022 & 47 20p A+ 2 3

2018 £ 8 " google #&F fa T A FE > RAFTREHF L HHF LS
AU 5 pLIE IR iE S A e rhIF S f@;“‘7§w§ﬁ%%ﬂﬁﬁ
$’x%—— x%*‘ﬁméek—@*"‘ﬁ{f}?ﬁv v 4 AN A e
ﬁ’\ﬂt’,}_2018ﬁ 9" s xtgTE o A 2019 & 3% Fo A I 2
i ﬁ_éﬁ%%#“f%é VI A dcp 2019 & 6 P B ALEBIEAR K o T
2020 & 11 * F’B&p VI A e BT B WA oAt R 15 google
Bt g3F 5 R moAR AT ng;’::#”f ’ 'ﬂ“‘m,z—"'ﬁ'f EA T
7l o

H20 / 33




2021/4/1 - 2022/4/20 :

® A%

2020/4/1 - 2021/3/31 : ® ERE
6,000
4,000
2,000

v

—— . e I, T
2021458 20214568 202147H 20214F8HR 202149AR 2021£F108 20214F11A  2021%12AR 20224F1R 20224F2R 2022431 2022448
M New Vvisitor B Returning Visitor
HRE HiEAE TAEREEE 2021/4/1 - 2022/4/20
-78.60% -78.36% -78.27%
734271 B134301 72,641 2 335631 100,137 £ 460,768
a—,__-':pvt-'v"v-«‘l'"\ M‘M w
BEEREM T ERENE RS BN TR
1.53% -69.00% 42.65%
1.36 B11.34 215241 B2 694,276 2.15 8 1.51
U | aotwadesen, | oo e
2020/4/1 - 2021/3/31

T TR R RAE ik
41.17% -13.14%
00:01:40 £2 00:01:11 72.35% Hi 83.30%

et R

Bl= - [$ﬂ,5§i§:}i:jﬁ5— BLif 12021 # 4% 1p %

fa

2022 # 47 20 p R

ig- # 41 * Google console & {74 47 » ¥ 143 B BEF R e R
kS BAbd - RO BT R H PELF RS E E G AR R o ek
AR Br it —‘ﬁa\ 174 - 3% > £ 2020 & 11 * B4y o bl
kB B G iR TN o B I RER Ao iR kR o SRR
PET O R GAOFFRFI G R PG

BSER: @i » ] BH: 2020524818-202153.. # JEETEESE =S et

@ EEmRe vl s O Fratss BE==
0
4298 4898 8.8% 7.2
== e

6,000 452

4,000 3=

2,000 155
0 0
2020/41 2020/5/15 2020/6/29 2020/8/13 2020/9/26 2020/11/10 2020/12/25 2021/2/8

H21 /33




RS G5 7 BE: 202154B18-2022%.. # 4 SEE@NEN

o R =

1158 = 1878 KR

e~ [FL3 @A 5 2] 110 & & gk 8 0a 45
35A.¢%%?ﬁ%i&%§

TEAgRR Y A v Bl R A ek LR IRIEF A
Z @A AEAIT RSN R ERT FHPLT R
T2 b p X AR L ARR » B FHELI ST 0 44 22 ol B nRe
%ﬁﬁﬁ%%*ﬁﬁwﬁiﬁoﬁ%@m’%ﬁﬁﬁgéﬁwwaw
% 36.4%2 63.6% ; £ &% & 16 1 50 gk 2z B (86.4%) > # ¢ % 21~30
#(27.3%) ~ 31~40 £ (27.7%):% 2 %E&%%ﬁ”%%iﬁ’é%“ﬁ
ARG RTAR A B (T7.3%) 0 04 AL SRR Tk
% (54.5%) ~ = 0K 2 (22.7%) 5 T @& ¥ mﬁ,%k;”r_ ¥ # (23.8%)%
?i(%i%éi)w@*%?iﬁi.’kﬁéZ 7% o 72.7%2_ % 7 i
T A S E R Pk st~ 182%Ed #@lpd T A ¥
$9%{ﬁ§%&ﬁiiiﬁ§;ﬁw&wb-)wuum + e Poindk
TR* AT HPF e 0 RY FAMATRE > GHARIIT) -

36. FHAEEAHBIMTRGE
361 FLppz HH®
g i FP‘??_‘;(_I%EEE? /‘\%’{

BOA R AL REA R AREI LR R S EATRBIHALEFR

RELARTFIRARAL d EEXFFFRELATBATFR TR > A KK
gRLRLAsenENETI RS HER S Fr HHEER LFr 4w o

FRAEEEERT EERTAAFTEAE S B2 i%

> EEA B A 3T
0409 A ARG 3 R 1R Fi

H22 / 33




0605 UERR FIE T2l 80 Bi% FE
0707 Zellweger =~ Jg & ¥ IF i ¥ EF
0735 MECP2 4§ @l g ¥ WA FET

KAk R B a gl (£
0806 ke 3] %f.é@%ﬁ‘ Ao (%A AT
il & (VB R E)
1606 CHARGE s iz ## R Fi

36.2. FRALE AL

FRALgREEY T RERL > THE AIGBF R E LinhT o
;E!‘:; I—p:\.}pEl"F}?’.JJIEBTixa AH—};L’_'T‘[’%A"\é‘F'—b%/\é T’ﬁ‘"" W\;:s;ﬁ\‘—?fﬁi—t

b

ML @ 5 éiﬁﬁ‘izﬁﬁ"ﬁx“) Lo s ERE Y APRE AT 18

BAKY 23K E 54 BEELAF PR R LATA R YT
bk oo WYY RGBT F ﬁ.ﬁ;ﬁ:fﬁﬂl\ TR R MR i
e RFHRAEEBRE  LERNFR R Y R 40T £

A E, Ao e FRF
0101 F Ak e PKU Hah B3 e 5[;5 23
01 »=fk e/} '
o 0102 B OBRORELE b 2 ?g g
i R :
0103 BB g pLIRRL L ek JER ) fﬁ
02 L % f& /| 0201 | ARpha g hREIERE FE
FERABE | 0202 | hREE U RARA T LR GBI Fi
# 0203 | © fidkveph & & ik £ ﬁ%@;ﬂﬁgﬁ
0301 | **pEsfiar > % 1 3l~% IV 4l e A
03 H @ &3 - - :
54 0302 EERE % - Al~% 2 A AL %ﬁgﬂ?
‘ 0303 | #Z < Gk B3 F T
04 o v g 0401 | Fa 3 1% o B F A 17 FE
R L
\ "] o402 | maps @ ses & PAHOTHPAH | i %/3 i FiF
2 H
0403 Alstrom = jx ix ¥ Iy SE RN ?g £
0501 A FIEMEFR LT PRIC W%%%ﬁﬁ
I T 0502 &% pUERL & A AR mER Fir
44 0503 At Cojal “ B w2 g HRER L | mES FiF
~BET R
) 0601 | ¥ FlfE ik #g FrE FE
06 )’T\ Sk :
. 0602 | Mm@ PR B R il FEE
%3
0603 Lowe = g iz By ? B;ngﬂ;
0701 | &£ = R s B A MO XA FE

2

H23 / 33




07 "H3n & A 0702 RN - el SAE F
3-?3% 0703 ] iR s (E A M SCA FrE %EFF
0801 i N el A WA e X g S - = =) HAf 2R %ggm
08 A s % 0802 | Ak & mRe (p 021 @) A R
0803 | bk A g A F g
0901 | d# @itz P W% 2T FF FE2 FEE
09 »ep Is‘ﬁfié 0902 }\%A\ e 4 % DMD S %EFF
0903 I R I Cali e ) FE~ FF
1001 =43 >0 BB Ol A 75/3& 4L if,?éﬁ
10 # spops % 1002 GEFETA 2R LA BOE AR/ G FEE
1003 PER R ARTFF BOE AR/ G FEE
1 ; " 1101 B g 0 bR A e rﬂé?}fj %ﬁ;m
= % e -
. Tlo102 | iwekiees Erok YT T
& 1103 AxgdeRn Y sed BAR W F ;TE/Z;E yLbE %’%EFF
1201 z 'J/’*/lf’}pﬂ_ L= 2 %F“‘—
12 i 5 # i ,
54 1202 Lol R R ’%%‘E‘%FW
‘ 1203 | FAFIES 3v FCH# L Bh e FEF
1301 BN LR IR Y R GwE FEr
13 4% 5 1302 | R EBIEE TR g Fir
1303 LA MF LB T E gz G E R
1401 AXETIRET I 2 itest FEF
14 p A p —
. 1402 [ZCER] BJT\ e il %5 B
7 1403 | I &5 FOEMHF % r;]pw.ﬁ BRI F
1501 | A S aRm iz s - A FEi= FEE
15 2 &+ F ‘m -
o 1503 | ARGHER e R A4 FE
2 32 () — - P —
1504 A SR e R R 13 R ?% B
1601 CREEA 3 BRI FE
16 b ¥ 1602 Crouzon = jg ig # T 7Tg/_z;_ At %ggﬂ;
1603 BE-T 5 g 3 FiE
1701 Prader-Willi < g i # » -] %2 §] PWS R
17 %4 we — - ,
, 1702 Angelman =~ jg iz ¥ » %12y AS RN RN & gﬁﬁ
1703 = B BT SR [ REa e &‘Lﬁ_%ﬁ F
1801 | % % LI ERTY B 5
18 H & & 4F - -
1802 Cockayne % jg i ¥ » 7 PoF] < g iF ¥ R RN & %EW
7 PR F
1803 AR - E X i R RN & %EW

H24 / 33




‘iﬁi

&3k

[(FLE @A p- BL] PR DT g ZHEUTHRDT o R EARE FR
EEARBATF LA @A BRI L R FHIRE RHERTI - AN &
W$Ehﬁ>fﬁﬁ" %5-‘1%‘%2‘&&ﬁﬁr'ﬁ)‘%%’iﬁ'%iﬁ@gﬁgaa};_J@wm, N TRt g
RALDPE o FERPHFT2 TP FRALANEANE T FRBLVHF S
100.0% -

[FRd @A k- L] W ERAFFAPTLABTHEL - wETHEL
PEP TR > AL AR F DAL EFEIOY R o AR T
REGANS UGLEEFFFRZFIR REIRFROFFRA DTN G

?Eiiﬂﬂﬁéﬁﬁi%“ﬁiﬁ@ﬁ%ﬁﬁﬁﬂ&’P@nu&maﬁ%
AL FUARBAMES TR S HEFTABEIARTHE BT ALK
wiﬁé’“F’*m%%*%&»%ﬁiﬂ%p#aaﬂm,ﬁéwﬂ_ﬁ@g

@ﬂf' &édwmﬁﬁﬁ*“%\%#*“ SR A F R R L R R X
L fleni * g x o

EFARBARBAE G BT AP TP [FLABR - BT ] P
PREARE AL F’&m%*iﬁ D A EF{ATH I R AREN T (e o R
’}r.iﬁ—‘:j}%’j 31&‘1'\?3% IP ,jwagf‘}rﬁa Jf;%m‘im °

H25 / 33




Wi- ~ [F ﬂ,ﬁ@)&}f‘;— B ] A v FTHEERFAN

2 v = & g A
145 7 16.7%
R 83.3%

E# 15— 16.7%
16~20 & 33.3%

21~30 A 0.0%

31~40 A 0.0%

41~50 # 16.7%

50 gkt 33.3%

T AR #E /L8 0.0%
® (3) ¢ 16.7%

() 16.7%

B/ 48 66.7%

B AL 0.0%

B o ¥ ¥ 20.0%
B & 0.0%

¥ 20.0%

1 0.0%

il 0.0%

X 0.0%

oo 0.0%

PR ¥ 0.0%

&4 60.0%

ARt 0.0%

e 9 0.0%

ey 0.0%

a4 ol F 40.0%
Ll 20.0%

v & s 3R 20.0%

o 20.0%

=R 2 0.0%

¢ O X PR 0.0%

BiRE R 0.0%

H @R R 0.0%

H26 / 33



% P T 1= 16.7%
2~3 = 16.7%

4~5 =t 16.7%

5=t 33.3%

AH R 16.7%

BPEag 0.0%

b FRARES 16.7%
OSSN 0.0%

pepeid 0.0%

R RO 83.3%

H27 / 33



WMARERTERSE
6
HEHEREREE 100.0% .
FEFHE RaE ME Me +9ANEE totl .
BREKE S 10 0 0 6 S
P92 201 5 0 10 0 6 ° =SS
B 6 0 0 0 0 6 |’ T
REHE 6 0 0 0 0 6 | 1 s
T EHE 5 1 0 0 0 6 0 N N - N . N
& s 4 2 0 0 0 6 BN S ﬁJ & y%é“
otal 31 4 1 0 0 36 A A
NEHERALE
WB TR R 100.0% °
FEFHE BHE HE Mo +9F%E total >
PRl 5 1 0 0 0 6 | ° SRR
P2 24 5 0 10 0 6 | ° "RAHE
B 6 o 0 0 0 6 | ° s
BENE S 10 0 0 6 | s
BB 5 1 0 0 0 6 | e . e v s
b 4 10 0 6 P S
total 30 4 2 0 0 % | & % ¥ F& ¥

M~ [FRLABARH-BIL] $RHEIPFRLADAES

H28 / 33



e FRAPMY FHPRAFTARAD AN S 5%

FRHEEARRIER

IR 2 AP BEENED

. BRBEREE
=RIAER  ZREE  ARES  FRER RS -

. BEmENEESE
ZHuA  TRIT  DRNSRED TOARSHERASSR
S EHESHERALT G  BEEFRGH -

”— & )
TR ERERS IR RIRE
EEREABTBARASN - AREHREASHREN  AELER
HEk -
| BARR SEEH X08/FRE 2022/2/15 |
> | Y
: asy S = https://raredrhpa.gov.tw/
- T % | | =szrzataREEa
BERE BRE ﬁ,’s;
PV LT I msmas EREARNDEES e e
o = p E RERES HEERRS
PRAANRERRREELMARINATY sponnneenn oA : R——

SHERASEELRRENSS
ERERBHERBAR

2 = | 52
SHAAERES -
ERARERNE A
SRR B ERARRRNESZAR £5 LA
EARELERR —
R TRRE !
RBUFEEFERENE & 1 10
RREEREREANTBAE
&
>3 Q.Q, >4
5 4 = S tres N N
£ A\ESEBIER MR EE
RS SE
FRERRENEHR FEARBREREBH A% - Redcap
=] nay |
HEFACRECT SRR SRURARNERZTE SRARBARDER 8B axst
&

L2

SRFAZRER FRERBSHH Em2 e

TERERRY ., REEN SARRASERSRERNSEN ERTRRE

TERGHNAERAS, BREAW  -PROETLANZRBERNE KEEEREFRREAR
ERERRNYRER ERF AR TEEN

SEFH EREFENECHREBEE .

AEBEIRRE—RABNERART  S—HEXNBSRERMXHE - TBR
B S5RBESERa eI ERERRs -

> s

» TR BEARR - BRI - TEURE - RIERE
» HEAER
RIEE  SREMEENR  2EREM REEIESS
BRE - CEAREE
ZEE - 285
S8 : BERBHLEH - SHREREE
» FNERRE : ZBEEZERAIRA  BRSEH

6

H29 / 33




BIEEEAEEN-[OZ£27.8%(51/190)

BZOEER BEER  BEAREIZERRE ZRIXDE SHREEasH

HYUFRERE I HIESHARE FRBERRY/SRRST FREMENEMES
0 Wi = — AEE 76% 71% 60% 67% 78% T9% T4% 74% 85% 91% 50%
2 I B :
15 0 “ 36 34 35
10 ® :ﬂs 2
I 5 5
z 1 1 i 1 1 1 ; 0 , " ) : ; B = o 0
R S S S N S s BRI |
LA . T R & & S & &
& TS S ,,@‘* * ,@"‘Q & s 3 S ¢ g
A A A 4 M Foos :
¥ + . +
E 12 n
o & g
5
5
0
» 7 045 55 10-145 14195 205 L)
THRETEFEE Bl AFER FHRAAREERE 53%
it AfrERE FRERSERDH - FRER - SolEsH oo, =3 EhBEEHENFECBIAFRER 84%
i SREERSEN SHA AT EEEU:FJ%E{]E%EJ%EHUEHEE ZHfE ) LR
—FAEFREBLARTZIRE FTHRER SRE0NH
RIS EREAE - SHERREROH SHERD/RER0HE 3 o R {4 TE PR S 65
RESNESSE BB EMT BHAER - FHER » ERF-EREGES RTFEASRTEARREEREERITEIRE EEFEART AT
=15 EEEER?
» FTREASREREFHNIRTER  IFEFFREESAERMEELEREEARLEER
nEmnAzRER ZREREER?
EEREREAETEN » TRERRE—HERWGEER
EEEEREARERIEESIN SHAESSATHLARE
nEARRE N B RE R EE

EEREGERAE
nEAgERIEREMERD=N
ERFaEARESN

» bﬁﬁi%gmﬁﬁﬁ#ﬁﬁﬁﬁﬁZ?ﬁ d !iﬂﬁﬂﬂizgﬁmiémﬁ
> E%%ﬁ%%%ﬁﬁ%%ﬁ%%gﬁﬁf%mﬁiﬁ!ﬁﬁﬁﬁﬁ?ﬁﬁ? THEA" MIEFFIA

WHEREE

TEREMWY , BEsil EBERUFAREREER
rEEgsenSRas oy -SoREE RESZEIAEER

MERENINE  EFRRETERTH - WERET

ENEERN AR BHERFRNER®S
B TamR
ﬂﬂ:llllllll EEEasELEEREGFANGER  REESRImES—8 OIS B0
P T Y %%ﬁ#ﬁ  BRREERAENSS  N8EFH . AFEER BELEREREFE
> w0
WA RS

" FIRAEOAN(ERS)4F 14T R EXRgEa ]
:’;“!u“‘mﬂl“ EEARENE JERAES(URS)SSEETRNARE

EROTRARAR EFEANEKRARTARRRRERS
MNEMTE - SNEEMEN
REEFREFRRZIIN -ESBLERERIVEIERSSENEREFTRUEZEUSR

e Bl i SRR AT RAR T ER RS AR
L BESRTFA
# 'M. - AREFBESDPARERISHS
# sl 2 B - N RIS W B
i
0
> > n
wetp / /yaedl com/pank angtuau/cengies html
AR e o SRk
e T T Fen s @RISR - MNESE
e WERNREDEAN ARSI LSS BB ET AT e - e -
MR T ASREETARGTRASE . ARWACTE ; LTRBE R4 i YT SpT———,
mEEGE (B jmw i - - 5 . 4
HEREFEARANEERAT  CRAEEZESRMES - i % _______ —1 -
ERRGEANE = C esmpoRemEESS
EEREEEANYIEE AR SHFTlE NG LiEEE = T -semememumma
R BoRRESNRERE  AHE SETFRMESL  SESESER o 4
MEHERSY o %‘QQ Q.fr @’Q @ r *&Q ‘&'Q Q’1~ @@Q ‘&Q RETIHIENEANEEER
HENSPARECREE . DREER  SZERGLRISEES) L S S KRIEAM O
P AT S S T P Y S
Llgtmigg® L & & G o
o L3 A R
ﬁ{& & &
& o

:,_mem‘ BUBETEMREEYE

/g

ElRmMS  RESHLAFS
HRLARSABEFREFERENE  FREFRNREDH - WNERFEE NN
HFELARE SHERSHRED SFEE  ARECRRE

H30 /33




- AR ERERER T BAR
HNEESTRRRENR

L EmETeER

CENEEENNER

+

EEARERIEReRFRN=m
mERERERAR
nEARREEED

AMENRSRLEENEE? HEMFAZRER

+

|
' mi‘
MM A CWENE 2 ERRE m-+

0% 10%  20% 0% 40%  SO% 60X 70% 80N
L ] & E

ABARBEDECEBEEREZE  BEFFIAZTRUTISRBERRE ;
mEGEERPARERENENREEIRS

SHHE

» HEBBLAE - BERSENEES?

Participant RESHOLE  HESALROOES TRNNE, AREE SOOUSIE _nanaitne
1 7 7 7 7 =
2 6 4 H s 3
3 6 5 4 6 =
4 s 5 s 5 2
5 () 9 7 7 "
B 0 7 6 10 =
7 o 8 8 8 =
8 0 9 10 10 =
9 o 10 8 - =
10 & R 9 a2

1 LIeIRfRe RN
2. AHBEAEBERERFRERRD, WIAENNRREILRMAHENE—R ALUNREAR RSN
3. ALEENLERERNRNEIERSSNEREERNAANRE LSRG RET

17 18
===
250% }
=
150% —
100% -
SR o 2k
o SR II;"E I'I\_
L L PN W24
@qﬁ*’ q‘&’ ra Q;a’ > f' ,;& ’0’ =ARes oy
PP f g &
L ,_ &¢ &
& ‘n‘ ,ef
& &
o &
FEHRIER: ARFEERN AR A FEES
BB ERERNE AR REYTHTE 1 BANEETH « RPEENAEEREEATRBE SN
REXE
SEAAF TR FRERNIESR i i
ARTIMRISTOERER - oo BRI BILHTEN SR ::::E
rE PR e :::: R=TAEHR AR = WAL
[ BESES T RS hd Bt ) LER" ] Lot DL B
s AER RS A HTITE :::::H % 2% A0%  6O%  B0R 100% 0% 20% 40% G0 BOW  100%0% % s 60%  BO%  100W
m——— I L REOESEESRAESE
2. HEEERR  AZHEEUELFARA
HRREAREESENA LT ] L 1R T R R
It Lt R =l L RS e T APFERBILSHTEONE
AR s s e e e :::: EEERTENEE E 2mA
B EnTERALEEENSE ] s e B B SRTREASHSENSY m24m
o 52 s s [P S sABNSHHSAEITN SR
i LEa f = BLEEE LR s
SArEERR N O g | ... .. [
b‘q e 'l'] nmmmmmmmmm.ulmmmmmm
21 22|
i* E CAA o 2EE TR | 2 +-
ASMDERRERRRER) it HEARSABA
: LER LI mi2ER : o m-.' :ilﬂl;u:
:::;: ::_:: = lllH: = .2::H

"’Z/‘” /7 Yoy id *“f"

0"‘ .Q?‘

‘qﬁ""«’igf""" f' ‘\""@d’j Jl "&’9 ‘0’;’ f i’. (9 2R
o . f & 4’.’© é’

IEEEH(FEEEER)RAEERAR - FERRARTREEE1EARTH

F21E B a1 E BB
B AREHEEE2EREM  EMUETESEANDE

H31 /33




HitEREER

iéﬁ#ﬁﬁﬁﬁéaﬁé 1
| - ESnREHENERERERINGE  REESs
‘ FmEs—#  ALEEERNREERER B8

PESIAFR R REFABASS  ABEIR REREE . Bt

| AHEBERTEZE- o

- ? . EAEEREATSTAEESEZSET - RN
ERARRG. BESH | AEERRArERREN -

- Z |- oEmRen LERARERSONRERSES 56
ERARRRERAS, BRSH | iiAI&|§g§$dH£hme

sEFE T EREARARDRRES SERER
BREZARAZAENSRNERASE A8  HaEn

BB A AN BSIISET

BEESHABFRE(FREE  ZRAL.)

> > 24
R REY/ SRR =
EEERBAEEE(>2E)  FEBWATRE REBR - [ESNARER TS
EEIH EEERRNELAE FRENESRE z ; 4
= EEEEANSRENEH  SEETUMeETRNEMRE
TANTReRRr R SRR MR Y : WARFEEBEEY BA TWRE, RE  SNTRIERE
BREFER - BEREN EOE  FERNEERARLS  IHTUSFEERT B RER LM R R =
\ EMRER EESsETRe TEEARGSE  PHEnAEAENEY
| - ERETARBELOMEER RSERLIGORARENNH BEBRELEA
‘ REALESAEERR K- HRESEEATER ——— |- LEseENERFNEY  EESSERARESSESHE
nA%RESRESRERASA ABABRETEASE  HABSNERITLER [RPRIVT | SSERE LESFOENTER  RANSESCHSR |
ERFHAAEH  FOZRFRE  TFOAFMEOREBA FEFAHTEBRERTE  BOXGHERRBELER - THSIEEDURESE BTG
ERBAEEEEGYRSHEE(EEANE)) = T 1
Ekﬁﬁxma;aa AR EEREENE tBEEREmERZNE | SRRGMEREE “
e FHIETREBLT « B34 statin® £ 8 AN B AT TEEPCKIAb + EREFOEAEANER | snnEREE
AR MEstating: 5 WA LA EEARE MR BT B = | —
T e
=+ A =
,%;. nm E RFE
BEAERAEE HEEE O RED TYEE
SHEF-BAERLE AR > RIRET> SR RRIER XERE e T
XEREH - BHRNNAERERS . ERRASHESHIARANS - NOWARE - RESHELASHE
BAXBERBRNBTE (SROERNEALRIA) BEeERa ARRRE FREERRSWHM « LASSE
AEWLHTE L EEREHTR  HEERIIAFEHRBRETHERRES Pt o] ;ﬁg:ggéﬁgﬁkﬁﬂﬁﬂ? =8
» AEERFREENSE1EARSAES  FEERERSERZE2RARR WA RIES TR REERSEME AT RAEE g?;ﬁ;:ﬁ;:?ﬁ:gf;;.
TBRE RECEERSRILESR x-
AASFEAHFEERERE 2N  BESAACFNTHRCEERE ; SAIATRES
THARERSAREREHRNFVE NS EARNERRERAEE 0
BT

RYRUMRSZRRENS
BHFATH : BREETAR  SHFADRER
DEEE  BEEE - SNER
| 3236
FHAS (RARSE)EEE3ERATMN - FEERENERERE1ERARMA
ERAEEE  ASHERUELF AR  EXROESEER HRRAGE

y HOTE REEEE - HUFER
R ] RERLEITRRIALS
BRI SAFA TERERBRNESRBES
el L S

53R B UL TN AE
22 . 75 B A B ) 2

FRER
ExsoE B
AEMAR
wEAD
L

FRARRETIN

ERSAE Enge
L] BN

EEREEMAERT
BEE
ERERRN, BESH
ERERRN YRR
'EREFSHERAR, SRSEBA
HEEH
BENE T EREFERELRBIAE
MR
SHERAREELERRNDRE

BR->ERRMBEFRES BB RS
1 FALRRASERRBZAERRRE B

o ; ABEFPIRBOBE -
annn g hmmin 2 BEBERE ROEETHLY
it iy 3. BLEREREREEAK TREEENE
BESEBEAE RO ASTRBIRERE -

(EFRESRRENE AR ETNEREHEE)

https://raredr.hpa.gov.tw/

EREREARENERAS

o | ZREEBAXANERAM

- | B | g

S s o

SRS | T

H32 /33




u-&)ii’r—" iﬁ)ﬁigﬁ?%’pigki

PELHEEIZAAORBEEERHP 4

PEERHE | PEEW | L AT | R i
T * A BT G Ek o 2 110/10 4=
A 2,
%% $516,029 $321.600 R AR
THRATLE R R R EREY
£ 553 $99.971 $294.400 el A E % 194429 A
@ #
§ $84.000 $84.000
& 4 & & 37 ey
PAHREERR | ¢ 200 000 P E38 1 ¢ 200000 ' $0
B ma (958 4 47)

H33/ 33




