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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 15 new articles, including 5 items assigned by Taiwan Foundation of Rare Disease
(TFRD). Total collected 688 related with the rare diseases, included 215 articles explaining the
rare diseases and 463 relating articles. These articles are written in Chinese, so both physicians and
ordinary people can easily understand them. Second, we provide a service to answer questions
about rare diseases or genetic disorders. In this year, we answered 309 questions on our website,
48 questions via e-mail, and 13 referring questions from TFRD by trained medical geneticists.
Seventy-eight percent of these questions were replied within 1 day. Third, we carried on-line
survey for users and found that disease introductions and genetic counseling were the most
necessary items for them. This indicates the importance of disease database and on-line counseling
services. Forth, with help of TRFD, we complete the second part of book for rare disease,
including 83 articles. Fifth, we also cooperate with TFRD to conduct a network for genetic testing
in Taiwan. This year, we already started the testing for mitochondrial mutation analysis.

Conclusion The project can fulfill the purpose of sharing resources in the public. It not only
provides basic disease database for people seeking information of rare disease, answering
questions in time, helping to edit the book for rare disease, but also conduct a network for genetic
testing. Under this framework, we can promote the diagnosis and treatment for rare diseases and to

accomplish aims of the act for orphan drug and rare disorder prevention.

Keyword: genetic disease, genetic counseling, online counseling, rare diseases database.

5T2F1 H 29 F




S
912 BEF » AHCHEFRANEEL TR IR RBFFRBT e AL H 0 REPG LS
RPN RE LT UARBAEEOAF LT O RE TZ LB BB BT LSRR
FoRR TFAB @A - B, R NPEEHAFT LA A HTHE > REFRLET T A4
BT A R RS o

AVROIEP DN RENIE FEFEAM AR F LA B A FERRDETORHM TR > X
BEREFENRERE Nl A RILEE R REARE B BFM R - Bk

e

HFROFE o AR T ARBABTHE > B IP 5 RF2USKARBE SRFEIPM 2 F -

P
pas)

MATE ~dphaR e 2 AR § R L3R 0 RABH P LFARI LS ARTHLY AR

\_

FTHREAN - ARLEAED -2 BB Hla% O RWLE T{RD > 7R EARZ F B340 H 4
R o @325 AERLP T RITA K> ¢ 2T FEABF U E FABRHALEE L E
v RELE -
tWP’i?aﬂﬁﬁwﬂ¥iﬁ@§£g’iyﬁﬁiﬁﬁééﬂﬂiw%%ﬁwwﬁiﬁﬁmﬁﬁﬁ
THERAE S AR FLROF LR BA KA R i o L5 BN RHRLE LRG0 2
PRARPMRRE v SEE o HEHF LA B R F DRI IR

MR o Al
Qq\ﬁiﬁj$iﬁ@ﬁ$ﬂ¢*ﬂi
L % F A @Ap2 AN AR R R AT FRLE AR AN TR £

FRERAEERL 2L FAABAD 2 FAABRAEELIRBARBED Z 18 EH2
BRAE o B2 P F e mTE A RELFELET TR A MR B
f%*“%%ﬁ~~ﬂ”%ﬁﬁ@~?%ﬁﬁﬂiﬁéﬁim’iéiﬁﬁiﬁﬁﬁﬁg
MERAFRE  ERFPVREFLABAEERFS[ATNR B A -

2. RAMAGFAFL L Fole s G F ARG FGAAM I I Tl > N2 FABHAE
AdFa A RERA A B2 R0 A O FF L FHG L > TN ENRT -

30 HAaFALAGABFHICL AL T WPE D R BT RRAPM L To EF L

SY3F H 29



fjxﬂ-

ﬁﬁfl s ¥

-~

G

PSRN FEDI D BF LR @A FIoRF A RRAML Y T NERRE
FRBEHFEFE DAL FEICT G P R FFICT A RET A B R D
LT o v BERLEY  NRFESL L 2 FFAT e ERFRR KL 0K ¢

4. HUHFLABABAMATRZ A8 WRRRIFALABPHAITREZH 22 > 27 T
W22/ URETEZLEEABAAMATREEE AL o XM e H
P2 RS PR EATALT R TR VEEEN LG nREHEL 230
BAopipMILL -

(

L 3RENKFLABARBALE SR EMTP MR DM P ATE N 235 » s

Iy
j—

S B R IR

BETRIFHIRD ART R T HF AT IEME S NEEFRE
2. ARRAEP FE B @A MARE 2 B R N w B A BT R AL F - RAERSTE R
BB Er gt BEARLFLABA B DMAR
3. MIPFITHFEDIEMEARIG D APRFETARE B EME | TR RN 6 Ak
FIL o 5 E R R B307 A =k ana o @R IR -

(

1. R fRig* '*" AP PR RBF R R* PR N2 FREET e Hadivs P FABE

)R ERTFRHEARIAAELSIT

In

ARR 0 FlA R P ER L DD N 0 fRResbaR TR o

»

1 g 3 ER 50 ,ﬁri Br i Az FHR[PMIITAR > UE 3%*451\! T
PREOERFFEERE 2 97 E 9 3 98 E 107 X ¥ fc 556K % o
3. MRFHZ2RFLOMIFEAATRTHE AT R ARG A 0 U2 ok

3N F kR R s TR Bl A 4 o

(2)~ ZRA RS ik

L E#BREPNFRARAMEIET > i A RHT LA R

—

4F1 H 29 I



TP EARDGHED T o URPF LA RALE > EFFLEBA KRS TR A E R
FERFERIBL TR 2 HIEL T

3. ACPRILREZALARBAEEUANLBEARBIAD  KENFL AR RTIE
BRGNS 4 I BETE SR BIE (S ¥ A B GeneReviews » OMIM - Genetics Home Reference

FRG AR TAL S D f@&ﬁmp”””'T@’”ﬁﬁwwﬁ%@ﬁ’i%i

Yh R AR F o SRR SRR S8

(T) AP HRALERY
L AR Appelp A@RF2LFLHER > APRRPFAAFALE SERAMED

BRI % > PR AR RS0 B 2 4T Bs 4L -
2. AHRERFPN KRR Z 2R HRIRGEE TR T > ke & Ap B H mRE

|8 %=452

B $BHERPRIA2. 1 0T o

Y5 F H 29



|

e

(-) s 7
*rh ek B

T b

B B ATIE P o ] 4

7

5

SPRIEPN B

AEBApY 2 FTHE-—TFAR @A BT P2
?ﬁ_; * http://www.genes-at-taiwan.com.tw/genehelp/Default.asp » & 7 * F #i%
P AERASILEBH N TARTHRE, 2 TRIGH, L

PN R H o s AN A IR

\iil’ﬁ!ljﬁﬁﬁé?ljﬁIﬁié’#ﬁiﬁ:}ﬁ FLE ~ BBk MR B RN %?%‘r—i‘r& pe
EAAZPIS AR ABATLERY » JBET ERBMEA DT IR L 2L AFREH
CIRRAFAEE A FRATIFE AR o 0T AR B AR A SR R G -

sxur Beay
PEEA TRERESE

EIRN=IN=F
e

(B A LS

i 8 &

ﬁifﬁaﬁ

F352 = Bl
B & &1 A

m

&l 45 &8 &

“

BRI 8

I'},*[%

fo o AR B2

C‘ougle ® & Ol OzTs

=

FRIEAERPXEHE

Pimiss s
AR BIERTE |
EifHHE
SRR RAE 200910/ T4 02:07:58
Smith-Lemli-OpitziE{REE 2009108 £ 11:38:08
Pt e 2009/10/8 L4 11:05:51
ERUEEEERREE 2 20001011 T4 05:01:01
1B (RD) PR BERET 2000/9/21 T4 05:05:19
B LB |

» EEEHCCMS - DANY2009/10/21 7 12:05:51

o BE22SEEE - criville2009/10418 £4F 12:43:11
o Re S04 EE  SHME KRMI000/10/20 LF 10:43:37

oiEEARA SRER FREMAZFNBERES

«ZEEAMicrosoft IE 5.0 LLEMRA, MRFEREE1024°765EHRERNRBR
+ERBREEBESREHEAT ©2006
o FHER M R EHSE, FRRAERBEER 2 ENIGE

B B E e F AP A e FE R TR S8
£200% > 40 b #7H 268, o 4p b i 235




2.

B¢ 96 = B W

RIES/AA-LIRT]

Eﬁﬂimi’ﬁﬁﬁ'&ﬁﬁﬁﬁﬁﬂzhﬁ HEXFE200R, HEAPHE26ER, HEESSRE . ©102)

HEAR SRR AR EAERED N
Bﬁﬁ?ﬁ% \ | (#8)
BRAPIEERRET, TERFIET

] [A] s iHE

| EER AT HEmRRma T

1 Aarskog-Scott syndrome Aarskog-Scott IE{EEE
1 Achondroplasia HEWEIER

1 Adrenoleukadystrophy(ALD) B LREaELEE
1 Angelman syndrome FES

1 Antley Bixler syndrome Antley BixlerfiEIERE

1 Alstrom syndrome Alstrom FEAE{REE

1 Apert syndrome
I Autosomal dominant polycystic kidney disease (ADPKD)
! Aromatic L-amino acid decarboxylase deficiency AADC
IAQ|BSUC anemia
lArqminosuccmic aciduria

ACTH Resistance syndrome

Andersen syndrome
I_Ataxia telangiectasia

ATl RBE  FAALEBET P AEAFRBERME Rp > ¥
WHRF P LR TN ORRAE > JETATH AR B BFY FHFL R

] ; #AHR RPEVD
S < MEZA TREARER
-
A

g‘.-ni.‘

-

[
—r 18 8 08
Pk 75 B i
MsEs - AT R ST GRS 2 IR F AR R b B R - S TR A WA e 0
i ey B RS T LAY W R A urine creatinine level.)
55 1
54 3 8 kg - M3k I 5} 6
@ RS
- %

Eoogle © * ONE OrxER

!

=
=]

%

o




o BEELEIENRNS - RE B0V T 08:1534
| ——rT

APz MRirfo HErridgas }%mﬁ}":
Famperw R B 8% AL AN w0 kR
o RTERLEERY T 0 5 &Y ATH RS e

o QEERE - FIEI0VIONS TF 105005
o Re @ERAY - HEEMY KEW2000I006 TF 014552
= Re tEEBRE . 20000005 FF 104121
= Re SRR - SEBNM SR 2000/1007_FF 1024483
= Re QEEERE - 20001001 TF 103109
= Re BRBEY - SN SFW20001023 TF 0942038
= Re Q@EIBRE - 20001004_EF 084800

o Drug Story - Drag Story 2001024 _E 4 0430041

o EEEECOMS - DANY 20001021 F4F 120551
o Re: ERIEIFOCMS - HEERNHY SFMU200wi02! FF 051605
= Re EEEHFOOMS - DANY 2NN T4 074017
= Re FHEEFCOMS - SHERIY SREM20000023 T 040120

o F2HAER - aiville20V VIS L 1243:11
o Re 080508 - EBY KEW 2001020 L F 104337

o DTS - 8 200V IIG T 115107
o Re AMETOSNG - LB SFM200I000_LF 103508

LIRS TEAC R A ST M 00O A X040

R LT

PRSP Lk

E‘}jﬁ@%ﬁﬂ;‘ggmg

TR PRFR o

2
Email:

(=1
(=

BEAE

FEE. BC2E |




B TPLEG Fa o B 138K a0k s ER PR PTR > U LT iz
RO B oty Bl 9K g AR TR NB B R AR R e A
b A p L o 2 B EEAAM LT R T A e e S ERTH SR R

FELEES ML

FHRREF RTIER 385 (98/08/11)

b EE =&
i o
%
CAH (BH ARSI )
" e : e
X (Fragile X Syndrome (FREREFSEEENS)
AR FCHE (Fabre disease) e
abry disease (BH ARSI )

# il Retinitis Pi s api
Familv Retinitis Pismentosa) (B SR )
i e i T
ki (Mitochondrial disorder) (ERAEEE AT )

E
(RRABAAEEARTRE)

é_r%g%‘f%rrj‘—rJ Tav s VX G b%j@f‘}?‘aiml’sg f%‘fa‘rﬂ"’ s Tl BesiaAn B
WhzteHs fo EFLPTIRFEALLFEY T SAGLPFFFHRENE - L
TR e BB BRI G

BESATFLEBAFAAMATRALE B RREET N N 27 Y

-

=
=
]
R

Ji

TE -3

R TR igﬁ@;ﬁ:@;}g MArFesdad » IV ERMELE 22 F
Vi TP EBATALT R o SRR F R b RETMATE 2 Bl o F

=1

kil ﬁﬁ*mvﬁvm’i?*%ﬁ*ﬁiﬁ%i%ﬂiﬁ

279 _E_[ :l:[\ 29 _E_l




| R

HEERTRAT R Newl 20091012 R
025028
2009/9/25 k&
11:32:08
2009/9/25 b
11:20:26
2000/8/4 T
035217
2009/8/4 o
11:02:15
2009/8/4 o
11:02:08
2000/8/25 T
06:09:03

B i [T Al A = B by 2009/1/9
r:nsﬂl»e breast cancer. BT 04:54:52 T

2008M10/24 T
03:43:56
2008101 TFF
04:158:01
2008/9M5 T
04:10:42
2008613 TFF
04:45:05
20085123 FF
04:30:34

2009M0/97FF
04:49:51

2009/9M47FF
05:19:42

EE A AEE HTE 2009/9/8 L

10:26:54
HE ST SET Y 200918131 T
02:34:25
bbb 1EST B Bl AR 20091819 L
09:36:56
i e SRl e =4 1 Y 2009/818 4

1 4n-3A

1. kg

TEFAF A B FRELEM S BPFLORREE R FF T
TROEFE FH DG GA BN B TR 57 7 RIS T T Rk PIRIRT A 0T
g g A0 98 £ 6 7 25 pAe o fxt ¥ - 4 473048 Histats o 2t R8T S H p o7
FREZFITAS 7 ARF P BT TREAT TR 4o AR Al S PP R BT
BT R R THTAEE 2 REHI P RTZRE L R S HTIEL AR

FRAREG B g2 S #Fl’]ﬂ?— » ik AR B e )J‘?%fii'—f_igﬂvﬁr—f

Ab
BY10F1 H 29 F1




11 ek ™ Adp 98 # 6" 3 98 & 10" B > 345 7452 A FI T i€ ™ i A esd
T yaE 0 4 =K 1,800~1,900 4

12 b * Fhpe R b o@e sl B ABEF A ERAEZ -7 2R
S SRR FT R TR ARRINA > T AR R AR R
o BAGNY R ER A E R SR T B RMER S TR IR

R R i X

@ Reset City database Country

Last reset: no reset

@ Reset Country database B TAIWAN : 4.683

] CHINA:221

[l UNITED STATES : 73
) 2=k : ] _ [ HONG KONG : 41

*City database is limited to 300 entries, reached this limit new city found

will be signed as Unknow [l JAPAN : 11
*Country database is limited to 100 entries [ other: 29

Last reset: NO reset Country City

Country
TAIWAN
CHINA
UNITED STATES
HONG KONG
JAPAN
AUSTRALIA
MALAYSIA
CANADA
SINGAPCORE
MACAO
SPAIN
GERMANY
UNITED ARAB EMIRATES
UNITED KINGDOM
INDIA
INDONESIA
17 . KOREA; REPUBLIC OF
18 @l MEXICO
19 [ FRANCE

HE-EHREE

w0 oo~
-
&
=

IHEN@HG |

‘Q (" satellite

2. B %

N

RE TFAR B AR B RRARTHREL S 2SI FNF LR BARI L 0 2

PE S ERATH SR ARM A o

21 PHFREER R RS G tes  2U5H -
¥z
4 PR

X
G

14 8 27 12 4 6 10 19 9 0 6 31 20




P

Ry

20 REFARBALEEBLIARKNG L ERR S RE &L S

o #< PRt Bkt
1 [FSEE R 5 3 1A (5% % |Familial Amyloidotic Polyneuropathy
o [k B s B I 24 (513 1 £ |Pantothenate Kinase Associated
P T Neurodegeneration » PKAN
3 (B LA RY MupizHE Hyper-IgM Syndrome
4 | B-#dp (&) EiEH Oto-Palato-Digital syndrome
5 |4 (i) 7 WHopiE ¥ Nail-Patella Syndrome
)2t 5%

23 PEAHARBHN S ERZI AL K 105 ¢
i e PRt A X

1 |5~ 237 MEFLR P REF |69 Terminal Deletion Syndrome

2 |=Z %4 % 9p g iz Trisomy 9p syndrome

3 (A xEfqadisg T A > Spondyloepiphyseal dysplasia congenita
4 |FEEFET 32 Inherited bone marrow failure syndrome
5 |Li Fraumeni g i ¥ Li Fraumeni syndrome

6 |E&A T A R Pachydermoperiostosis

7 |Netherton J i ¥ Netherton syndrome

8 |Batter < jg iz ¥ Batter syndrome

9 |Gitelman * jg iF ¥ Gitelman syndrome

10 |E HAfEL Sitosterolemia

I+ 10 %

3. BB R0

ERBFLEoY 223K IR AR UFEAP SRS SEPL R0 AP EE

ST12F1 H 29




EELF 2 AT ETHE O OHNEFEE R TR L KT T e AP g

B LA AT FHF RSl FORH > NETE AR AR EE R GFE A AW

A F AR A TR AL NREEALR A LY RRA - S EATH S ) e
v B :‘7}5 r»%lr'—f :

3.1 98 ERTHIFP L3iRid R bl & o™ o

RS h &
1 |#-%U88 5 5 (Mitochondrial disorder)

7E M F # AR g 5 W (Family Retinitis Pigmentosa)

2
3 |;# % 33 < jz(Fabry disease)

4 X% 4 ReiTe 2 i# @35 (Fragile X Syndrome)
5 [RF T w4 g (CAH)

4. FE R &
LR E T
ﬁ&iﬁ%wh%?.’f3+ﬁ#§%%ﬁ‘ﬁé%%ﬁ‘%%ﬁ‘éﬁﬁﬁﬁ‘ﬁﬂ
BRI MAEE LR E o S ER ST REE L L FER G > SR OB F R
Mg RAREYEN B BAGRFE SRMMIL B E o B L B AT A

Wi

TRA S ARG R ERNFRIN G o ABF T w3l 05

S

4.1 98 & FTH F F ATideT

f B Bt #10 H
L LS A 3R
N S L v R
Gl LSz
T FlRATFE
LAl 2] 4 oky 4 2p . 3 E//
2 (XqQ28 eirak 2 B2 F H A AR M G RN
; Donepezil’**’?‘}é«'}%}%Qf&,ﬂﬁﬁjﬂﬁi‘%’i'ﬁiﬁﬂ'%l‘%%ﬂ%gfg
817 % 5 gt
4 AR RET I N EATA D& R B A2 %*?F*ﬁsﬂ??%
R R 4 F R 474 FEr
: Bk F1 ¥ 530
5 B2 0GRV UEDBEA D B gy - ) i f?g FATIRE
4% % FFF
6 |BPSgpird 2k v UENSHLE NP R (L X FRATFL

Y13 FI H 29 F1



http://www.genes-at-taiwan.com.tw/genehelp/database/case/record_35.htm
http://www.genes-at-taiwan.com.tw/genehelp/database/case/record_36.htm
http://www.genes-at-taiwan.com.tw/genehelp/database/case/record_37.htm
http://www.genes-at-taiwan.com.tw/genehelp/database/case/record_38.htm
http://www.genes-at-taiwan.com.tw/genehelp/database/case/record_39.htm
http://www.genes-at-taiwan.com.tw/genehelp/database/case/record_39.htm

47 % F T

MRP #/ b S psa* wme 2. thGAA #EP»x| 4 4 EPS F’%E?]%ﬁ 53R
23 5E gk

I RSpl2 ¥ LR Bz X MBS
8 | (estrogen receptor-positive breast cancer)Z. 4p
LRER

13 8 Ji

A Ferd e
W& F

5. &R it

BT ER ) T RGO N RENIGIN B BA R BB LR L Pl M
AR X FREPFEEPET o REEEPER RO R F 0 U2 AR
LER GRAMBF T 3 BRSO L o G BRI L R
R FENERFRTTNF o ARI ST AR T Rl o EE L S e AopAp M
Foe PR AR R4 3094 =k ail B ER PRAE > 484 =k en R F R ehifl BR3E IRAL 0 2
AEFLAFBAEEBIPET T E > KPR 3704 il gk o TR R
SRR S o R R A RR B N AN B R F D e g

mE Tz ﬂ,ﬁ‘ffiiﬁl—‘$ g"’?};?—g‘?fgﬁJ N I_;ﬁ‘__,_érg,,‘.:PFqJj\i“l‘—‘—%gjﬁ’v&r’f}fﬂ%\’“‘r

T .
5.1 S b ks byt > RhHks 13094 = o
i 12 |27 (3% (4% |52 (67 |72 8% [97 (107 [1-10 » |F &

T rr R 11 | 21 18 | 23 14 | 11 19 7 10 5 139 45

=% %K 7 20 | 22 9 12 | 11 9 5 4 2 101 33

4x v R 2 0 0 0 1 5 0 0 0 1 9 3
J 25 | 45 | 48 | 40 | 36 | 37 | 35 | 19 | 15 9 309 100

ST14F1 H 29




v B AN

3%
19% ’
45% O% xv %
Elxw%h
O02-3x % %
33% W4z 2w §
? o @%ﬁﬁﬁ%ﬁ@%ﬁﬁﬁ
E,’},\ 19 29 39 41! 51_1 69 79 81_1 91_3 1081_1()9
z EL;;;’;; 8 26 21 6 5 9 16 7 6 2 106
gL 8 15 8 10 14 19 5 4 5 4 92
2t B 9 4 19 24 17 9 14 8 4 3 111
[ Edc| 25 | 45 | 48 | 40 | 36 | 37 | 35 | 19 | 15| 9 | 309
S
[ 2t:% &
30%
LIPS 1% |22 3% (4% |52 |6% 7% [8% 9% |107* |1-10*
23 a 11 22 24 19 19 17 17 10 8 5 152
o 4 23 13 11 4 2 11 3 1 2 74
gz S 0 | 11| 7 6 | 11 | 2 6 | 4 | 2 | 54
)2t E w20 45 48 37 29 30 30 19 13 9 280

ST15F1 H 29 F1




19%

0% ¢
[ ¢
55% 08 2539

(12 |22 |38 (48 |59 |6 |75 8% |94 (10 [1-10 *

¥ 1 13 4 8 9 11 12 6 2 2 1 34

R 1 2 0 0 0 1 1 1 0 0 3

B %
Opté

a2 2o

Ty EFFTRDE R o A EARDT T BEEER S S E T 20% 0 Fl ¥

Bt R R AL AR 2 BB AT

BY16 F1 H 29 FI




MR o

CRNE
80%
52 REeRARmpALE iYL vRE 135 -
f ¥ # B
1 |34
2 |AAMBAEERY ERpigHE
3 |mbE g
4 |BE$ G frg faod peaig iz A
5 |BE~3R - TG MR SRR R
6 |3k 7 BB b AT s ?
7 |BH# o BHRE R F RN ES L
g |EWXREZpFEE
9 PP % eniZ+ {807 3 e
10 |N& s e
11 |5
12 [FANATE LD MR LB
13 LR < g
s 13 &
53 B IR R fcsyt 48 o
H,’},\ 1 % 24 33 4 7" 52 6 2 72 8 7 9 2 10 *» 1-10 %

5T17 F1 H 29 F1




E)-MIELEEE LT

1. @#* j‘&ﬂ\?:ﬁi

A RIS B BERARMAR S B E AL 1 PN RN A RS W
Fo K 9TE 9P BP ISR w5564 E o b R AR o ]
DTS NP i&;ﬁx’ i 65.6% ; teEdst 12 31-40 FRehE K L5
EA41% ) R TARRY > MBI/ AFZRTREERS 0 T 56.8% ) BEAF
dRIR P ERIEE R S o A A 151% 0 B AT F 0 B 122% 5 Bl e
By T b AP R S 50 160 40.4% ¢
2. ®ER*YR
A Aol B E i RS R PR 682%F BB RERIEF > 10.7% 5 RS
Flp < ¢§£ml%‘*jﬁaaﬁ&&xif'ﬂﬁl?i\' Sd g T AR o AT R AR
LAHFI AP OOMEET A TR AR gl o d T AR
F e BHERg 0 ¥ I R OF D) AR T Dwt g o
B. ¥i*prhinsd: RPATHE TR T b, » BTG 37.3%:Hi
R R ,213%m1w—§1w,«§h 23 o d 3k S HE R kAL
A T AR RREMR PRI TR S EREFE AT FE 309 4 0 AP
WA EDI85 4 5 5T 124 4 RAARKRAR S i Y F o 5 TR @il
FAEm 3 Ao Boid TR @ % Y1 A AR5 BHIT 8w LF
BEBE P AL AT AITEE > ST 2 A 6 F 2[4 F P
TRTRY VDN AL
38 4w BEl [T A%
doie @ATR A CS o 384 | 68.2%
(W) il 11| 19.7%
FAR 31 5.5%
T LR 30 5.3%
U 7 1.2.%
¥ T g L= 194 | 37.3%

SV18 Fl H 29 FI




rERT eq | 1620%

Yoo 18 e 2k

6 % 1%

W g s
O e g 5
Oz e g
WER AR
[ -]

20%

3. RTRTBILAE
BORR Y F YRR T R Y RITAR LR R E S S TRTHERERY 2 TRT N DS
LADE - & TRTHRFERY | PALEEP FR - A0 DR FHART TR

GRINAL R TRETPF L IRAREIFR TG S S DR F R RT TR O
E}é IJ/%I&o

A RREL004 0 RS 85 A ML TSA  FT 604 LAAETLE0

+
e T BB Y  REFIRET R EASEMA L8064 0 HY TRFTHERITRY | KL

:"sk

BREVER T o, 81l A TRENE | BRLAEDEHTISLS#E 801 4 > BT AT
PO H e e bRy FRFRLDERERY > @ pForfieehp F g7 o i @
FRY FIHEFEFE .
BfsR-TRTiEiER Y )2 TRTPMF  OBIARADANTES R TRE )~ Tagw 24, ~

I’ﬂ;-;";gtJ N r'F']‘Aq\LLJ % FA\&J E2Z% o 53 4eT r3_1ﬂ§}g—_fé\‘;}§i%f§?r_;‘%;‘g))if‘;%ﬁ%\,J z

B2RTRGRLAN L LA MERY -
3-1. R EHITRY-BLARAD G L

kil 574 % g
Y AL 132 25.4% 220

RV /,,\33;

g=l!
&




% R, 87 16.7%
L 274 52.7%
W 25 4.8%
LA AR 2 0.4%
E AR 119 22.9%
i & 85 16.3%
B B 295 56.7% 81.4
L 18 3.5%
LA AR 3 0.6%
EF B R 128 24.6%
ik & 76 14.6%
MEFE O |BL 292 56.2% 81.4
W 20 3.8%
L5 &R 4 0.8%
2LF R R 113 21.7%
% R, 64 12.3%
PZE |BR 321 61.7% 80.3
W 16 3.1%
LA ER 6 1.2%
Y AR 113 21.7%
% R, 67 12.9%
FEAMT AL 320 61.5% 80.6
W 16 3.1%
LA ER 4 0.8%
81.1
CES
O =% 2
W5 R
O& 7

| R &

5720 F1 H 29 F1




LR

R

P 3 % bl i

12.3%

(S
O =% &
W5
O+
[

[P
O 2% &
W5
O+
A7 ER

[P
O % &
W5
O+
A7 ER

L
e
[\S)
[

=)
piax
N
O

Rl




32, TP F-RAADALE

F g Aok (T

12.9%

W25 %R
O =ik &
WE R
O&+F
W07 ER

i) 4% BRE |pAY%| LB
LE AR 114 21.7%
% R, 71 13.7
BRmFOEE B 307 59% 80.3
W 22 4.2%
Lo RER 6 1.2%
Y AR 107 20.6%
% R 71 13.7%
diakn (B 317 61% 80.2
W 20 9.8%
LA AR 5 1%
EF B R 119 22.9%
% R 60 11.5%
MEFE OB 316 60.8% | 80.4
W 19 3.7%
L A2 ER 6 1.2%
Y AR 103 19.8%
% R, 62 11.9
PZE |BR 329 63.3% | 79.7
W 20 3.8%
Lo RER 6 1.2%
% g i ib# ;‘fi '&. 104 20% 799
%% & 58 11.2%
N 337 64.8%
W 16 3.1%

ST22 1 H 29




LA RR 5

1%

80.1

13.7%

P BeH-NF

92% 09% 19.4%

12.9%

57.5%

11.5%

W2 F s R
O 2% &
W5
O+
B-LA7 %R

Wz F s R
O 2% &
W5
O+
B-LA7 %R

[ S
O 2% &
W5
O+
A7

L
e
[\
W

=)
piax
N
O

Rl




11.9%

11.2%

i W AL

81
80.5
80
79.5

79
¥ 785

78
71.5
77
76.5
76

SONNNNNNN

96 97 98
R

(SIS )
O %% %
Wi
g+

W57 %R

S I

O %% &
W5
O =

B-Ls75R

n
o
[\e]
i
!
piax
N
O
Rt




(Z)FRLARE D Wik

ARBFEPNFLABIAME Y AR FAABO R P A ERPFUYI E
EEFALARBEENGHERE  URPFLARALE  LFFLAGARLE IR AER LR
FRxaB3 TR GBI T

glﬁ@&j’;EE?%?%%EF%4ﬁ?gﬁg?%mﬁi\ﬁfﬁﬂiikt’@F
BENFHRERNIRAG  HEEF - ARAD LRERS D R HBARRFE A BREG H 2
T PUTE DR BEIFLENTF o

&ﬁﬁﬁﬂi’%iﬁﬁﬁiﬁ%%ﬁwﬁﬂwﬁﬁﬁf@ PR~ FARFREE > EF
iﬁ;ﬁa&{ﬁ g R F iﬁ:}ﬁsf_ WHERZ LR :}]is » ¥ & B GeneReviews » OMIM -~ Genetics Home
Reference ¥ B #F 5 Jp 7R ¥ mv}]?c BATERT W w R 0 LR T AR AR M N B s 4o
LATS 2% M2 A F oo

APERER S ED Y RL > X T HILNE AR REL O TR T X ER S S ER GE
BEE o VMRS SR Ao E G R R B

FAARBE L Gk S ERRSRE BB

TFRD /= 5¢ & 7% Pp E AR ) A hik
0801 B L AR kR (G2iEAY) ]
0802 Btk dogbre (P RPEEE B4]) 2
0803 N F Y 3
0804 L XI5 4
0805 b R 5
0806 ke Ak A B h R A R (F A BLE 4 L iE ]

RE)
0807 24D 7
0808 PReprd Ko g 8
0809 B3 » Vgl g 9

BY25F1 H 291



0810 Meleda § 7 10
0812 AX AT 2R 11
0901 # G PR T FT) 12
0902 | Lhpm/l L e 13
0903 e 2 hT 14
0904 Nemaline &Pk 7 ep o % 15
0905 Schwartz Jampel = Jx iE 16
0906 LR 3R E R 17
0907 B A 18
0908 ol B % 19
0909 B OA mOzuE £ 20
1001 =% 7 > 21
1002 FEST P 2ECH] A Q) 22
1003 YRR (REEFF) 23
1004 RSN Ede SRR e NG 24
1006 BB TR 25
1007 McCune Albright = & % # (8 Attt 2 £5) 26
1008 E IR eI - i = e 27
1009 HEH g 28
1010 (20 T d e S 29
1011 Conradi-Hunermann = jg i # 30
1101 B (kA o) 31
1102 T F O g g H(ERK) 32
1103 AR B eHBF ¥ 33
1104 N 34
1201 47 apRin 35
1202 EAA AR 36
1203 R A R 37
1301 N ML R IR By o 38
1302 Bt B T R 39

5726 F1 H 29 F1




1303|4343 Amskie Epg 40
1304 Wiskott-Aldrich = jx i ¥ 41
1305 Bt A AnsLg 42
1306 AR > 84 L 43
1307 IPEX g iF ¥ 44
1402 Bl g TR R 45
1403 P&+ PR F EFHMR S 46
1404 FIEM R PR ACR s 47
1405 e < (K BR) 48
1406 Laron =~ % g i ¥ 49
1407 Kenny-Caffey = jg iz # 50
PRSI B A L AR c A o A N - R =3
1408 51
¥ (WAGR EiEH)
1409 RS X 52
1410 lo-23 i fadd 2 g iF 3 53
1411 Kallmann = jg i ¥ 54
1501 AR R 1 55
1503 AR TR e 56
1505 Beckwith Wiedemann = jg ix 57
1506 Mo g TR R 58
1601 Rk =2 59
1602 Crouzon = Jg iF ¥ 60
1603 BEZ-0 2 g 61
1604 Cornelia de Lange = Jg iF #¥ 62
1605 X BITRE 63
1606 CHARGE 5 & w3 ) 64
1607 Aarskog-Scott = Jg iF # 65
1608 Smith-Lemli-Opitz J % ¥ 66
1609 Bardet-Bied] = g iF % 67
1610 Larsen = jr iz ¥ (Bp4)-L X M0 g g3 ) 68

Y27 F1 H 29 F




1611 AR ERE VR 69
1612 Treacher Collins = g iF #¥ 70
1613 I RES ke n A 71
1614 ¥ e R 72
1617 XM FEMR T R R 73
1621 Pfeiffer = Jg i ¥ 74
1701 Prader-Willi g i # (/] 22 4] ~ ¥ FH) 75
1702 Angelman = Jg i H (|- %3iy) 76
1703 ® R AT R 77
1704 DiGeorge's J i # (X & ip ) 78
1801 5 EoE 79
1802 Cockayne = ({7 §~F] < )jg i ¥ 80
1804 B — %oy g ¥ 81
1806 A S g 82
1810 @ B R 83

(=)~ B fe%IEE LD

PRAZe 38 > ML ES F iﬁf]ﬁﬁ&é%i@f?#ﬂ Pt SRTE P 2 BRG] o & 98 s @

P EF AR ERP B BRI HR  APRIRBFAARALEG  FEFME B R%

"lv
T‘&;

BASU R REA T S SR AT AARAL R REFP HLRLT T o B PR ER
g eP3E P 4T L
€ A 2 50%
# X 0E LA W% IEP
# RARpEH oL
(a®/%)
[ s %8 5 I ¥ L R%er L 4+ (Mitochondria [ ImtDNA nt3243,8344, 8993, 1650 =
~_§_ disease mutation hot spots panel ) 10191, and 13513 gk ’
X [ e sl 2 7 H pe 13513 = 8 R R B4 41 CImtDNA nt13513 =2 530 =
? ( Mitochondrial disease: mtDNA nt13513)
[ 4048 5 i 2 Leigh= 3 & "4 % %{Jﬁa%# H e
™ 10191 = % % 84 47 [JmtDNA nt10191 i 2% 530 &
(Leigh syndrome: mtDNA nt10191)

BY28 F1 H 291




[ k%48 5 Iﬁi\Lelgh L3 E ”mé‘%{[}iﬁ%%"ﬁm%%

[ ImtDNA nt8993 =2t 530 ~
¥ R %2~ 47 (Leigh syndrome: mtDNA nt8993 )
SR8 A 2. MELAS Jp iz 3+ H pk 3243 =% R
st s 5 EFRFERAR © 7 | OmtDNA nt3243 =3 530 =

%24 47 (MELAS: mtDNA nt3243)

[ Ik 4 48 5 i sunt M R A 1 R i
BRI 8344 E R R EA T [JmtDNA nt8344 i+ 2k 530 =~
(MERRF: mtDNA nt8344)

[lesihg 5 s 2 @ BARA 0% S 11

) [ JmtDNA ntl11778 =2k 530 ~
11778 =% % %2~ 47 (LHON: mtDNA nt11778 )

TR R A A PRFREIBI o MRREP PN FUETRANAD AL ERF

A ﬁ ’ji‘."l KfTiiIl;;\ l‘f—]»‘%"j\“é;%_ﬁﬁ%t’ o

rAIFFRERIANCFALE J]%j@;;;amﬂ ieo el F ﬂ,iﬁ@:}i:}?ﬁ— BLi ) ek o RrbE AR
BEAE - BBk M FWE T EGERDS R M REF FLE DB RIRET PR
HFERE THI2 PP E R E Ml c TRARTHENFE RSP > FHET Y RE
LR HFR T4 AP REEAPN O RRes > NDFHF LR HRL -

I3 1%@}‘}]% FLRE e L & Q?TK‘&&"—"@%QJ}*%F MXERP-TF o AN PHFFT AL NEE
DAAFUFARPPF > F R PR THEEAFERETE > UFEAR NSNS RAKEEFF L
ABpopz ML > B R BEadp ) REAR FEA RS AR T ARG F R A ALE T
%waé’ﬁ?ﬁﬁﬁwwwéi4§w$%ﬁwﬁ@%orﬂ,%aﬁiﬁﬁwmﬂ’@%&ﬁ
GbofrenE B W Y R R RS TRET RF ORI TR (T RFREF L
B R ORF R A A A RHE B L & g

EFLERABERLE I HIED LY c AER RFAABALE L BIERS C REFE AL
TR LR T e B MIBEAY 0 BAGT S B E AL K0 B AR T oyl
By B E ALz W RF LA o

RPN RHRAE L AERCEZRBIRIGE LT T > RIGREREA R MR F L P B
SFHHRHFP FONRELAPNFAABLE ST RO P REFAAF RN BRI LT FE

5Y29 F1 H 29 FI

Q_jf




