LOVE
HEY | 138k REAE

®.
<C>'FDA

THEREEERAENEIER HRED



¥ p7

FiwiE RIALEEBIFHSR /EB3GE p.8

MEiRFHEAZRZRIR EAME p.io
TSR REE 5ER pi2

EmmEESaEE, EEEE pus

EREDKABTEKR/REM pao

I B i6 B SE R fEE oo

—_ l'—L::I: =N}

ZENLBIREEY) L SR B p2y

— -~ FEERTFHMEEEE p3o

- FRERPEHEERLAEZESTHEY
MIRPORER p3s

© BB pag

- FREEM SRR EN R ABRARTE b4y

=R

FEE PR ps:

- RERFRERELHBERDL ps2
© RRPEEE LRI p.56

- REEITHRAAIAE p.oo



Bl ARVES g

— s E BB BZFEERR po4
=~ EECRRBIFESE p.os

2 R FHEE R A5 pos
 ZRERABMERZMESR po6

- EREREEMAZEKRER pos

- R TE REREYERER poo
- EHEOBBREIE pio2

- f8%E paog

H 3

B 22 B 95 93 BELEE D) poaos

- EREREYEEEEIEZ 548 pio6
- FHEEBISRFAZENE pios
s IEAREREE puy
« FTHEE K Huntington's disease p.123
* X ERERJE Fabry Disease p.130
- B SE—REZBRKHES
Urea Cycle Defects p.13:

© REERENARS B
Primary Pulmonary Arterial Hypertension p.132

» I ZEHa B SRR E
Amyotrophic Laterol Sclerosis ALS p.134

FEHE NI

~
7

ot

=

7% 4% i el



F. ~ S EESE Mucopolysaccharidoses p.136
+ « Z214RE{LSE Multiple Sclerosis, MS p.137
+— - BEEKJE Gaucher's Disease) p.139

+ = - FBERFRAE Phenylketonuria, PKU p.140

= MBS B RSB ER MR
X-Linked Hypophospatemic Rickets p.141

+M0 - & ECAE(EEF Laron Syndrome p.143
+H - BFEFREAE Wilson's Disease p.145
+7% ~ $EBEAE Narcolepsy p.147

+t RIS
Acute intermittent porphyria p.149

+/\ ~ EEE KJE Pompe p.is1

+ 7~ BESE Malignant hyperthermia p.153
——+ -« EEUFEFME M Thalassemia major p.i55
—+— - SBEBRELFRAE Homocystinuria p.1s7
1+ ZREKHER

nborn error of metabolism p.159

—+= - RELIMJE Propionic acidemia p.161

—+m -~ FERMEIBENFER
Chronic primary granulomatous disease p.163

BN 8% paos

e 1 BMEBELASTERAR "ERERAREYE
ZEEMRE pi66

ik 2 BMEBREEREBREYEZEOMRETBIE p.184

(i 3 HERBEEFRFERBREER pisy



5% 4

fysx 5

fy5% 6
fysk 7
foik 8
fi%% 9
fi%% 10
FoEx 11
Bogk 12 7

figk 13

FMié% 14
4% 15

fis% 16
fosk 17
fyé% 18
FyéE 19
fi$E 20
fisx 21
fisk 22
fisk 23

'EREFRBHEERERERSTRAEYYRP L,
%*qfa#ﬁ*&{ﬂiﬂé;ﬁﬁr FHhEERMBERERELE
TR pi8s

ZEREREFHEEEREZSITHEYYRPL L, E
RERBZETAEYREREEE —ER pio2

FRERBSHREBERPBEEHE pios
FREREEREE pios
FRERFHREEREEREE pios
FREFRBHREERMNERSTHEYENE pio6
FRERZBSTFRHEYPRBEEZERE pigy
FERERBESEREYERREE p198

FREREFHEEEREZSTHEMYRP D 4
EI2[EHAI p.1gg

FREFRBHREERLERZIAREYYRF O
FRinEENAEEREFHRERRER p.2o3

FREREEEASFHREERMBEER p2o4

FREFREREEEMERSTHEMYRDP D
FEEY—ER p.2o5

BSREERREYMESIFRPERE p.2o6
NEFEBFHRETEREEE pooy
FEREREYREHBES p.236

BRI ER p.23y
BERENFREREMFEEERTERER payy
BEZERERMEEAEMLLESR p.240

ZE R PR iR SE ) BB FEE 7 SR ¥ RER p.2ss
BEIRTITR p.258

7% 4% i el
5% THE Bk



F¥



IRIEZS | 135 B AAKIE

7% 4% i el
5% THE Bk



PR 2 RN BRI - e R R AR N
TR RIS A A A Y B B 2 Bt B R i AL B SRR R
RB FREEBINYUE - 22 RER G IR 2 M EE vT 8 AR ZE R
I B E RS TP R A BT LA - S8 i B g i B A A
BB DA A E T A K EARREREEYIZE - 858 g i L
FH B 55 S5 0 TG SR 2 W IR A EBHE R I HEE  [IRIRE89 (ATt
2000) F2HIHMEH A T2 BRI 16 R EEYRE - FFE8HIH
TEATIZ5 1 R PRI 220 B AR B R A P R R R I8 - YR
B T RGN RIS E Al - EE R 2 1 LA
22 (1983) ~H (1993) ~ (1997) Z & S VU i 2 A Br v 2 1Y [
%% B FA20004FpE R 1T BE e & -

52



PERBIE TG R EEYE ) SEE TR - FAEEAE2000F201 34FE
A8 i) E ERR T T H s WA B R R R T R R R bR R B
rmSEVVE R - DU B R R R - Ry R AR R G re #0152
SE RO - 5 i S SE R BRI 55T AR H R S
& PR TR RAI A - hiaE e 2R - BT R AR REFE 5T
3% o ME ERAGER B MM TERRIK - FEEAT R i i - e
K - 15 27 B B Ay B s

R 3 3
THGREEBER

7% 4% i el



— 10

ik SR A B 38 2 J B

— {8 B 22 3 22 LR s ) B i L A O Het SR P - i s — B
iE LN R BRI - 15 1A AR S s B IR TR L 2 3

g ﬁAT’E?’TfE%ﬁE’JH%FEﬁW’EEII998$4H£.E%E\
RF AT BTN - R ATT20004E—H58 =578 - AR &
B "R E R YL Jﬁ%zﬁfkwﬁ%ﬂ”ﬂmf%ﬁﬂﬁ
e et

RIE R TE e A RS E B SR A5
i —E A R R RIS S TR ARIR IR K BB EE
NHE » B8 B Bl B4R R g B R R AR (R J L [T 0T 22 LR iR BE IR RE T E
(designation) * #i#% (New Drug Application) - f&i{bZE5m 24 542
B G SO FREE TR K Aa T 30 S8 0l B Aa N R R 43 il i E
HERERERE K THE - SEIGE -

Ty B B 25 5 BE T AR 2 R S8 2 BRITE EIBUR - FooR
KFERZIES RMEVEHE R RERILEE  AEZET NME
Fosk T IE TRV R BV ) CILERERE R ETHE B

a1 RBIE R R R IRIA Y516 5 BEVG R Z K IIHETT 5 [RIRF e
R FH IR IEY) 2 L SR B ] - DUR 3B 22 B L e FH 2

52



STEEMS LT - SHIMES B S T R S BIE RR R EEY) .~
EHER  RFAFE - AR TR TR R B S e [ 52 1 B P B
R AR

ABANEFERI998~2002F B EMEFEHBUE K - FIRE —i
FEARR I AL - 2558 » H B E BT (E FE — {1 H X R AC Sk
M SEp = iR 2SR RIEE - BEsE  fAEBmaL T
FEHEBERZEG R AN NEEBEFEFRNV T ZS AR
MAEIHE R R E M) - REEH R B ES AT (LAaE
TNE)  BRFEEER T ~ T R AR — R R E R Bk L
JEK A - 55 R I BE R E— - TR A FRI B R B EREIE R
Rl 2 EREREE R ERERES TR REATR  RIHE
I (AT ER)  REELE -

TS EERIHRR - A B BE SN T AR FRE BUR BN 22 R R
28V 2 BURET B A o 3R BN S B B N B R AR  2E5E
REEBESUINEREREY IR R  FEFEREREE - 1
BE B INoc = 268 BAR % - SEE I R -

W1 &y i
ERGERER

R

11 —



- 12

A i Y A B i A

EEUSIBER A HE T—ATHRIIRIR | B T2 D IR IR 2
AR AE SR R EE R TR NEN A Al
TEE T HER PN B/ MR E - IR E R MIFHIRE R IUm R
ZHIRANEEE 5500 A A BB R R 2 - HRTS s
hT Rt R IERE A A B R S E -

DR N B TERSIEEIOHESES
2 TERICE BB TR B SRS PGE — ) R PR R
BT A B SR - DUSSHE - ARG R T S5 B2 R - B
BN RE " HAS ZEIT- - ERSEER - TR
PR RR SR B E AN A) Ry AMEE B2 S IR R B PR R - i AR
RISR - RTINS EANRS - T IR AR R ERIREE AR
B AR w2 R N BB E PN - 2 E B R R E A & 2 -
M R BN T AR BB - B Bl Ry TR 55 S TR

F



IR ERTTEIT  BER IR EEES Bt & WG
R BUF st ENRR B SERR R BTk EE A LR R ES
BB ME ok (R P B S ) e Bl - RI(EANIL - ZE0m BHE R B g A
RS SIHZER] - R HEE R 77 a2 7 m B 259) - g 22 7R
T I A B2 B - RE T A2 M R 5 B ~ I Ay SRR - AR T
BT ERTT HIRE - 30 B R B 25 B 1 i 2 B o g B U B O B 5 [ -
Al B SR A DA - S R P e AT 8 B BE S IR EBUR R
[ B SR S S LT T A B (e S B -

7% 45 i el

13 ——



— 14

At v 7 o 11l

TR LRI A SR B - A2 & — W A Bt 2R A0 T 22 ¥
FAY e < 5 25 R A 52 R e Ry A 2 - BURT ~ B 5~ B R R
IH e REAH S PR - s 1999 E R BR & & R I71% - A5 & 1K
JiF B B DR R B HFIFE T SRAE2000 1k =788
i S BAAAHETT TR RIRRTE K EEY i R R R
EAZEY)E AT TAHTRIANE -

i Rk R R N TR TSR R B R R A1 DA

BRI DILAZE R B2 B R IR 2 AL T SR S 7R B m
o 4 E%EHH&%T% 3G R TR R B R R IE - A TR IR
RBAIE R BEY) ) HiTTiR - HRTBUR B A &8 RPN 197 - 1M

ﬁﬁﬁé %fﬁ/ﬁ‘ﬁ?m‘%mﬁ%@ S IR = RERE TR
S H RN RIS BE15 22 530T6,00 0118 32 R 50m 22 B HURS I B
YEISLAET #E A2 Y LB BR 77t A e (K - ARORER T T2 I A
MRS

F



(S A E 7/ EENE D AVAP R O ) NS RS TSR )& 2
EHERAKRE LT R T LM HE SR, —F (et
ORI R B B R 5 i R SRS B R BORHETT - NEE
FER PR BV REE » A B B R B RO IE 3R - SRR R R W
SE LTS - SETT BT #8812 2209 S S RO BE 8 ke BT - DU IR A2
TR AR B8 R PR IR 5 - 2 SRt Y e B 2 B - SCRL T S i s 22
BRI B BE Y g LA A HRR R ER 1A% - H R — AN E =R Y 2
HERE

A I kR 1o 25 2 R A1 B 2R AH R R 2 T A T -
T AR5 SN T R AH R B ALY 55 TR R - W DL BRI T 876G T~
TR A= o B ) -

W B A
ERAFELBEES

7% 45 i el
5% THE Bk

15 ——



— 16

FIREWIRAREER

FERE > R Al BEIRIRRILE ; bE& SR PHEGED ~ B
JF TL3 e R T R R 22 L P AR 5 E S R A T BRI
5y BIR R ERUG R EEY) N EEAN B K R E RSOk R [
Hik  SEYILITERIEIES BN LR A B6e A Bh 85577 - F L
fix 2 R P it ] R FHBE ) (S et B 00 s AT - % IRURA B
RABEE A LALER B BN ARG (T R B T REAE AN AT 3R
Je LABUR I - 16h Bl 22975 i A e R g i A ETUAS: Pl i 2977 2 201 4)
TRCER 22909 78 A e L2 R RS B AE 258 R UM AE 22 IR L A 55 )
ESPRS LTSS

ZE R VG R TEIIETA19984E4H - A20004E1 H 14 HAR

T = A E A T R R Y ) B
B B2 245 T R T S I B R T 9 B R A e

F



"ERPAEYERSRETEN] ) RN Y H K
& TERRIR N R EEYRERE T AT R TR R R B R D
ik o N KRR S BB RIS T~ 8 A A & > PIREE &=
T 7 B 2R AR Y IR - AN R E R R R A R R R
IR SEVIERA > BURFJRIR2000E8 HOHRRAL T " 2 LR R 269
FHRLBY ) E2013FE3H L BUFE A S 7197 2 LR K80
HZE R RN 3EY) - DL EFRAE - AME R BUR Rt & 3952 B a
B BT > B T A PR R R R i 55 S5 Y 2 i A\ B o

BATHIE T R S5 R R R b R R SEY) s
Ii)%)iiEﬁ%%%:{lﬂﬁﬁﬁiéﬁiﬂﬁ'2%*5‘/\7@%% SERES -
FEH 1R B2 n A B R S e A e iR E A A e
HRR It L, EEEF'%EJ),E&EEJEHAJJI%?/%&M;& IBZ=E INLAEE - A

Wt

7% 45 i el

17 ——



— 18

HEME "FEREIWYIG R EEY) R TORBERR T AR 2
ROpRIR 8EY) < SEBUE > DU R 3R BT I 5 TR E - R
I 2 IS R i e B 22 T 5 7 B 22 SR e I S ) A el L i
fiti > AR IR B R AR R RE S s = B

RSV EH R R T R 2 WER R EEE
U5 R AR T A TR B BLARORET R A KR EE R

HACEEZEX -

FREME

TEREBEERAENEERER

52



REERES
BRIEE | 198 BAKE

3 T ipE)
= J L= SEPITERIHE A

19 —



- 20

— AR R

FZE R RIR B A M Y%  FR2000F 1 B 4B AR =& 3
1B FAESHAIBE TIZS  ET=&HEE -DEAT EREL R
TEFERSEMGEER FAESERD N HEEREB %
RIS T "EREREENREY)E ST EE AR -
RFBAGRIERE—REN =EDAADHRAESE (1983)
H (1993) VR (1997) & EMESIEEE EEMNEZ BN
2000 BB A BRERLRERE -

ERFNTER "FRIRRaNREDE B BB EL R
BERVRRIG 7 BAMAE 'FERIEMEY I ERIE Lt RE
BiA ) "ERRREYERELEEER,  "EREKRENE
EHRBWE L "ERERIANREYERATHR K TERRRE
BERBIE  SARERMERER BE2AMEEHEREE S
TR o thAh ) BUFNFA20004E8H9H NI Y "5 B Aim M B2 B8
FEg, Z2013F 381 B EAE T 19T E R &R ME0IEE
SIERTREEY)

LHE2MR % ZRHIEERRREYERERLER
& - 19834F 5Tk " I ZE)EZ (Orphan Drug Acts) 4 @ 55 R
K B2 R 3% R A DAZR$ AR R ADAS & B0 1T » ANMEB R 3R 2 B BUN
HAENER TRWEFERZE NS EENEREORE -

KERXER "R EER ) BN A TEFRRENERA
1 REETFHE FER RN EEY R AR o

1998F 4R BEESHEHMSLERRK R BN EHF
NERFERMEREREY TN NS » M E S REEH

l=

SN 2 B T




1998.04  #74 F B46 % F 41 € F Rk % B apia k4
1999.01 " A5z EHik(ER) WF &R
1999.02 2454 F NS BMNBRIUR B M E €%
1999.11 "R A BB By E(EER)) BTKRER
1999.12.02 47E &R Ei@s® " E R EBEME(EE)
1999.12.04 T ZRpEpmEME(ER) B iRhEFHo H5TxE
SHEIEFAIRET "FEREREESR), —RA
2000.01.14 TERBEEBARENR(ER) A" EREREEE)
BELHE BBIERETRIE > BB T ERERDE
Bk
2000.02.09 s b nE T E B ER SR Bk
2000.08.09 T ZE R ERBEERBENE ) HBEST

®1-1 "EREKAREYE | IEHEEKEL

ODHRDEFRFRRENENSTIR - BFEERE "FREREDE
(Bx) , NEEREBEER  BisEMMEERRREY -
R BE G EY 2 BYIF I RIER BRI s BB A HE R #iE A

ERRHERE/E BORE WA HERTFRERFERRREY -
PERRREY L (BER) | HEIBRERBA DB =1ERH -
1998 FARZ1999F 1 AAS—H WFHMEREEE ARG
REBINFERRREY AR MERBER TR SR - 1999
F2RE1999F10AR/E R IR E AR BV EE AL N
ATt SR EBAHEENSEUMRBRES  WaAaF KRR
FEENTR LRARMEEE  SARBEIT G LUIRE
IERBTE - FINH ERERBES SERTH N ST NEAL
HEWIOEFEB2 EBIRHUER - 1999F 1MMAERETHE
& BENERRIE=H TERAESHEAEEXHIEL
BRI "ERERREYE (BER)  ZBREF12H2B1THE:

EEl

o 45 el
52 THE Bk

21



- 22

fr2RIERE -

1999F12R4R "FREREN = (BER) L IXERER It
FOLAE  REBCEM Z WA BIRH R E A B EERILL T
RIERREEY) A | RIEEF R R A ZE LB BT 3% SN BN E Fy
FREMESH RN BRESERBHEEBRSE REaF
RRRTA R ZEY) R LIRS SR ETA B R E
BEHE mEEN  BERSEAERERREESEE  £RE40
RABE =B A WA =8BR8 " RERKBEE M EY
E I TIBREBEE LTER AR SR HERIDE
EREREALE MR F R R RMEE iR (EER
YT HER T B RTER  BFREWE  ARBEFER &
2HERE—EREERNAATF RRREEE AR -

l=

9 i R B i




NN R )

FRILE A BEEERAHNFE RRRITER 2 Efd s
BERYR—ARR BRNRRFER BRYMEAER DEERLE;
BME R IEFER - BINEBABUIRD RS ARAER AR &
NS EFRRRATREY) B EEYERE SRS
FRIN 52 ) ARARED  BMEEM B Y AU WRIFREL E - Z
BEHE BRRZEMAL

FERRIRA N EYIE  BAER B EREMENE B
Zy) LUR % BEREEREREMENRS N IE e ERFRE
BZE IAERENRABERE WA ELETZINENEE-
BAEEERARBRRAS  BEEHEMRERTHE 8552000
FTA3AE "FRARREY HIERE MR RERZE, 22000
FERTH "EREREYERECEETER, 200048H8H =
BB FERZAFIE, ~2000E8A9H "FER KR A MK B
Y)EHEAT AR, ~ 2000 8H9H "ERERREFEMBIIE ) - BE
EMRORRBIBERTZHEE  RENERFBIIE  £120:

(—) BEEREREYNBEREORE
FEEHHFRBERENEBYFTR BB EYERE
OB RER BREERRBNENNEI ERRFERE H—
RERERRE_F BSREGFESMIED LEEFRHRRE
ENEEYNER HREFEIENEREERM B
LERZEY R BREER I FEAMFENEY SRR -

45 el
5% THE Bk

23 —



— 24

(Z) BB EREY T SR AR AIE R

HEAREYRE BRERERET SEFREYETH
FERNER  BREBUE+REER KBRS RER&ER
KRB IR ERECRES LR EmRENMATHH
2 FMFREBELEREMAIRE -

(2) EEEYZF+EDHISRE
RIEREBRIENMAFTREYNERE TN ERECHR

® ZYrAE a8 ERE+F Elt T FRENEE BE

ERARERBEYERECHD  LIREREFREYERE

Rl -

() ACREZENHIE - RERMEZREYEERE

HNSIEFREN B ERMSE REFFHESHSE EH
AT FRAE RS  BUFTFRE - ARKS LeER
HERAVERL -

() BIRREBRSIERITIREER
FHRAFRDE M H R HIRNELE TR L
KSR B ZE R B8R 52002454 - BiE " R R BIR B 5
BERITREBIRE SR, EAREEMZ e REE - 2011FA %
BIE "FRRRERMBIE ) IRIFERB M) TR
RESMUATIRERE R (E40%1R&m80% » 2RAMBIIL & K HE
WAFRBA HELURE&A S FIRER RS EBIMUI TR R
R THEE) - m—J7H BMEERNE2ROEE BaBAFRE

l=

IR i 16 B ZE YA i




DS LIRERER  WARTT R ER K ZE

() ERAEEREA
EREYREREENGHE AFRRELHSE BB
/%,

l

B20054F & HEERBRI I FRAZEER  LUaI R EK
B WEREREH - RS REYBCRAELL KB REH
=R R BR L - IR R B BB BARIEBI =
ERFREMITRCE RNRIE RS BB RETR
LT T RSB IE BB R Y IIR T E RIRRE Y HERE K
Wsess BRI A ) RUEFEEE 2 RERESEIRER
BN HNFREE TN RHEEREME SRR EEEN
Z R

(£) BAER KKK ERE

RAFE2010F12H8 AR AIER] TFER KRB M ZE
Wk, R33MF BIRTHFREE KB ERIITAER  MEFRKRIE
B~ Ehie s P2 B E R "2 REEARRE L IIERELRNTZ
FRIRW2E AR BV RIS IERERR BEXE
FRERMER BN20NFE4RTEASELE "EREARERM
Bhi% o BRIFER B B TMEARFERRBEIMCITIRERE R
B - 14096125 /80% » W2 R Bh#E KR EWMA BB A

HIN B ERERRRAE T EATRE 2 ERBERES
M BINERZERR 2854H RSBESENCHE BL
HEBETREN: RAETI2BEENERREEMTTERREER

45 el

25 —



BREER LURE "FRERRIaNEYE BEF

FEENRE ZREESHRALRE-

l=

ES RV E 2/EFRIN) R




INETE
SERRHT | 115%
BRI BI R AR BEAE

= 2 RIRIAEED)

27 ——



— 28

IKINE " RIRIR A R EEY)E L RRTE  IRIRBATE R B O
—LUT BEEARFERER BEHAFEREREEAITREER
WATHE N ERERANZRBE  TEBK FERRREENREY)
FIRN T RRIRR N EYEZREEG, AENEFERERCE
EBAE FREREVERECCEZR FREREVEFEERE
EEZ BEFERRCIFFERRREN CER FRERLE
VB B NEEA - BHE2013F 28 BIAEEBAEFR&ERKRIL
1977& -

BAEEME 1998 F EFREIFRFRE R ERZMNFEE - IR
HAEHANAERERAFEREREYNBELEZT R FTEREER
IR BT RBE BRI & "ERRR A EY)ERE
Bg BE-BE—RR "FRERMENREYE I B22FRE
EEREREMKRES EHRERENMARBEERE B
EEGERAICHINEERRCERE ERAAEZERERE
AEMNERERBIRE, At FAEATNEYRIE BEFER
98 FRZE N ELMh R B BTz 2B
3 Z A
TRy ~ 5l ~ 6% F RER M Rk R ARA
AEBNE S PARRMERBET - BB ERLRK
G FRBBASKRY - HIEAKBRYE - FRLA R
SR RERE - NARE FRRFRYE &4

B  RAT RIS R AR
YRR RERE N KL MG WRTARE -

HESmAERFRE o E2BIRPERF
H#RFZEY | 5w GBER - BE  FIRERE  h4bS%R
SR BHRSEA FRBEFERALERSEH R -

FERERBZEY

pr-2i




BE 201331 HAEECAEFS0IEEA "ERERMG AR
YL BEYRE HRS3IEAFRIEREY)  2TBAREIS
) (FIex1) -

RYBEREBENFEGHELSRE WEEERIENRERET
LEREENTES F4EERRERR PREREARERENE
HE (TFDA) KRR & EZZFEERE (designation) R ERRE R

FREEMAR °

29 —



— 30

o ?gﬁ?"‘u‘ﬁ o = N &;

(—) ;RIREREA
FEERTENERSTLATFDAR HH  TFDARIBE T LK
FE (designation) FZERRfr B EEREL - EFRELKHE
HAREBEY T AR A B EREER ATHBATHE » B R
B EZRAREEERBLAERESS 22hiRg 2 "ER
RIREYBERRTE,  BERBNEY SR URERAMERE
A2 WRIHIE - B0 ERBAFEYFERE 2RERRR
ERNIEE RN T BB G -
FEYERSEAH BRIEESHZREIEYTIE (E
2-1) EHAA31RAFEREREY)  SRARBIIFEY) ; (LEBEEY)
15295k (B ZES8K 8y A215K) » £WZEY (L 105k (BE1R  # A9
iR) (B12-2) s AR T B BEZEPTAI 3% ~ RUEMIZEY523% » BaE
NEZL BB FEEES - B WREUSBE - BHRBEYT
AENERRBEY BRI AEN0BERRRENER  HEE
fr o mBNESGUEREOS NS Z2RE (FER2) -
BE2013F3AR 1L KEEERENL A EEA "ER R
SRS B 8018 B 3118 (39%) S B HE BT
STAIEE  BA9IH (61%) MARBBEEEERBTFEEYTAF  H
FR35IE SRS ER SRz e
ENREFSFREERELD W RFEEEBPBERES
BT 2010F#ETFDAERITINIE & Fa it i T
1. SHERIERAIRE A E  BEEEREOLHK BRI EZE
FmFEEE (2218) (20104 11B1ITHRB MR —ENIEH

nLLLL
cud




TR AR CNCE s F R I

: il

'01 '02 '03 '04 '05 '06 '07 '08 '09 '10 '11 12 F

E2-1 @R "EREFRAREYE ) BRI S RERET

BEAME (1)
PN XV E
(9)
AAL S BE
@é'fb"—%gé " (213_%
(8)

E2-2 @A " EREmAREYE . 2 EYRTAIE S

ERECHR BIKERE KB EMBERRE - 22012
FER B 1418 (63%) ZEY)IR B EME LA
 HRTRENFEE  NABEBHIVAS A  FHERE—4F
AR ERZELHRE B20108AE5E  E5HLFOHHABE



— 32

> ERMEEY)RHEREGCHS
3. MAITFDATHEFEZERERY AL 2 M B201E8H1THAT &
REOFRRREY FEERF ERER BFRBERE/E
Brin s B R E O F 4 2 F E{E PR LR TFDAEEZ
HEYERBL -
4. FIEFERTEFRBRBMNIRESR (FRMEER EiRm K
B 2012 TH1IBAENASE "FREKNEDBER B A °

(Z) RIS
RYBERSEBENERE BREY LBZEZEREN

ERECNEEEREZNRHE T EINBRE  TFDAZIEAREIZF

BERENERECFAT R RREEER T

1. BEEREEAEBAESCERKRK BRI EHEY) - &
RN XEEERENMNERECHRER BRERBREES
BRMRE (—8BIT) "B RZBFARA R+ F BAKIER]
AZBEFPFEREL BRELZESEER-

2. BISERBEEZBAESNFERRR BESNEGR EHZEY) 5
A BER AS IR BRI TN ZE LR UK IE=E
LI IR B2 75 NENS ZE M) BB 5k - RARIL B ZEY) R R 2R
ENERECR BEXBEANMRBERAER TFDAB A #HER
EERER ) ARDIRELAEZ ETHEY) BIK"ERKKEE
VLIRS LA R R REEBINE L 0 TRE) BB RIIRE
Tl B -

3. BN TREEREEABEASCERRR  BESMEGR Ehe
&Y, B—REAER:




() ek 5B B E SRR T2 2L RO RIR B -
HESELERRA RS NI EY REL -

(2) B A EIEFRRRBERE (deSIgnatlon)/ﬁ BREEC A
BASERE B2 LWARBARBEER  EE5EEB
3B IS AR IE ©

(3) HERER - EMIK20124E 15 18H " RIR W EEY) R E R
R BEER MEEREAAEBERARENEERE
EAEBAE R o

(4) BBREE  RAERE201TESE1TH TEXREOFERE
REMFEFATGHREER, SFREFERS LA
TFDATHEZEM TR R R E -

ERBERER&, (NFE3) - BERE

2. NEFEER &E%ﬁﬁpaﬂﬂ/ﬂﬁ Am A ©
3. B FERFREY RIS ANEREkaHE-

4. TEDARNEHPEZERMR I LIBERFEREMNERB LK
AR RESFERA MERTTBUFRERE -

() FRHATRZS
1. 21
HREREONFE RERBERBEREDARREZ
Sh - A6 B AN A U BRI N R 2 S A RE SRR
AEBRNZEYFABECFE BEETEEELN D LU

33 —



34

ERE R EEER - RRFER ?ﬁ ERARERFAE
AIMAEREOFEEAF GERE  NRPHBERERL 2
ETFDA%?%%Z%E\&%&%&&’ﬁa$ﬁﬁ%)ﬂ%§%%
12Fg

REERECHEY KERZEDRE  R2  FERHR
KTFDARRR —BEZEWMERARRE SEBMAEREMNS
B -TFDARTYREFREEMER S NAERIIE EHEEY
FINEBEHMER ARG RAETFDASTEKERRZEY) &
MR HREINR EHEY) BEESRIEEEE BElF
B EEEEIMARKRR ERENNELMIEREEATS
"B RERAREERE (GCP) L BEMFEFERET RRER/IR
BB IR -

. B

RAKREERBENERELCRAT BB FAIAEEITHRIESX
IR FEEEERRC AT 180K NEN AT #2238 5F Al K (approval
letter) » IIRE R L LURAE B ARBZE AT -

. B ARTERRER

HESNG R Lz Z2Y) > SBRR A B BB 2N EY R R IR
FEATTHIZ B2 FR/ DR PR el B8 > SUIE =B ATERARSUER - #5 7
BUATHRAKRER SARERZEEFRERaIE BF
BRI




RPN EEANMBER ST
gL rhO R A B

(—) PRFPOEHN

PEEFERIRREEZRFIZI &2 2013F3R 1L IkEEEF
RIRBPIZENE KGR FIES ERERABEZSTERA
RIEAFIITEFER KR  S0OIEFER KRR EEY) MAOIR FE EE ¥
ECRHREERM ~BERENEERBEY L ERTAmITER
HREBERM MAEERRERERK "FEREMIEMEEY)E 1 33
BRE Ml T2EREBERERRIE . KEREGN < EYERER4E
TR EERMER  LE2005F8 iEXE 'FRHKER
FHREBEREmBRESFREDYRF O ARBCRERKEER
B ZitHaEHE HEEREEMEEREERBAESE
FZFZ - B ZE2012F128E 1L sHEREISEF®REER M B ft
18RERr ~ KV282%FMMALER  BEROIBRERSFHFE £
HERESZAERRAER -

ENBRERERFREERE L BRERRRZEFZRFRD
AE—F O IBEFERIRR A B ARARSE N TR EHFTA R
e ERIEED W  EBREBRSERITRERFRE S Lkt 2010
FI12A8BRBMSAMIES] "FER MBI REEY) - 1 8B331% B
SRR TEMBEERSITES MBI ERERTERD & TS HE
K& MK "ERIRRERMBIINE ) B3R EE - B2011F4/7
Hit 2B "2 REERERE ) RERERN < BESFRHEY
HEFEmTERREERRER LEAERERSMERE
Bh  LUBBSEREEE &1 -

35—



R B RITHEBEMBBER BEBIXRE FREREKRE
ERMEBEZSTHEMMRT O, 20120 P HEEZE KRB
BEMEXRBEER a5H#E HEFREARBETHRENREE
Rk ESFREY (WH3.2-1) -8 E 201266 AE 1L > 5HEE#O
HESTHEY A BRHICIERFHREERM IR 18RER: ~ K9282
MEERESDRER LIRERBEEREE -

N
1

(Z) RO IRIFIEE
1. EEEkREHEFRIRER (SERNHEEER) 2RE
BERER OISR EERMS fﬁﬁ%ﬁ%‘}ﬁqﬂﬁ\%%z e

ERAMEERRREREERRABNERE—BX, &
AN 4 o
2. EBASE LJ@%TEZ%&%&E%EFW@%%E’fﬁﬁﬁ,l

MmO R FRARRESFTHEY 2B EBERE—
o FEAATERS o

(=) 7O BN FEEREE R (WE2-3)

1. ARIR (F2R) ZERAFREENEZR O RIGHEERT (B2
B mBh RS 2R BRNEIK TE R Rmb e R EEY) L B TH
RE WEREERRARE -

2. o EMRREREREEERAREERMNUEZIFTHEY
By SRR R R ERR S (MR ERBHR) I BRI T
EX (FHERENNE6ZET1T)  IEET A NER AP L 7E
T B R F A M B BRI
(1) ZREREFHREERMFRE (NERKREZFTHEY

N\



P ATF B A ST R
vy B Py B 2R

”/‘/é‘%g‘:ﬁ'}wf /%4{7’%%4%?% ké‘ Eéuu‘%j Fj$
NNEREE= R f s
S T T } I F R Ik gk 18 , F R IR R B ERER
EHED B ER, ERE WHh ER kRS A A AR
4 N, ‘
FAAA REFH AR EHE (K EE)
it KA K

E2-3 3kt Bh (B EE A2

ERREE) -

(2) ZRERERREE

Q) FREREHREERMEARES (XFRRREESH
ZEYERRSE) -

(4) BRRERE (SUaFEIE) -

(0) BEFRZB2ER -

(M) ZREFEHREEREREZSTREDZYR IE
KEFLEEHRERER FREAPREHREERMERR
Y nRO BB REA (BE12) - MR O] EFEER g/%ﬁm/ﬂ\

nizE BB /mnniEE (Me13) MEEEEREN T
1. ZREREESHEERMRBRREMHE"
() BHreasrmEERE
KNOEI03FEFREREIRE B ERERSTNE
WA LETE L BRI IRB RS R jﬁb&ﬁf&%@
& ERERREREYE  BRF R EERERmERREA

E

37 ——



(BRIASmIAANMER14) - I ERE MR LML EE - B
F—FERREERERERE NMAREERFE LA
HEFEFIRE K BUFREEL MEE2FRIERE &
B BB SRR 2 ERE SN BRUEE
HERE WA Ty REEDBRBRIALHE:

° FRENREERMBERMBE

* ERFINE B R MR ABHRIE

* FIRRNREERMERPMEE

2) FHRERRMABHERA:

3)

a. REERE L REMRENER KR ERRE S LAK
FE BEEAREE BERERARSSE A
SEN ETER R R

b. Aol R IEEE SIS R B RE ARE R
B DURBS BT R A B3

c. ERFRBE=MAAE NFHDFEDHLHRE
SR

d. WP E TR A S B R RS 1t
TR LB BT IR - AR ERA (R EEBIE
B) SRR LR R RKEEBERI I DR R
% BEADRBAREE BEEFRELEY
Foshb DI IRB AR

o LRAIAME THREALBEERY RUWE, -
L ER, STRNRE RESERAREDE
ERER -

AR




—BREFREERMHEEREXANEREZSA
BEM MR ORTERE B ER EEE M XE
BIE/FZESN WL BRZEY RN TR ETAEBImMAL L EXR
R R R G B AR BRSO B R 2 R
& SRR O EBENREEME  BRRRERERER
AR AR S REREAEES BMBRHERRE
HEAEH-

(4) FHREeaRmAMEERA;

a. MAFHEBTRMELZE ML LIER 2RO

EHc—= BRERB - SEERNEREN AMEL
%%ﬁ%ﬁﬁ%ﬁ%ﬁﬁ: PR AT B AR

a.mBA bR cRIE S AR DR e B BRI B
FERE g BEAMNX hEE IS5 EERE KERA
T LEATEZEE mBEEMN (SRIER MR EO
ik s B RIFEEE (T EERE AR SR
DD%WADOE\nHLEJ: W RSB HT HHEE S EERH -

b. EVEEMH NRISERRER IR EEEHEAR
R BF2ERARENOXEMEER - BIIBEEAS
ZHEA TERERLAREDE ) RREERRME
HEEHERERANBRAERA - KERER  ERE
NTERAG » WE] B A RIS IHA

c. IREBEBEBRSFHEmAYMHERE B/ E
BENEM EEAE  EEEKAAESRED ZAD-
HIT - EHEBEAS EESOPE  ZAHRE EHERE

IBEHLE - B TR BERENERSFRET -

39 ——



40 d. EZRER  BRFREREASFERN BRI KB
PR ERIBAL - SEREZ BRI B R (E RS HEE R
B 00 2R WARFTEREERE LI
B o
e. BRFREBEREMBMREEH AT BHYR
ROHIE ERFREERMCFRKRERBEIR
BRI, RahR sk WU IR K B NG BB R Ik
L2ERM BAOMERBREERBERBE —RE8
BE BRERT ERAREBBRA  BREARN AL
FESI BN 2a BR R A BB i E# s -
2. ZRERESTREY 2 RiEREE
() ERERESFTREYRBRA:
KNOBI03FEFRRFHHREERMER T AL
WYRROETE ) R R B RE S E R B S
DR FERRE R BUGREE hE2FRSFH
RIRFAIR R E LLE BRI --SHINRE  BERE BIEIR
FEmEMMRER B ARRERIEE WL TR
ERRERBELEE:
FRETHEEERMSE;
FRRE S HEERERRWE
FRESREERPIEE
Heb e MRESEEEFERAREYE LI—2"
IE2E (LURRBERRKE) =B AGEEE/RFERER
A WEZMEER BLUETRBNEEEH-
(2) ZREAREZESFREYRIRR  #F REEAENESE:

T O
B Ik B




KEAEB NG ERERERE REY L FERE
FRZEY) RIE AR A (ANM$%15) - BT T R s 4 = M A it
FEZEY) MK ZEMIEERERE  TUIXBERE BEXREE
FoRE (BERSREYFERN-20C FRLEBEMHEEN
2~8C EREMEEFNI5~25C) ' ERRERTELE
BRE®RAM BRECRERFSFEI LR IZHY)
MAACMER RIBNZEYEBERN B EYRR 24 (7
M W) ~ BRI ER R PSRBT E2HD
B FHERE B BIEENAS  BEIEME 52 (X
B onset~half life£%E) ~MEEMFERVIESIE EIE

BT R RRER - BB BB E T
SEAERRREY cHEIRA:
KEBEFAEBRRERR EREREHREERREER

SHRRZEYYIRFPO) EERR (Z0ME12)

a. REERSDREBMBHNER KRR ERER SN WK
FECRBEARBRE RERE RERA N 2E A
FER ETERNTEABESFTRAEYRE BN T
HARZEY) R EEMSURA FNEZEY) (EEM) &
SKERFBEFEMIZE (MY8x16) @ HEREBIZAT

—RUBRZHEMEREERRA VERSHLER—

R(ZEHZEE) BARARZLIARE R AFRA -

o FEEERFER  BEMERPRRES DIRE
TERFER DEREMBEIZSFAEYE EAS
WEEERAPL DIRRRESHEMR -

b. BYHRFERESHEEREREYNERTE—EANR

41—



— 42

FERFRRERBBERPHBAN EFRBEREER—E
BIRHAA R RER R R RABZED G Z RS
IRIEI SERR AL B R B SR R Y R
AR EZORABRED TR TR RR AR BE
SZipiiaslive

BERRREDBEREREIRNETEZESARE

ARLEF  FEERA N RE e SR BRT5 2 BRI RNZA ST
BRI EREREEZEMRERIEFRIN AEIK
7 B R R RETAE RS ERMAEE R
REBAE @B AR OAERERERS XEBE
EFEREFH R M ZY AR MBS BB REE
AHEES AR OEDBREEBREEN R
AR S REBREEREEG (AE2-4) WA RmE
WEER PRERBEBREBRER TEIRLT =
WARZE - DREFGFEEY) -

. RS FRFRERREYEMEERA:

° ZEFRFNEYILEMERENMME  BRY T L2
EFRRREYREITEIN L EBERNEL BRI
RERREYHEBME WIiE H AL R AR
& - S BRI BRI B AR EMERER Q&A
B lmk2E -

o BRER  BENEREXMERSFHEER LB MO |
BEEMBEEEEEY  KEERREMA nHE
HwERNMEMAEAREAFER T EFDT 2
RER WIRTREREERRA HXEF2E -




LN R S

ARG THARZ RS

g ok~ w N

. TR T AR R AR B S
LR ERER A EIREAE
B A S~ B B ATFDA
LR SREE RAF AR
CHTBRBRBE AT A B R T R

\
A sty B AT HE B B
ER S S SN

E2-4 SREEFHEHHIEE

25

5% MLk

43 —



— 44

= S

(—) ZREBREBT IS

"2ERBEEARRERIE I R201MF6H29FEIETMK W H20134F
THTERETT  BNIRITATRE T R RIE L AR BE2REARIRA
B HEFSEG RERERRBREEZEGNEFREABES
EeEfR EREERRE,  BF R, g aERENUTE
RiEFERRERRE -
1. RERERZER -
2. RN EECER -
3. RERBERANERBE SR ENDE-
4, RERIBER BRI 58 S5 o
5. HitBRIRR X BRI RIR -

HRIBREMHISZLEELN TEZEARTREREE
R ERRFERHBFELTEEL ZELXERRARRIEENREX
1BA IREREEBARIF IR ERKRIOAN BREERAILEALOAT
B BREREEgMEEESIA AR RRAEAXZE D
B AR ARFRIZABEARSATB I ERH R TAC

EREEVEARBTZER D BEFREE - FEERK
EERBRAES FETEY BEVMAANBRAETEERF K
B ETRARER AN BEMFEERANERERBERN
BE O OREMEBELTZRITBARABNDE  MARRS LK
# TERERERETEEIAFHEIERFRR -




(D) ZREFEREHEHE

"ERIRREa REY L BIRE2EE B REEEF R
Z el FREFAZERSMABKRGH  HERMEFR
REFFVRR ST ZERI ERRGARERGE BEERR
REBEMEE RERBNRRIEFARE2IE: "EYinNIEE KN
B2 ARk ALRHBEKE  EREE ZHRERA B RIRE
RBIREESFARARE] WEBGHEYREERHEBEER
fﬁ%lﬁ%ﬁi‘%i‘%zﬁgﬁ ¥R E BB E AN o ) WA UERART

2REBERBEVQNRENSNIRE, (02F5A 2R
PRRRIRIREEEESE, ) -

KR " ERERRBREDANREERIEE, BRER 14&
HRA KB IMREXATZZMNAZRERRRGIEE
FRARREMRBARENT:

1. TEREREEAERB LIS ERTAE 2D HES

BRI/ NI z—&"

(1) REEEEDEA
(2) ZRHEERDBR TSI °
(3) FEERMSiRBRAD (LA -
(4) IREAEERDAEER -
(5) FREAMTEFEEEM(E A -
(6) BREGERMIEEADAE ©
(7) IREAEERD L BRAm s A
2. REEBBRESREONMRETERFIZICEREBLY
%%u‘%%%ﬁffﬁﬁ%%o
JRETALSE —TRRE BT B AR  BERRERT

45 ——



AECERRRAZEETNE 2REREEEFH  BIAA

TERIEE X IMBER201ME1BITHASRNER  SH(D
FERERRRERGIRE NXREBHRBERAKEIEER
= BI=aRERaT-

MEEERBAEARFERAFRERR VABRBRREE
&AW ER TR RRARANRE A ERFRRRA
Z BEERARESGTE2ZMAREE  CERRERER FF7
fERA 2@ Rz RBBEF AR EUWE TAFARRG
(e

HRERIARIERE  HEMNEE BB BRENRRE B R
BEREXNEERIER NV EIRE - (REFEBEFHTE
KL SBRrRMIERT)




P ~ %S A B B B

"ERRREYHRIERE R REREREE 1082001
F HITHEEESHE AEMELSHE & RE RER
IR ZEN R R B B 250 B g RE RSB NE
N AT IEERRE -

(—) RENESEEZEREBEA

BB TR R R MRS 4 B
4818 FHEA
Y %@%A?E&%%é@
& %@iﬁ%%
= gk A
L E,{v PPN
5 AEA
AL B B A
595 BEA
EABERE
- A . %: _ﬁ.
L £ i“$m1¥&%%&&i
AR E B
% HE
Wt 2% b B 1L 2 9 2 A A PR A 3]
97 ARA
NN Y N
% HE
s 5% % O PR 5]
R Ty T Ty
417 FHEA
R PR B AL AT (AN E)
B E TR
B A By B2miy B 2 G Bk R &)
FENTEy e
5 AEA
40 - 3E A B G
= HE
Eﬁ;ki: iji ij?z)m]’&[s
3815 HFEA
A % ERE DAL
WA LI T TT O

47 —



FERFRERBOUBULRAREREBTHIRLE

85 FEA

B RS L EPEITES XY v T

B0 2 BB P AR T B
=B e
L £ DA A TR 9]

TR A R B R

2 A4S
FRHS 83 BRAERBAAH RS

AR AR PRI R A BT F PR

FuEFALRRBOBBRUCERAREREMEHFRLE

85 REA

R BK B TSR A TR E)

REEFRERBYBBULERALBREMEHARLE

£5 FEA

BRI

HE B G

H&i% 5% P

E TS 1% Y

L HEERAAF R A

85 AHEA

THEERN A RS

RR#s 4% TSR A TR A

AR SR B A R 3]

(Z) ZR&EFHERAETE

1.

P B RRBh e M B ) 2 B R T R B R
g B HEHATEH
P2 R mEB s R ENE, 2By ER 2002.6.11~2002.12.31

PRGBS GREN R, 2 BMEFT &

2002.7.01~2002.12.31
(92 #8)

TR R R Bk, 2 EhR T E

2003. 1. 1~2003.12.31
B R(93 FR)

TR BB R Bk, 2 EMEH &

2004.1.1 ~2004.12.31
B FRO4 FR)

TZER BB GREE  ZBMETE

B 2 35.(95 45 JR) 4 R 3 & 2005.3.10~2005.12.31




stE 54

HEHMTEH

O BT EREREMERBREFTEZ %
T dE

2008.1.1 ~2008.12.31

BEETEREREMERRREFTEZ S
3T, E

2009.1.1 ~2009.12.31

O EETEREBEMFERAR T EZ S
3T, E

2010.1.1 ~2010.12.31

100 % " ZRAEBEMFRRRETEZ
3T 3t E

2011.1.1 ~2011.12.31

101 B "EREREMFRRRTEXZ
T 3t E

2012.1.1 ~2012.12.31

102 £ "ZREBBEMERRETEZ
%37, 3 E

2013.1.1 ~2013.12.31

TZ BRI GRENE ) ZRYER

2002.6.11~2002.12.31

2. ERFRRAY B RN RETMREETE

HELME

47 8 £

2007 F R A 9B KRB RE F M4k Ep
i

B - # 8 #~2007.12.15

2008 F Rmk A PR IRAR T BRI AR
FHshmerst &

2008.9.11~2008.12.15

(Z) BREREYmiglustatif R B RETS

stEE 4%

47 B

98 £ T F A E% %4 miglustat B
Bt E

2009.2.27~2009.12.10

F B 7R %4 miglustat HF 4 B3t £

2009.2.27~2009.12.10

49 ——



— 50

- EE=
2R LR s



7 4% i el

51 ——



b =L
BIR | 55 BRI EARE

= P EEE P A

51—



— 52

R REFERRERELZHE TFDAEBIL TN ERERENE
HHiEE

e oAl b2 B R AL A [F) 28

ERRIRBA R EEY)E 2000 1T125 B4 E A1
BEMICBUINAZETE R HNERRRF BV IR EERMK
AEENKE NG ERNEEERIGIE "FERERENEER
SEHOE L TR BIE R RS ST R BB ZE - IR A R AR
B ATHBAT#E  BEREE - ERAREERRBNEHBAES
BEeNing ?Etlji!if’%%ﬁﬁ* BRI IE R A M A
2 WO HHE  BREAVIAZEARTEY RS

Jtt%’EEBA;%FFﬁﬁﬁ%F ?é:' B BB BINEE
B FIRINERERAZEERER EXPHBECFEREREY
BT T2 RIERREBRZEDANIER MR, BEEYRN -

AR BEREOCFEB R ERZBEFERINEERBT
MEYRIESEN  mBmEAMBICE S R T ZIEEY RN
RZ2EM M FEERBENSTE RS TFDAREEENE
Bt B S| ERIEOZEY) RSP HE8E (designation) BLEERE
o FEHRESFEEMNE  REREERAADERNRERKA - IREER
FEZEY A AT B LB R B EAERE R R ETEN
BRIBERE

(—) R R B hEEREA
RYBERRRBEFNERE BRER UREFRERE

bl




LERELME &’

AT TERERBF

FERBRRER ) (AN

18~19) - ik J/,U:%ZEQ%BEE"% O BITIRREBAREE
A

O B X
AnAE
&=

BpEac MRS AES-1-

BREN INREZFR

REIZ

i *—=/

Eﬁ:l: [E7V) \

BEE:
CREEE -

BEEM (YRR
EIBHIE)

=
(=]=a]

CHBRIHE (187T) °
BRI BFERE
HMEI0F  HAZIEE
“HREPFERER

4. iREERE-

@~y

ERE

M 2B EREE

FIRRE ESNE L B4k s

v v - ¢
EFFSIRERTE 56 B S ER

FENER || BREAER /Eﬁ RIRELE

v BB @B
Ol '
—RR B 2%

7 4% il el
52 JHE ik

3 E AT BR IR

HEBIEERS

I PN
EHERHEER
G

2. W E
B

3 ERHAE—
AL 5P
s -

53 ——



54

NEBEBERFEEEBNECERER  BRBINE FHEEY)
KTABEEBEARMMEELR  EERAFERE T AR
Ko BAZRRERZIPELERE (designation) N EEREFCHGS ©
RERBRELCHARENENESERNCEM BRIFERABER
ESRAPE X E B RBRBEER B BB EMETH
ATV R TR IR M E R KB REEY)
TRBLEN FRE AR AR s AEEICAET -

HEEERFEHAEBQAEZERRRK BRIEKRLEHZ
224 » BN 55 R P T B R A 200 R R T O 22 B 25 RO il PR A B
HIEZE LR IR 505 WIS Y R B 5L - RARET LR ZEY) -
TFDAREILLER EEINE EH e ER KRR EY) » IR A [[) 218
ZFZERE (designation) R EERE LS Mk M7 FER 22X B A AE
BARRIRE R - N BIINR EHEY) REESKIEREE BlF
B EERAIMARKRR EEREBZ2RMERE T UFE
"B RN RARE (GCP) L IREMEEME R RSREEY)
HYBE ARERTE o

(Z) TREBFERERNES

1. B2 FEEHE (designation) K EERE AR s 25HE
AEBBOEY B B2 NERE RERRZHAERZ S -

2. B ORRAIAIY e R AR E (designation) R EFRE TR
MERIARREITBIEEMNE  BAEERN RAAINREZ2 -85
WEVZEY) i - BUR T 2 RIm A RZERIAT -

3. EXATERARE R HEIMNGAR ETHEY)  mRERBIRAZ
IR BRI TRY 2 B 25 RO B PR B » ST =V S TR PRl B




AR ATRAER BANREZEERRBHAZHER &
A BB AE
4. BTFHBEHERE  FIRFXIEFEERE (designation) K EES

R BEEZAREEEETRE BAHNEE—8T EL/M?
BIrAEANS T BAREBEE _RBAFEREL BRI
AIBERE - B WINBISMR EREY) BB NS EHERK
BB BRDIREL FHEY K "EREREYH
FERE Nt 5e 3 RIS B E L 40 T HEED -

(=) #a%s

ISR E (designation) MEREGCE P FAIIE &
T EFEEEY N ETEMEE 201MESHITHAS BEREOFER
RREYF R ERER  BANERENEREREF
FEE A EwREK  KELEEBT LR RBENNRSE  HEFE
"ERERRREEREEY)E  BEE -

RYYMBERENEYRZ 2R FEFZRIEEFERE

ERTCE/VERR  WME N RIERNESFT A B 2 F 25 KK

AREERAANR N ERELHT  BARHFE HiE ' FR&
RNEYTFZRZES ) BV TBRERRREG REYE
BEMN VER REFERTLE Rt T BERERRRER
ZEYDE ) mIEER o

55 ——



T ARBR AR SE AR B RIS

BRIASES0IRFREREY) B NENGEMIER  Z3]
18 (39%) S A BRANZEY) T A% - A9TH AR EA BN EY) T Al & -
H 3518 (73%) ERBIIMZE B - RN REER A MRERZER
2175 TFDAIEWHR N E R RF T RER (B3-2) -

(—) s b FEEL I A

BRIZENZ2EE  ERNIEEYFTAIENER 84
R BERIE EY L2 ER B E L2 MRS (PSUR) ZF4E
E BT ARIRS KRS REF B ERNELE 5L
ZYHELFANAERED RIFBASERAARRIE  NEHETE
BREAENEDEARREFRO BRI HRENPL DM KRB
MR KRR RZEMERERABE REEHE BB
BHL2UEER NENRELE REUFRFFRENRZRSE A
BiEsE > BRIEE—BRRE (designation) MIZFEZE R FHE
F2HREBEY R 2T G SFERET ERER FFRMER20) 22
RERRENYEZFEESED DIFEEMFERUNLL D -
FEEAIE AT ERAE RS EEM ERL 2 AGE  AITER
AR R EZEY T2 MR DIERFEYERES  TUREEE
BN BERRE LM HEEREME-

(D) FTEREREEESFA
RERFRRREYREFRBERIBEREEERR B
"FERERRNENEZERES - EY/NVE  ERES HRBE




I—P R 4—|
wREE wREY
FhIE S y
Tk [ A ek |2 A - oo s
‘]'iz:/i% ']‘i;i% ‘*’ 5%"‘)@& =24 ﬁ%%aa
1L.REF60E T
B b & T EE B4 e B EE R % 'g‘ e ad s
+ + 2.2 KA A 7H'$5Ak§
3.5 — R ¥ AT A
1A Bh 5 A4 A B S Fl& H A5 B R
Be R 3K S5 B Y i =R
’ﬁ'aﬁ %‘Tﬂifé‘g\lgﬁé’féfh @%[551\7%#]}1/] 4.’1534%100%.%\’“‘
2.5 & kSRR AR iR
annual report’
VAR AE B 5k 2 A e
ko RIPER
Y \i
O 5 4# Bh Wk AR R
k@B ERTH AL 1LAFLIE T
— @#ﬁ’ii‘ia‘nnual /r\epiort’ 2 Meik B AN
AT AE Rk 2 A " e .
AR R 2 3.5 — R T B NA 2105 R
CEL )
4 AER100% &5 44

1.BAA R RBEREITEL -
2ARITRAF AT -
3T T JEAM I

% JAHF AR Fannual report s VATRAE R AL/ M e RARKBL MR FIRE - R
IR G [ DM R PRAR B G ERWUIRASAT T FEERE) -

ko JAZN— TR NI R BB R AP REEREGE R

X OFHUN AR AR AR E RS L R ETRERR S A ik FEE -

[B3-2 RIRFHEER Z RIS

7 4% il el

57 ——



HARAEFEERE (designation) FEETE R EREREFTIK
BEHERRZIANE RREUHERNBEEEX G2 ELEZERE
BIRER  RARGREIF R E R R EAE X LA ALE
BN FESFE-

TREARN &S © R P S B8 e FR 75 AR B A BB A 28 RO ARIR » 2RI S 5 48
ERFRERECLER NESRECHRFE -

(Z) B RmEIEEERSE

BRIAE B RENSEYITANNSOIBERKREY  wH
4918 (61%) REEERANZEY) I35 s 4918 » XE 3518 (71%)
EREIMZE L B RBE N FEERE (designation) % Eﬁéi

BERETC OIS - SRR AR ESRELCUENERR &

&R ES \Iﬁ?/é”\*#fﬁﬁﬁv%ﬂmﬁ ~BRIR Eﬁ%ﬁi&iﬂﬁﬁ & >£%E
TRE R ENRNFERRREYEETER MRS
B lERMTERD A E B S & E%’ﬁﬁbﬁﬁmﬂ‘a‘fbﬂiﬁwiﬁao
b WRBERINEIEETTRR R sl B RIRR 22Y) - A B IME
AR - ERER BB NR B2 R R R 5 DU AR
TEEAE (R RmE AR RS REREBEAEEZ 1214
AR ELO TRFEEIRIE -

(I9) #a%E
BEFRIRREEY B RE ELEYBE (designation) M £
BIEHE AT WA RBFERMEYR HFEEBE CHERERT
R ER REMBEE D E—TERBEDEER & - BN
RERARERZ S A YREMERARNGFIENTFERS




MEAERM  FABRERRESFEETEERFLED (LT
WERRERBFREEREL RGN ERECEEE Xt

PUNRFZEE BB WA SMBIEGI R INARETE B E
ERBAFEM B L IEEER T WNREIINR EHEEE
Eﬁﬁ%ﬂbr%%}bﬂEEﬂ’l‘ﬁtﬁuuruﬁ%ﬁjﬁ/\.WLXE’_FLEﬁjLﬁ_U“/E

- ABEEBERZEYFEINRNLZ2MEES NAREEREERE
EoNC ok AR YN LR W SRR e {%IK;-IE TR

59 —



— 60

= ZEEEEPBORHE S &

(—

) D TR R R R ERE R
TFDARKIE "R B AmBA A & ik | 831 #I3] TR RIK

REYRERBER ) UREFRFREYHRTEERNERK
TFDAEERIER - ZZRARI T

1.

(=

FiB FF RIRIRZEY) R E (designation) » FEER 7&K

(1) Z&pg-

(2) BE&Pxh -

(3) Efth&ARFDABESE -

FRE5 2= R R ZEY) R E (designation) & » FERGHI T 5 &R L

BEFHFAARMEYERRIELRR

(1) REECHBANY RIS THEXENEANRBEAS
DB (AR) o

(2) ZREFRENRERFTS (FFERHEK18) -

() EmpFATMER (FFERWE19 > — M)
a. MR eI
b. ZRNEMBERBESERELR L
c. ZEMBAMTIES A -
d. HEfho

) AE TEEENZRTREYFEEFERFFGEHRER,
TFDA®RREFRRNRARER S HAEBFHRFESRE

& BREARARK  EREOFREREYFEEMATE
wagk, (A Ei%lzﬁff?ZO) ZTFDAEE  BRAFERERES  K1F
RIEERESERENZSE -




mEXE
FERE | 1758 MARBENHIRE

%45 R B %2 4

61 ——



— 62

FRERABRAOD AMEHERSS  E—EERH
FRNERERBERE FAIRAELCSENEAZ ZIER T
BTHER FREERICERRNER EEBREEBRA
BTN B AR EES BN BER  LIRIEUS
B AR B FE RIREEYIIM R  RE - BEFRIRRAEE
T RRZFHRA ROERET RAimE "M2ER, (FE)
R

MR ZEMANOEZNY T —EFEEBENRERS  URBAR
w2 AR MOaEFE R AR BN ERERS IR Wi E LT
P SEBEERAIFTEEIE E /R "IN EE R, T & B EBE IR R ZE
1) > BN ERS I 5T 38 RSB - aNRA 75 A AR B R 2T 5T s Y
1SR - LA B ARG XA EREEEMNE  REELEDN
mEHEFED EEFAAREABNERERDMREE - #AR
HASESERZ Y ARNMZEREERE BRMS S
SREREEWEHEGYHEDERKS (RRASEME TR
B S0 EiEs (RO MR EREE) AR E
B BTN S 2E i it S S B T3 28

fEE & BB FRES T ANF - #8222 e 1 B IR ER R RE P
ERH R BABER REGR  BR—BFR e R EREZ
PR AT REATZE (R m) ERERTR BRI
EETT N SAETE RS i B ZERAlatt  EERBAERME
A B S F8 B2 E T REAZRE - BN AL e B =0
KRB~ R RN s BARFIDAE BB AP X LISEE - BAY
FREEERRITZEE  BRHEENE  BUREE - BB
FERAESERE AU LTI ERBMRE R HEES

£4=
CICAN RS -




FEENEN HEBERRERDSEXER-

ERFR EZRRREINZEFITCEERRAMEE @R
A BRI—BAMMBREBEERGFESE G5 Y 2IRMEABM
Bin5R - TN E  E2mEE R SF2 R AM#E &
Al BRETEXEERZIL b BREE S — T N2 2E (3R 2E)
IHERREZERF HRERTEAR REEZFRRA L
T DESKEURNABREL2E - (BEBURIEEAMNER21)

. A CRRY &
Rk F RS A EEMER) d

A % £| & | LrTh6eE | H12E@A | A

FHEREH

o Boale £ 4% 7 # * 7

]/4-1 2 BB RFEETHISEERA

o7 4% i el
5% THE Dk



— K H R ZFEEEBUR

=
(—) ZF2E (RER) HEERZIEZES
IR R AR HXAE
. MRELXER
L0g3 2. SEC 525 &%
3. SEC526 # R zmBERZ B LIER
4. SEC527 ZERERKEKREDLZIRHE
(Z) ERES
FRER FRIEZER

1. HABITREZE -
2. BB RBRYABAZELE  £1E8
BREZEMEWRE RA °

HEBEA ER AR
<200,000 A

1983 FH—HERKRMRREMREBRE BIBE2IRE—EN
FZE 25522 (Orphan Drug Act) ; 75 L2955 5B 2R EE A A B ZE YA
BARG FERERFABLEOZREE  AMEMS R 1T
R Y EBBBE—BIRUEFERERBIVENEE - #24)
ZEREEABRFERERBAERAERNBINEEY) 5] A R EZR
4  RERTETE E A S 2 MV RR S BRI E e ET A RIS 3=
BmZEMEERR (FDA) SFRAIE CERN B EHEER c ZER
1984 FE1E » BB 1TRRI(E (prevalence threshold) #IAZE%
TE 2 FAEIEEIN R EE N E B R B EARTERR - IREA 7,000
B EERER  mABE#EHE3,0008 -

LM T ERER HERRRIERESE,  EEHIEA

£4=
CICAN RS




RBABDR20E8MRHBSVEMN * B —ERRREITRIINR
EHERER EYMBARET ERENRBEZBIRERNHE
[B1U - #R TN 50 22 G o Bh 92 - AliR LR B A Th i 8 4 ~ B AR
R EREFME WELURREREIATHER -
MREREEZRRBEBRFDAEE TWEREMERFAE
(Office for Orphan Product Development, OOPD) {7 » EfF
1. MR ERIEEE— IR EBEERN RO R fEEA
S HERD
2. MR ZERRBTTE=—IRERAKRASHFER -
3. BRI M EIEESFTIE—RR SR BN RERE-
4, NEMERFTE— X BREREFRNEMR AL HANE
ERAR M o

(=) EREEHAXN—INRELRTFL A RKET
BE201MFE128218 /10 EREIEE 2,529 ER HFEE  H
3O3R ERIEECEML ENEF LM EEEXBERNL
M ENRELERERNAI+4 REARITEERERERE
B - EEINRERIBER A ZEMITRMEY Rk mE

(The Food Drug and Cosmetic Act) 3RE1T » 8 AN BE B =81
Pl - NERIBR G SR AR  HEEXRBEREF
REABDTRA,000 A E M SE AR B B IR R B -
AR - OOPDE#H I # 8 E My ABRUIR R MBI E M _ Ehar Al
B BIREXFEER 25 EFTAAESOESHMERNER
SE R A B RUE R B 1S 5T Al 35 o

7 4% i el



— 66

(m) EREBAX
B S S B AN 52 2 R E T AR R IR A L - 19 RS B T
BUFFR T8 -

(h) MREREEFER (ZEREFENESER)

ZEMEE e A Bl AIIEEZER R EBR ARG R 2R

YRR TR B HT 22552 (Treatment Investigational New Drug,

t-IND) PRIRIEEE - Bl HA—E T ZRE0E ) 3 o sl B MR 2

BERLERN BRFEUT=24"

1. ZIEZERERNARBRENEREMERINE NER

2. EEEMBERERNERREAMER-

3. IR RS M E B E AR IR BRFEES W E R
MEF A (tk—1557 0 t-INDsz /3 57 Al 5 BR 1E 51 Y 48 B B
fR) o

1 US Food and Drug Administration (1982) Orphan Drug Act, Pub L. No.97-
414, 96 Stat. 2049. http://www.fda.gov/orphan/oda.htm (accessed
November 2009)

2 FDA, Results for Orphan Drug Product Designation Search, http:/www.
accessdata.fda.gov/scripts/opdlisting/oopd/OOPD_Results_2.cfm

3 FDA, Results for Orphan Drug Product Designation Search, http:/www.
accessdata.fda.gov/scripts/opdlisting/oopd/OOPD_Results_2.cfm

4 Summary of activity OOPD 2009 (2009) http://www.fda.gov/orphan/oda.
htm (accessed January 2010)
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5 European Commission (1995) Council resolution on orphan medicinal
product, 20 December 1995 (1995). (OJ C350, 30.12.1995)

6 European Commission. European Commission Regulation (EC)
No141/2000 of the European Parliament and the Council of 16 December
1999 on orphan medicinal products. Official Journal of the European
Communities 2000;L18(1).

7 Denis A, Simoens S, Fostier C, Mergaert L, Cleemput |. Health technology
assessment policy governing rare diseases and orphan medicines.
Brussels: Belgian Health Care Knowledge Centre; 2009

8 European Commission. European Commission Regulation (EC)
No141/2000 of the European Parliament and the Council of 16 December
1999 on orphan medicinal products. Official Journal of the European
Communities 2000;L.18(1).
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(European Medicines Agency, EMA) #2005 707E 8 = 71 52 2
oh A EEATIE FrhEr Rl s Hh30% Al B A IE i 22 4E 1, -
2T RBH N T T BRA 3y 22 56 4B 3

[

AR ERRARERASBENEZEFERERES  ®HMmMIT
A B — TlinZFE R (ultra-rare disease) &5 B35 MK
RZWE DIERALUAEMIEGZER KM i imn il 522 &

(ultra-orphan drug) "° c 88 Eal 2R R IERERESR B
B BRI BRI SR 2 B R e R == AT 222 (National  Institute for Health
and Clinical Excellence in England and Wales) B iRimZ R,
RIRESR R RZEIREA W EABDIRL,000 2 RAm " - B &t
BN ZE LR B E RO B R HIESR R 5k S0Il 72 22 n BUR
ST B FE it - AUt - IN R 28 mEREIBIBEMARR FFH8E © LN
KENEEASBIN R ER RS EhEER T8 % KRG8
RGN FESE(E A (off -label use) &7

9 Denis A, Simoens S, Fostier C, Mergaert L, Cleemput I. Health technology
assessment policy governing rare diseases and orphan medicines.
Brussels: Belgian Health Care Knowledge Centre; 2009

10 National Institute for Health and Clinical Excellence. Appraising orphan
drugs; 2006, http://www.nice.org.uk/niceMedia/pdf/smt/120705item4.
pdf.

11 DrummondM, Evans B, Lelorier J, Karakiewicz P, Martin D, Tugwell P,
et al. Evidence and values: requirements for public reimbursement of
medicines for rare diseases—a case study in oncology. Canadian Journal
of Clinical Pharmacology 2009;16:e273-81.

4=
Cl-AR R




Rl R ERISTER  HEHZER A BB R AR
=R NMIsER WALAETZEREE DB 2 - TA B E
% BB AIAFBHBREENZE D B EERERRES 0
BREREBEE AL KB AIRITERIE 28 (4418 R EE R
BIEE B 62I5EE LA

B Orphanet EHFTARFTIRE " BV E 201146 7R 1L H£HF68
B TEERNEYERR (EMA) EHFFa) (B REVSIN 52 22
mIEE 5 (List of orphan drugs in Europe with European
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Europe) ;M "EEBUNZEYEEF (EMA) IR ZERIEE & £
HmEFA], (List of orphan drugs in Europe with European
orphan designation and European marketing authorization) Z
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AEFERERM ZEmITie R BRI B LIRS R 49HR
AKREBEZBRLGE R ZZ TN R ZE LR RERS RN A
R EABREENEASE RANXEEZER ZEEGAE
BRAMRBBRBMIEAE -t HEEELENERRR

12 ORPHANET, Lists of orphan drugs in Europe July 2011, http://www.
orpha.net/consor/cgi-bin/Education_Home.php?Ing=EN (accessed Nov,
2011)

o7 4% i el

71 ——



72

EREFZZEMNERBRALS  ERERAM KL B
HESmAREERET L B2t DIERIEE R A B AR
EMRERRPABBME A - ENRENBERER AIFE
FREEPREUF—EE WHERSGEBR DA -

> E

EB2004FEEIZRER S RsTE= (French National Plan
for Rare Diseases) ' B(ZE2009F28 1F 7EBIEXR B 131X "ER
RREIRPO W8 B BE AR UG EE R RRAEREA S mil
REGNRARRYZBREEDFEXFIIN ZHEE LS K
BERZEZES (French Agency for the Sanitary Security of
Health Products) tig #ti2EEMTEEME) - MR ZE R T MKIREMA
FROREIR L E TR N ER SR E—ERERR
HEPMTZEMAREFEMATEER] SRR EIER LI 7 2 R TE
P - EZR WA BN R EE R T RBAERE  ERER
BAMAE—ZEnT SRR A ZeeThERRIN
%% (off-label use) s BZZEmEKRERI B RIGHTHE
59 AIZS IEROEHE EFFRIERGE

(M) FEEEMTEEH LB W ST
LAIRERERSN

LERESEEY - BUMBUR I R 22 A h 35 T TR 2 « RFRBUMAL
B BUNRZLAZREE S ERizE  AHEB e EN R EE R AL
A HRFTN BAFERLIMN R EmTE RE 2 BRASEINR
EmhHBNEE KRBEAISRU TN =E E— BESEEE K

g4=
CICAN RS -




FFE T 78 iR I E R - IR T A BTN 52 22 . EE %
HlASHMAEEREE BHREREERF (Department of Health.
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13 Denis A, etc (2010), A comparative study of European rare disease and
orphan drug markets, Health Policy 97 (2010), p173-179
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14 Scottish Medicines Consortium. Orphan drugs; 2007, www.
scottishmedicines.org.uk/smc/3869.html.

15 Meyer F. Orphan drugs: how are they assessed/appraised in France?
Presentation at the 20th Annual EuroMeeting of the Drug Information
Association. 2008.
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REz B (National Institute for Health and Disability
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Reimbursement Committee of the National Institute for
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16 Denis A, Simoens S, Fostier C, Mergaert L, Cleemput |. Health technology

17

assessment policy governing rare diseases and orphan medicines.
Brussels: Belgian Health Care Knowledge Centre; 2009

European Commission. Call for tender no. EAHC/2010/Health/05 con-
cerning the creation of a mechanism for the exchange of knowledge
between Member States and European authorities on the scientific
assessment of the clinical added value for orphan medicines; 2010, http://
ec.europa.eu/eahc/documents/health/tenders/2010/EN/EAHC 2010 05
INVITATION EN.pdf.
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R AR s AN EE B EE - H AR 2R M KB
bR REMmE) - B2 2009F 2% 1L 2R H39IEREE * H
FR32IEMIE ~ 4AIER 0] SIREANFAERF " © Lo » LERIE
BITHBEESREBIES (Special Solidarity Fund) * #@Bh
RSB RE M RERERBHEINERER
MREREDERERMABERE SR ERMAIE
HEE VWARREBTBIHREESS® (sickness fund)
BEEEEY BEFEBEMU A AR E & KER
bR B Il R E R RS E (College of Medical
Doctors for Orphan Drugs) R °
FRA
ERNBERERFAAEBERBERES=
(National Health Care Plan) » W37 B ZRE B IR R A8 4%
(National Network for Rare Diseases) MBIZZER &K
Z4#5:T2 (National Registry of Rare Diseases) ° ZF& K
F—iRFE B ELERERRERF O HEARNEY)
BIBE (Italian Medicines Agency) 12 L1 52 Z& A 5548
B - 2 REEEIBEMAGTT M EN R RZE - AT 28 B
RIS AR 52 22 iR eR 1T T 238 REA 1 =N
HEZRTRIMER (off-label use) e
MREREREHEBNMEIZEZESE (Pricing and
Reimbursement Committee) EARIZZ/NT)E S LLIR
OEZE(E  SHEE NTEARE (FIAENIRE ML ERTE)
FRFEE  HLRAR] MBAFZEE LAHBIZEESRBI
% AIZEEZIEEELEMN IRITERE ARG RTEER

£4=
B |- 52




& o 3 5222 R R SR 62 B AR 2 (National Health Service)
DREMB B E2007TF10A  5TE21EM B EREXH
B ATSHER RN -

MARERLEGRZER HREFNBEREEERIFEM
EoEE THFERARERTPONEREMFALLESTE,
BN IR E MR 5 AR ZIE SRS HNE
KELRA

I
A

o
=1

HATEE S I ARBEEENERHRHRERP /LB
J\FTREBEZEHROLEAHMESERIFOAE  EEROEE
FrE N R 28 @ i » R AN RIRmR RIS 2 oy (R 2E)
F B BB AL BURE R LIRS - ER(EpEES
EMAEE RERAZE WE B —BERAEIM B E R "2&3E
BE L RE AR BB EELERELNWINER  hsdFh
BRERIMER (off-label use) °

EHI R R ERT @ EMBIAITMH  R2
EHMBARERK - BRIF A MR ERREEE LR - mEE
mEl KRRt B EE N MEE (BB AT

18 National Institute for Health and Disability Insurance. Pharmaceutical
specialties. Brussels: National Institute for Health and Disability Insurance;
20009.

19 Folino Gallo P. Orphan drugs in Italy. Accommodating orphan
drugs:balancing innovation and financial stability. In: Presentation at the
Office of Health Economics. 2008.
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& Al E A RRZ A B M EM AT R - 1HEE
PIRERLE  TREFELE BV ERSEZ T ERRNE
RHEERTFA B 5 £ T e F - M Bh 3 INRIERAM &R
b MHBN 2 EES IR B = 2009F 28 1 5175 3218 F 52 %
eSS B -
e. InA

MBAFERERREFEMERP L BURREFR
R S A 52 22 R AR B BUR R B ST SR AR B A o FI 52 2
ZREEBEMARE P E  HEB N RFIFT N R EmERE
OB IERIMER (off-label use) RIAEREIERIRES -

HELEERRN A KB EZEDERIEL SRR
SEEMAELIRB RS - T = B Bh 12 Fr 75 & B A 3 4t 51
& W FEHAREE (human value principle) ~ &3R4 K
— 34 (need and solidarity principle) R8I (BIa&E &
& (budget impact) BIZRMAZE EELE - AXBEERAIE
BAAFE MBEREL—HMRA BEEEXEME
SEHELEZRE BRI ZER LMz ER FTEAH
BB ZERBARKNEZEFTRNREA - KL EmIERAIFT
{0 52 2 2 Bk AN 22 A (threshold) BB Bl A B4 &

20 Dental and Pharmaceutical Benefits Agency. Medicinal products
database; 2009, www.tlv.se/in-english.

21 Department of Health. Consultation on proposals for the Innovation Pass
pilot; 2010, http://www.dh.gov.uk/en/Consultations/Liveconsultations/DH
109236.
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R 2 ZEMB) - FHEABUG R 2003%I 200844 » #£#HBH28
IR S22 7™ - I 2 M IS AT E R B RS R E
B BNERERSt B ERENER -

() MRERZEEER (EREMEEA)

remam REEBERERAENENZERER  WNHERH
K= RAE 58 5 (Temporary Use Autorization cohort) »
BN EAth & B T2 AR L, R (compassionate use
authorization) ~ B AFTE&EB1TE (Innovation Pass) ° 3]
AR EEIBITE =R BB REARIRER" » FTEEN R EE
YD 1EE1S 2 Bl B 2 (R B BE i PR 2 A Z B s A ST AT B AT AE—E HA
R REIRARERFBERZRA (NHS) E BENESEBEZRK
B BB P EUSRIFTZEY) - RIS 2 IR Al A MG E—T &R LU
B ERNFTIERERF -

BN BRI 2 2% g E RS 5 T LB AN R

M B KM 2 HR4E E iE Access to orphan drugs in Europe
BE FEBFF A B4R A i x=3
Country Early access Access Comments
i
%8 55
&
GERMANY Easy Nothing
particular
8 3,41 Btk A g (brakad 2 E-3
a8 & 1A% . .
M) ks BAR R Nothing
AUSTRIA UC/NP Slow particular
" Bl A A (Phikid 5 &
HEAl M) ko B Rk % Nothing
Iy e RAIX
BELGIUM UC/NP Slow—++ particular
El e A A (brakid . £
A P AR5 o
M) R BB R Nothing
DENMARK UC/NP Complex particular
o 45 il
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75 5,8 S A BN 2 BRAF & 1 Access to orphan drugs in Europe

BE B ERAT X BAF A 3k
Country Early access Access Comments
5t an Bt A A (Hhik @ . &
ik W) Rom AR | O Nothing
FINLAND UC/NP Complex particular
* s e A ik Coordination at
FRANCE | TUA Rapid OMS level
=1 S pE (Moak s "ﬁyrijffh —ﬁt\
FYEF Fl#E i A 4AE (Hikid Classic Nothing
SPAIN M) ks BAB R4 particular
UC/NP
. | FIBEAEE (RiE |, &
) SRR 2% | Nothing
UC/NP particular
e | AR (BEE | &
IR%EE A%IiD M) Rk BAE R C?z:s]—icﬂ Nothing
UC/NP particular
EAH | aymmaH — 5 7 & Nott
ITALY |TUA Classic oe
particular
AR B Wi A4 (Hriki@ — R 3
LUXEMBOU | B) /&% B8 £ ¥4k Cf;ssi: Nothing
-RG UC/NP particular
B memen (raa| | AFTAEA
THE V) rom s ak s | ﬁ"’%
NETHERLA- UC/NP = Classic Improvement to
NDS be discussed
T —— ; o
B Iy B P T é%%zld ?%ESJ
PORTUGAL | Depends on the case Depends on | Special funds
the case awarded
AR | mmemen (raa| # M #H
M) R BAE R A Considered as
UNITED UC/NP Slow expensive
KINGDOM
g |ARRARE CRrw| &
SWEDEN | W) kB A8 Rtk Easy Nothing
UC/NP particular

B R B BRI # 4y % 32 B (EMEA, London)
5§ & 2 4% Abbreviations:
O UC: FlE1Em#csE (k@B ) Compassionate Use
® NP: 1k % B 18 £ %4 Nominative Base of Patients
® TUA: 4% {# A #24 Temporary Use Authorisation
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(7N) MR ERZEBAESE

8% oy e
MBS @ R/ BR
1. B3 #1122 4 3F & (Framework
—— L. 7355 Eifé 10 - Program)## Bs & -
2. FFERARE - 2. BRBHEERER CRERHER
HBEPTER ML) -
BN R E B E RN S AR R+ FENmEES

BRHEERBRRZLA CBRAFFEALBEEARE EHEFFA
BFRFIFPRA—EF- I REZERAEEERE (EU
Paediatric Regulation) » EREENIM R ZE R I EEEF LT
> B EEREENZ R FHEFTE (Paediatric investigation
plan) # - AIEMIZE SR BE R -

BOMNZEYEIR B (EMA) TR B #1R f Il R 28 R 3 A Bh =X
RE B EEINSEREENEEER SHAS THRER
FZeRzt2E (Community 7th Framework Programme) 324ta94&
& DI BER PRBIAER IR 5T MEE MR E MM AS HE R KRS
RNRSE TRIBA BB R ETEL - D AEEE -

22 European Commission (2006) Regulation (EC) No 1901/2006 of the
European Parliament and of the Council of 12 December 2006 on
medicinal products for paediatric use and amending Regulation (EEC) No
1768/92, Directive 2001/20/EC, Directive 2001/83/EC and Regulation
(EC) No 726/2004 (OJ L378/1, 27.12.2006)
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£ B
(—) MAERMEERERZILEE S
3k B HXAE
I BAREERL
1993 S B
(D) BRER
Tk FRIERRE
& 1 A BATRIRE -
B AB 2. BRERIEIE R X E A G h B R
<50,000 A 3. BB X HBREEHENRAITZ B
S R IERE

1993 F BV —EFZREFMRRERRRERTE  AER
EABEE LB S (Pharmaceuticals and Medical Devices Agency,
PMDA) #t& B A 5o 22 S 1 B8 R 2675 - EH A S Al S0 22
m A REBITERZRF B ERABENS0,000 A\HIRLESN - 5578
R B MIERSE  H—  RENENZ 8B & I 2
Wi R 2 MHARRIBITERSVEEL L BEEREREES
ERREREN OIUNEPZELR G LA TENE RS -

(=) ERECARN—FRINRERIEEREEEELMET

B E 20094 AR ROE 14T IS Z I R ZE S - Frl)
HE27TTIEEEMN R E R HPINEFFAINER  8FAN RS
MRS E MR (acute promyelocyte leukaemia) ~ 453 4 b
##E1t (idiopathic pulmonary fibrosis) ~ZhZEEESE—AY

(mucopolysaccharidosis type |) o

g4=
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() MFREE Sz SRAESE

BE KB E
LEg ] SNy Y1
1. Wi B & (£ +4 0 BMHE
A Z 4 g 2f
a* MRFEZABRMEE - BRI
3. RBVARAERER -

A 782 B 30 52 22 A i S O AT =5
EER=ZFAMBER SFUESSZS0%ME LEHHE
B MhinE O R GEREMBRIAR) B M AB R

HREIZEFEN LhEra]

REAZH BENEEM

= ALY
(—) MRERIEE SR
SLkRE R HEXRE
1097 1. & M dbAk 4] 1990 Part 3B
2. f54] 16H ~ 161 ~ 16]

23 Shah R (2006) Regulatory framework for the treatment of rare
diseases. In NCBI http://www.ncbi.nlm.nih.gov/bookshelf/
br.fcgi?book=fabry&part=A745. General aspects of lysosomal storage
diseases. Chapter 11 Regulatory framework for the treatment of orphan

diseases. Oxford PharmaGenesis.

24 Llinares J, Ch12: A regulatory overview about rare diseases. In M. Posada
de la Paz, S.C Groft (eds.) (2010), Rare Diseases Epidemiology, Advances
in Experimental Medicine and Biology 686, DOI 10.1007/978-90-481-

9485-8_12, Springer Science + Business Media B.V
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(Z) EREE

F e R FRIEERE

. AR AR ERERIER -
-- 2. BMANEERRERE —FRN > EH AR
<2,000 AZ 3 o

ez (&B) , (The Therapeutic Goods Regulation)
RN E R E RN ERER  199TEB AT R RIEEEIE
AER® o Z2ERPart B Il ERERARAINEE TE D
ﬁﬁ%ﬁffﬁ’]%uu RIFS EZE RG] EBRATRIRE (20 Z|\mErE

NRETRZE) - EZZERKIEERANERRSERE—FRN £
%/\%Z’J\E’\Z,OOO}\’ AR EE BRI EEER -

(=) EREEAN—IREREEREREL ZHMETHF
%

RBMIRITAREBRFRFREY  ALRMNERREH
MRERFBENER BRBENEIEENEREHTSRE B
FEEMRERARBLHIFAIRAEEENE  FhERBR KA
/\7@%°§Y§2011¢7ﬁ185i’/\EZO?)IE%WE%%/K/|| HE

FEEMIMZEER™ -

25 Therapeutic Goods Regulation (1990) http:/www.tga.gov.au/legis/index.
htm (accessed January 2010)

26 Therapeutic Goods Administration (TGA), http://www.tga.gov.au/industry/
pm-orphan-drugs.htm (accessed Nov, 2011)
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(m) sl REERARE S

B 3. bui i
g R EE/BR
A FEE AL FHAFEE

BN ZE Rt ERANEHZE  BIMTGA (Therapeutic
Goods Administration) EEZEEFDASIEZRY) A0 TGAE #5|H
FDAIN 52 ZE P (1R 248 - A E 5T WATIB B M R BRI TSR
RFEBRREN T HER (F RN E &= M ERMNINSE 2R E

BER BN R ZERBERBLUT =@
1. S EA AN R ERIEEMIZ
2. RIREARE THEELGAMEE-
3. MR ERZB LEMIHELHE-

TERMFE BFRORNRTBMREREPNER R
AT —MERSAMERAHER KEEANRIN R EZRBER ALt
BONEREIMRERMBIBR: BR YR TCGAREMB IR ER
FBEMEMGMERIN RETHERAZE SITTRHISNEHPFEEH
B EEE-
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T BECR AR BR 5 TE

8% 28 B S B B St IR L RIS KPR B {ERT =38 R LRI =
EITRPEEREIMEZERERE I ZEmisERBA

BYERBRRFR DEMRBER BUBEFRNERERSE
(potential candidates) I 28R E T EREAREEER LI
i,/ Wt ST BB AL R R s A o

(—) EPFEZE LR IBNE

FERIBRBE 2 LMW FN L, (International Conference on
Harmonisation, ICH) $+¥ZRITIEER  IRHBEE KBRS E
28 DIAIZRBREON - BAR EREEBEA REEXRER ERE
4B (WHO) ~nEREEONEHEZER (EFTA) 2EE KX E
REHFEE - ICHIEELHTNABE HESER 2B - 5l
REMER MEHRR M amES  BRRHER RREE
V)RR B O RFERME SR A © ICHER AR B IR 1E 0 A 3R s AT R R B
ZEY AT A R RO F A 7 32 ST B PR AN 52 2B T 3R S EE A DUR)
1R EIBR S -

(Z) BROMBEHRITRER R 5249 3 B0 B2 R O A8 4%
TROMZEY) IMAT IR R ZEY) E B BRI RO A4S (European
Network of Centers for Phamacoepidemiology and
pharmacovigilance, ENCePP) ~ RHEBUNZEY) B FH AL 1R
TEER 3B BN & B ZE YDA T iR 22 B 25 YY) £ Bh BRI RIS I B S KA 5T
KB o AR IR B BV SRR O RENEBE R - BERIRE

g4=
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IS

AANBEFEHAALBNBERERFR ERBELELD
N BA AT

FTAENCePPE H I ENCePPHI TR/ LVEE? - ENCePPE X
EERRR BONSHEREBEREMELBEER B AIFK
FA BREREEGIE BNEEER A E AN H  maE

) EHERVTATIREHT I INVE BIRIRAY R E et

(Z) KEEEHETE

2010F108 B BHITEE=Z (European Commission) »
2FEIEE= (Health Directorate) ~ BREWT I EL A H#EE (DG
Research and Innovation) LU BB 7 B4 A 72 Ft (National
Institutes of Health) /K SE T E A R B & 55
ZRERMENBEBRESIEEE -ES5M2F  REFERERE
BIERRIZZ  EXMRERER - BONMAERHEEERRKRE
B HAMEGEEHIME EETHNERRREESFR BT
ABARIFNERRESFIER @ WERFRKRAITEEIETE R 2 &
REH R -

R - B SR E TR R R IR BRE R R R

i BaTE= (International Rare Disease Research Consortium,

\]

27 European Medicines Agency (EMEA) (2010) ENCePP resources database.
http://www.encepp.eu/encepp/resourcesDatabase.jsp.

7 4% il el



— 90

IRDIRC) » HUUSGHA SR REE BB AL
FFAE20204 /1 Z R R2001E M A ZFE R R 2 W7 = B ERIEMm
RERE-

BIR2020F It —#BER  F[AEEBEESF MEILLT

E

ok w N~

oA w2
HJD‘HH»%I%F“

1. SRS AR AR S B
2. RIZERTRARE KRR -

3.

4. GBS E R R B AN

PIEREEIRRTE < ERER BT S BR FRF 75 -

EERNBEEMREESER 2B LIRS

IR 38 Man &R R -

TE HAWU SR B PR &R} M bt ST b 4 PR 2 PITAE ©

T35 IAEBEARNREIFEMIZ (SOPs) °
BEAMEES  BRBNEE WAL

Bk AR A SR BRI AR LA R ERENE M -

R EAMURSE IRDIRCIRHE YR BA S 5 Dl £%
ERAARER IREDIRBAIBERITTmRER D E T E -
EEME A SENELEMA O -

B 7T %ﬁ% T’E%/)lﬁi°

BB RN SRE—BUESARE -
ERENKEN ENEZBREHtENERRPEN  ESR
4%7(‘ MIFERFERSZHEZRIE A

FERFE EMBRETELRERRZE  PlaERERIR
5 Proto Type (AR EESRAMERESR) BTRIS (AYEE
EEMEAMERA-FEEMRENNEBRERNEE) -

%
FUN
am

*E

£4=
B |- 52




Lboh - A RTINS B AR AT 5T - IR A TR R R

. BREEHEENE RN AR ERENERRE ¥ A

HEHN B RBUE AR BE

. BERPIREBNRSMEL WBEELNEN  BEZAMUE

PR BENIRY TR Em L ) (disease by disease) » INSLE R AR

L2 BRMEAEIE

- IR ARES  ATREAR ER B REM A KA R R

BRAVEVIL SR E R R T R X i o

. eI E L (disease by disease approach)  S—fEEKFE
EHEOINIEES SERER BT BENAREMG-

. MERENEBEEME B HR DL o BiE MR R

RRERRZEAL -

. FEAWEANERNEGRREAZ A RER R I EEZM

MK FEFHERLEREMNRS RS DUBRAEENE

BLER LR (BINEL 2 BRAE R E L) -

. DHEE DR ERCEIRBARR TEBREEMNEE

tREFERRETRBE WHFREANRERNEEZTEEY
oo

BT AR M ERE R A EFEETHRE Bl
MRS P FENLEEREBRINAE BB 22X —KiK
ot BEFTBIRIT R B SRe H—MRART SR B RAIAF ST -

(M) BEIFREEZ BT &ML
1. ORPHANET: http://WWW.ORPHANNET.ORG #A 4828 5

Orphanet2F R A FEMBAEMAVR LERARG K
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WHARES  BEESNRCFEEERE - FRFEZZHLIK
e E 8 E A ° Orphanet AR EAEES (French Ministry of
Health) 70,2 BB 2} Bz X B &I 52 F% (the French national
Institute of Health and Medical Research, INSERM) 52
19972 KREKIRRBEEEEILINSEREB) S
2000 ESRRREES LKL EEBIHABILRESR) (From
NHS report: p21/59) -

Huw AR BL40E R RPIAEKNBONZE S
L rBHaEmA SEERKETWNERBEEREIRNXEZN
FKRAKABEFEN - MEEmAEBKRI&EFREOrphanet
ME mEEE - FEFERRREBIER KkaRE2E0E
ERF

tt4h > OrphanaetHHERNRAEZESERE
BN B EMIRETEET LU RETEEE Mt 3
RNE

x

@

If

=8

Ell
B

mF 0
Pel Iﬂ)

Efr} iR

i

=

=

/

. HON (Health On the Net Foundation) ' REs&S R ERIE

B AR A FTIE S L FE R AR S © http://www.hon.ch

The Health On the Net Foundation (HON) FA19954F
Bz EHB AR ETEIEER (Economic and Social
Council of the United Nations) IREERIFEE R~ IEE 5B A
Hifdp it B RZEBHBANERN aFREM-

. ORDR Web site (Office of Rare Diseases Research)

BAM EEF Rm ~ B BATHANT 5T IR (NIH) http://

raredlseases.mfo.mh.gov/RareD|seaseL|st.aspx
ZEEIIRTZRITAZE | (the Office of Rare Diseases

£4=
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Resarch, ORDR) R1993F ki BRENHREEHZ
(National Institutes of Health, NIH) » E49u5 (ORDR Web
site) FELIZEHRMAENEFHORDR AERRE (SEZFE -
EERES HRE -HELFE BLENEAEAFERAES
BN ARIR ) ATt SEEIAEEA S © thoh  fAuh TNR fEORDRE
BIENA AT B E®  FREERRRZEHEANR
. IR =52 (Rare Disease Search Engine) :http://
www.raredisease.org/

"FERIEES|E B EGoogleBIEMEBE X ZS| % His
R AliERESEE RN AR RAERTEs  DIEE
FEREDSBERER -

e U IR A LU 1 EAE BR s 4
® endo-society.org

® rarediseases.org

® rarediseases.about.com

® ord.aspensys.com

® rarediseases.info.nih.gov

® rarediseasesnetwork.epi.usf.edu
® webmd.com

o www.fda.gov

® mayoclinic.com

® 4woman.gov

® phppo.cdc.gov

® genome.gov
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® nih.gov.caresfoundation.org
® crdnetwork.org
® russell-silversupport.org

® ongenitaladrenalhyperplasia.org
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e R i G 2R

THJEE 5 A RAE AR L e & KR & R IAF RS0 R
FCRME LB R AAT B IRFS LA AL & E L F R0l S AR R
B 7 B 7 A B IR e A A o

EEBRZIRRBUE N0 R dapk » R > 2 RAEIR R BGES A B
R — 0 SMG E LR ERDWHR ArpmEA T —#FF5: &
IS AE A A AR IR RY R T A Sk SR AT AR LD HE R -

~Robert G Evans~

MZERERZBEFRLBERFP AT (Robert Evans) &8t
MERERER REERERAMEEARBER THEAFTHERK
#HETERRAERENEERER L2 ESERE
ARMNE R TR2HELCBLFRZRS Wit ERREBEH - 1t
I BB S E A R R R RS A JERE AR THEAER
REWBERSHR DUEBAHE BESRISETCESE &
O R B AT SR s EREBY Rt RS -

RERARZBEEAREREMHEN - BIZKZE B S kB
RBA REAREGMBEZYERERS ST EmiT
At EREERANSRERRREGE  EHERASRERE
REMERAMEBE XL EARRRBRARBNEZRRA
R RKERE "2 RERREE ) BEREESWER -

DB 2 RERERAEE ERXBRAEHE  RER
1994F8HIHAM "2 RERARE L, E1995F3HT1HEE
fits - B ep7E IR B AR B AR 7S - I E 2D BB R AR 5= » MBI F+

| 5=
WY 2 Ly P 2 8 £ s
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BRSSP LRARKER RIS AFESONME  BEE RRGIEZ K
AT ERBPBRBE LRV OREYRMES AR » 2R

|,

\

N~

AL EYBERE  AM2ERRERRFIELAAZEELS
ZEMES -

"ERERKRRZEFMREFARAEEL " HIBEDER
RER wEE2REEARR (FEARE)  LUEHERKRER
B BRIEARNE RERRESE BREMBEER - MERK
RREBEEBEZREZY 2RERARE —ELSRERGE
ERDEERRA AERBASEESDENER  MERRA
BEKXEAGHDEC— HAITFERGAT 2B BZ8EE
AR SBEIFIRMELEARE -

A BIRBIR I EERBRFEAILELRINEEEE
B TR R RR A M EY)R ) —BEA TR ABEER AN G NIRE
R B REFRREERBIGERF RIRREY KM
FEMAFZEREERM LUNRREFHRRESBREERRE
B RERERBR - MERKBREGNEAREERREZT
B UREEREEERD BRERERRRIREFTHREE
BEEIRAIER S -
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RITEEELATERNBRERFE 308 BIREE BIERE
R RBRERMERRS  BEERRERLENS  JIBAEER
BRERNRBRHER REXRGRILE  EARRZIBRRAE
MESDEEEM -

HEFEREFIAZRERERBRE 82FRRE—FE
FEAREAR EXEEE LT RNIRRHBLIAX 2B B
FERRERERER R NRRR - HIRNENNERNFRRERM
P QB FIRMHRER - T FERRWMAERBRERG I LE
® FRREMENF ERRREOEEI IR EHERIEE
S AHEARS RGN NIERE YRR E&ERT -

FHHEALDFRERREERRERNGHREREZS] 418
ﬁi EZRRBEZNEERNGR T EEHRFE—RR BHR
B

\

]]IIP

FERBER NEEXER T BUERRE - Bt S
EXUIDRELNEL Bl LR EERRR REWKRERER
RIVRETF RKE S NMEERE - FRERES S RZIEEREZME
BRTMN RAEERFRFRED2EIIAERERAE  WELHIE
FRERERSBRBREREZEM T ENRE ZETGHESS
BEEESEN PRI EREREEMAERGREE -

BEE BE2002GPRFBRBIES rﬂ%ﬁiﬁ%ﬂﬁﬁ ’
"REREDEE . K THEERRE  FEBANHEREEEE
RERESgRREEANHEESE JA%1§1§’WEPPF%
B AMZBEIHIN ERGAS e EdERNEEcEERAE
HBEHE REARBREERHERE . TMERAERERRE AR
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BERERRARR St H T =—IABRRBHES - B —EH1E
& RNMERFSARBEIBUFEEEE  EMAKER "FREKRE
SR Eg BEEWBANFRERR 2EMARR EXER &
RERREBRENEDEE  HAXKARFER T HREHRAELZ
FRERIBER LFEFEFHREBENRS &Y ERBARREER
ZF LB RGN BB ERES KB RHEEREE-

L ER AT S 2R A R B R Y — KRR R B ER YR
RAZ M BREREI AAESELEERRE BAVEREN
WHFFEEBEREAEREY T2RERRERAT EEHE
RERRVIEHS R RRENERAE BRRARNE BRF
BRY L B A B hE
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rg > BEREIAMAMEMES  EEERRNINZT -
» 48 (cataplexy)
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BEIERE -

- HAthfEAK

FEEERE BE B EME R AT e BEAEER TR AE UL
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propranolo| FZEYEF » Kl AL BMERNEEBRRE T g INE

HNRZAER S XBRAENEEFISED I RBA-B-C-D-XFAK &
thZEER T RIFEENETESE - Cik BB TRHREETREE B
BHZIGMAHRBEME - ALEYRRHEEN AR R ABEHER - Bttt —%F
HRAVEEY) - REE LS ERHIEN AR SR ROBTE M R A BERVE IR AR TMEA -

A
S0k

113 ——



— 114

LY MPERIVRE LN ERERZCYP2DOBE R E
B (PN 7~10%89 = MR A BRI LL AR E A R AT ) - H
CYP2D6XE (FlaI =RINEER ~ iE1ZE M serotonin(a] YN I
F o RE&HCYP2CIOMEBEAMNGRKEIRE) WIFIRE RIS R
R T ModafinilIg 0 o ¥ O IE1E B 52 45 L ZE W) S KR (DL 22
miaEm A TEModafini | Bl & CHIsHZEZ VBN - REIE T
Modafinil AJBEE IR F B HEEZRCYPIAL s AMBANRIEAERR
ZHBERARNZEIRE  fIAEEZ E #5222 « cyclosporine X 5%
EREEREMNtheophylline « R IFIT #2575 L 2L S AR ZEY)
JEERR A TEModafinil Bl £ _ErIFAR 2V /Em o
AR FAProvigil fE/ T BENSEIER !

7 G, BR F B A ©
fHfFAmodafinil A1 B8 iz b B 0 5 2 P P /N D
. BREFTEE ‘Modafini BB RR DR » RS0 %HIE -
BREHRRSEREE B/ OME modafinil o
N6 E KRR 6O mMEA EEANRZ 2 EMB KR
MEEAREESL
B2 B R RGE I

Modafinil{E3< Bl A& 22 5h 55 44% (Controlled Substances
Schedule 1V) - BEnfEzZE BB EZESE R ASGGRAENEIR
(PlanT G INSEREEM VT A) °

Provigil BYER > F FE B AR At AR BB TIAE (UL TEZE M E AR
T REBIREVURE B ZE0m - #EPR B S8 = AR IR fihan 28 BEEE T 4E
e MV BiERTRE RSB WERNAIEE  mENRBR
FA B A AR A 1 AR B EE 7 ~ S8 ZE W) R B S 25 W 8 FR RO YR 52 » 12 AR

o s W =

B 7% 22 S 95 s BEL 5 1)




FIProviil AR R A B AR B B 0T A

H{th B AR S RERY HEBR

KFEENBERZOEI RS EMMAERER - 55 2 ER
MO FRLEE © BERR M IR AR EE S R LR EEE R B A RIBEES
AR AEERERR R KBTS RIS E ST IR E S
IR EMFEER  BRZRIDNREGRKS  BREFIE
FEaER -

ERIRIEETE
MRBERA BB KRIF AN YREEERRE &

FEE RS SR - QR BEESRER ARG - 28 SNHERE - B EE

RF RS B B A S HOIEAR S 4 BR 58 s 2 R B 38 F = A A5 LAY RS

8 TR PIB LI 2%

1. BFEEEBREHBANAAAE AU ERABTREKE - L
B R BN BRI AR A RV RERR S —E BRI AT R
ARARNHERINZER Al AL - RERX T E2E
IR e R E RS8R -

2. B BBIETEREE AR MBI EE T MEIRE

3. ABREMBA SRR TR DM LE A EBFE
EBERA—MBEENNET-

4. F—EFEERER - EEF AN AREERRNER S
HIaEBRTER -

5. MMRFEEEC T ER| TIFae D AISSKAN AN BN TIEZ
RBhe

Al
S0k

115 ——



— 116

R EEE RE R SOE  TREMah By E Al B A S R R
TR Z RNV IFAEE  AILUEEERE R ENBEEEIEE
SHEMARINE -
(B3 A 1011 A T F Sk om By vh B EEM 5 | Z 2E M) SR o
Ve 1 B G b B e B A PR AR BRA )
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(del 22q11) F2ETRIESIRE  BEUOEE ~ MR BIFFARIR  lRERE
MES  BERNRMEDZ—°

syndrome (JXBE75 FCIEMRES) ~ 58 _ RIS AR S 1B B HER
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2B 5L

B30T HTAE Fo FFHARL S 4R 22 i i 2K - RER D LU R E 2R ER
I BB13EZREREKE RE—(BRIRER - £ RECRA M
3% (Fluorescent in situ hybridization ' fIF8FISH) » Q0% AJ &
IRE22H LB 88 TAERIE IR ARER 26 -
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fBEZR (Graft versus host disease) > BINAZEZIELE L&
BERE TR HEAEEER  BREE B ENW R
HEENEE-

fig BR 3=

EBMERT  URRENDE RS R LT BRORRKE
HEERA R ARERIET - 1R K4 T IMNRBI I IR 45 4850
BIRR R (thymosin) * 2R R % ETHEEEFEIEMEE NK - iR
KL BEEEREREDIGeorge syndromefy/ Nz £ 5T IR
B BWARTELMMRETHEABNEE 828N BREK
ZeE R - Bl FEY BRRESENE AR FiE LAY R FEAETHIZR
B EThBERIBAVE A

MBREEXNBE4LERNBRINREFCYE -19754F
GoldsteinS it & B m E R LA E MR ZEENY) - B0 HETIRAR 3=

(thymosin fraction-5) ' 2 — &R 2SR ERE - E5kH

ETRIR =B S T40E LI ERMERR - 2 FE /1 7701,000~15,000Da
HAp2fE B e IR Zalpha 1XAR Fbeta 4 2EBIIFTE&
ZHEHR SRR EFERANMRE - WREN T ENFRREEE
I INARRR AR RS IETARMNE R S R EL -

BEIfFBAAERKRZWIRZAThymosin Alfa-1(Zadaxin
Injection)  TEMIRAVE Efm M2 28 Bl R IAYE - B
8 fERE /DiGeorge Syndrome ° SR AT YT ZE 2 IR thymosin alfa-1
HERZRBERINEIREBRETHV#ETT - DiGeorge SyndromE &

B 7% 22 S 95 s BEL 5 1)




HEMEIREAFTEMEVAMRBATIEIN - FasMFasLRIZIG I £
CD4FICD8Z TAlMEsubsetiIBcl-25RIF R 1K » [RFRFEANIDNA K E&
{b o fE Athymosin alfa-1=1{& A& 337~ 2 50 REA I B
PEARME BET A TS - K LS ZER ESREZTIIE
[E7#1.28/1\6F o MMFAFE 90%Z thymosin alpha-11EAMMERA » /)N
R10% M & EEMETE  BSIMARENXBIFERALMERA o 72— % F
2T UNR3mg) BEEENE SRR - 5 H T MR MK
LRI EARNR K EE B3  thymopentin s thymomodulin
thymostimulin~ thymulin & IE# X F[E B5 S % 52 sf 8 FRAVR A
&/ INCMSE A ©

EiDiGeorge syndrome#HRE 25T ELR IR EE R

BRI{ERETTE B #)E&205% (Baylor College of Medicine) &
SHEEENZRAT (Howard Hughes Medical Institute) B2
RERARM LR MEOLER I EEREA WAZX LA LER
MWEE-MRAERERE—EEEERELRALFEDIGeorge
syndrome (DGS) ; fh{f9Ek 15 B SR FE I L B B8 BRIKED 2 » N853R
BRI i[RI A TR TR EA -

AL R R IR 225 L AR I D TRATEE
B A A Adel22911 B E25EK ME225 L5588
REF—EEARAL B—RERAIERE - —FEDGSA E#IR
DGSE 2 1658 R /8 B AR BB TRAII AN ER B A8 1L -
EMES L ERP c—NItkEIHIRHRA  ERSEMHE
B+ REEAOEREIIRS LTS ENAREN2T~29K It
ERBTERERRARDGSLHEREIER  AMOAETHZE
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EERPERRALIBRERNBEIN—EREER  LHERE
RRBIREHIR -

It 3 IR AT B T A TR BA L O\ BR FE B 1R KAV E B - AT AR AT LEE
REEANAR NEEE—THHE - ANERF 165 L ERE
RAEBISEER WERIMREREENABRHRERATFE
B 254850 RSB ER : SHMOEE R HRSHRRE B /e R MO R
5SS

(3R A L101F8 A T F IR Hm By s R BE My ik | X 24 -3k o
Y P BRI R e R FRIE R AR

1 DiGeorge AM. Congenital absence of the thymus and its immunologic
consequences: concurrence with congenital hypoparathyroidism. Birth
Defects Orig Art Ser IV(1). 1968;1:116-121.

2 Jawad AF, McDonal-McGinn DM, Zackai E, Sullivan KE. Immunologic
features of chromosome 22q11.2 deletion syndrome (Di George syndrome/
velocardiofacial syndrome). J Pediat 2001;139(5): 715-23.

3 Driscoll DA. Prenatal diagnosis of the 22g11.2 deletion syndrome.Genet
Med 2001;3(1):14-8.

4 Miller JFAP: Immunological function of the thymosins. Lancet 1961; 2 :
748-749.

5 Wara DW, Goldstein AL, Doyle N, et al. : Thymosin activity in patients with
cellular immunodeficiency. N Engl J Med 1975; 292: 70-74.

6 Hooper JA, McDaniel MC, Thurman GB, et al.: The purification and
properties of bovine thymosin. Ann NY Acad Sci 1975; 249: 125-144,

7 Cynthia Tuthill, Israel Rios, Randy McBeath: Thymosin alpha 1: past

clinical experience and future promise Ann. N.Y. Acad. Sci. 2010; 1194 :
130-135.




Py %‘!‘Ti‘[jﬁﬁﬁ‘é (Huntington’s disease)

RIBRGN
STHESFEERS —BER T BN ERBMEEE
R BRATEEROMN AL =N R T TE ABSESA FE LM ATIIE
MABE  BEXRGEN2EATAN? - SEFEIELHANIEE K
(caudate) FlEARZINER (putamen) 2 AL AT D & 87 2= 4R AN IR
1t SIRERLBS (B AR AR~ SEER - o SO IR EARBE EE
g LIRENE#HELR - BEERFERI0%A40-555 2 H (1B
109 ATE T3 LART @ 25%MIARTBEIE AT LUE ) - BRI
MRRERNONES  BRETIRESMA15-20F  — B 1THMN
FER54~50 A °

BERI
2B BT T NVES BORTNERRE A2
EMERUITIS U EFENEREENEE (4016.3) 'H_1T8

1 Folstein, SE, Chase, GA, Wahl, WE, et al. Huntington disease in Maryland:
clinical aspects of racial variation. Am J Hum Genet 1987; 41:168.

2 Ramos-Arroyo, MA, Moreno, S, Valiente, A. Incidence and mutation rates
of Huntington's disease in Spain: experience of 9 years of direct genetic
testing. J Neurol Neurosurg Psychiatry 2005; 76:337.

3 Brinkman, RR, Mezei, MM, Theilmann, J, et al. The likelihood of being
affected with Huntington disease by a particular age, for a specific CAG
size. Am J Hum Genet 1997; 60:1202.
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18 B AT 4R % SR 6 7B ¥ Frigskny e B0 huntington® -
M3T44BIERAL WeEERANER ITISRRAPRE—KH
cytosine ~adeninefguanine#l XAICAGEE 5! ' IEFEHICAG
BERINEEAI0E2600 ECAGEENE BB B REE 2

(36~121K) » ZERNhBELIRER ; B BMES—EIT15
EARIEEN (F—EASEREAREEREITISER) @ FEM
KA R T E  BERMZRE LR - L EHA—
AWITISERNBER  HFuUSARBEE A THHERER &
BRBAEMNEIRSFEECE AIRERRCBEIEABE T20 K8

BERENAREBEERY N At BROESER  HHEER
MRBRIFFERN -
ERARIR "

FTHEMRAREEFEBEEABEENEE TRNEME
fSRAAYEAR - T ERBE R BANANER R R HRAEE
HE FEAB B RERE - =0 _BER LIS RFEIMRE
IR =R —BEHALUSHIEARRIR - EMAYER B AR SR
B FEAR R IRSERSF -

1. SLES BRI (BERTEEESHZHLE) 811
T SRE R IR ANMEMNENF (FERE) - O0%RIBERIL

4 The Huntington's Disease Collaborative Research Group. A novel gene
containing a trinucleotide repeat that is expanded and unstable on
Huntington's disease chromosomes. Cell 1993; 72:971

5 ZERERESY T THEEKENEE- http:/www.tfrd.org.tw
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EAR
[EELBIRAEEEMABEENBE
- HESEE XREKRIE
* Biam AEANIE
" BYFERR
- FILPY{EHE

2. ERXETHH RARYAEAR BLFE

([ERre=
- [BRUEURE R (20~90%)
R (4~12%)

)8 =R EBROE
NMERRE ANEEARLE RBRENEE

RSB EThRERE R
B BEAESGEER B
- BA&IRE (129%)
3. BN BRI B
RCIES N HIETD VERD RIERE STETFRIENE =
- W AS ) ERRIRS

BESERE MRS HBARKE A2 FERNRSES
1818 2 DU PRER B SRR S A =2 B 9 2 4RI o
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ATEAMNKBE  EENCAGEEFIEBEAI0E 2608 &
ENCAGEENHEBEHER36-~210 ECAGEENEENT
27~30RF EAZRBIEM BN FLNEEHES AJ6ER
INERENEE BRBENN36~41URNA A—EF B ER
CAGEEFIINBEHEBRFIRE R LNEFR EENEEE40
BAS5R BNEE SR F RS B EEMEEESOR L E

HIEH - CAGEE P RS E Bl i2 28 [E SRR FRRV R - BB 2
BEERA EMRAZLEAE—EEEERNNRAERE 25
ERREE RN E R TI EEEMRAIARBEA B R B
KRR REGRAESREMALENRREZEBE -2 TE
AfRERENMERERARKRR BRtiamEaR tisE-

aE

FESEMRNEIR KT AERERERBEERIWRE - AR
BENATRENSRFTELZENHRE - JERIAL BBEM
— B ZE A DI IR YR A2 » (B ER PRGE AR S RI AT A 229 2R I ©
TNABRERAZERMER—LRER  FRLIFEZEFE0YE B
MBS ERNER  FEEEERERIINE-

R R 2B ZEY R IST 2 8 RUE &R AT & RE LA &
R PRAEARAN PR E /v T BRIME—RFDAROER BRI RAER S
THEEREEMNEZEY ETetrabenazine (Xenazine) * B
benzylquinolineMINTAY) - FRBE LB PEH K RFTH
dopamineill fH Erdopamine E & 2E A ZEMRI/IVE® - EMIZEDFE
FEEEMNRERE Mtetrabenazinefreserpine NaE » &

B 1% 22 S 95 s BEL 55 1)




reserpine B E—H/ERTEF IR R FTLUEERANEIER
FLERERUE - T BAFA S ERERRE -

B A — A EEIA TR 8 & 12.5mg QD —iE ;21812 1n%12.5mg
BID » 2N RFEARAN R4 - RIS EIE HN12.5moVE £ @ 21 R IEE|
BREIE37.5%50mgiVqE  EZEKTIDEA  BHNSEABEIE R
100mg’ BRIZEZI R AB 8 20RBAEM XA LE - FEARINRTIR
R ' tetrabenazineRIBE ¥ & (B B 2 at B 1Y Nan i 218
s RS AHRE AN E R B G B INHEnB1ESE
IMRBASATOERZNEIER BRI EEL I SN 5 CFE
B2 NRAR RIEJIARE S  BIZB{F 1 tetrabenazine)a &

TetrabenazineBWHRBIFH G S| EEE N BMEERIT
g PR EREARRNEREEENEE LUREZEEIBTMN
ZEAb - AR N AfE Atetrabenazine M5 (L 2 EREEIE > I LIFE
A& {Etetrabenazine B ENEEMEF NS MIRFEZE
TEARTIR S  BL BRI EEZE Y INLUEE B EMAOIEN
Y /EMtetrabenazinefERE A28 L E - DUR % BREMIAT
BEREX - Tetrabenazinetb B AJEEF BN AR LEMN R4
SRR LR FR REMEEAR > FTA BN O TR A £ UK &
HEIEAMBRERE - fUB MR EY R EXE (Neuroleptic

6 Huntington disease : Management. Retrieved from UpToDate® on line
database

7 Tetrabenazine. Retrieved from MICROMEDEX® Healthcare Series on line
database
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Malignant Syndrome, NMS) 7R E#KFREFEH » BEHATEH
tetrabenazine AR P HASK RN B EY B 2R WIRTL=Z
tetrabenazineS[REHINMS » 78 B S ZE I LUEENMS ©

T T EFFEENSE —AR A MRtetrabenazine ' BREHE
REZE B EREERE  NRREHtetrabenazine B/ AR B R IE 7]
LIE IR LR N TUB R YR 5 BN SF B R 22
WRILUF = TIEFEEE S M B B & BB AEH RN IR AR -
BBz A FFolanzapine®Zkrisperidone’ » clozapineBIE &8 8
FRZBRI R A & 5| R B EAIFBALME B M BRER Z M AR H LA
quetiapineBEHNFEREERLEIFR BRIEEFESNHE

(600mg/day) ™ - 2NR\E B IFR B TS RIREY N A RESE

SR ENSEREEA BRI A TSR I LA
B RIZAYEEY) B iEhaloperidol Zfluphenazine® - (HZE I #2RIHY
TUIE (R ZEY) 55 — FOA A IS R BV E AREF - AT L B
tetrabenazineBf - MR TENEZ R AL R BE LB XE
RO R - amantadine” ~ leveticetam “Fltopiramate "SF 224 #2 (it
TS —EEE BREIMENERMIRET -

= T IBSEHENEEIES)ER (bradykinesia) BEARTE
IOLUEE  tesh  dopamine A H B LEARIR B INE R © 5§
FENEREBEHEEEEENEL BEL=RENEEE YN
SSRIMLEUAE : ERREBREMNIENR  BRIMLARRBZEY A LA
OB ©

+ =A
=N-10]

FTHEEBENEEAGRERAMEELET  BEERK

B 7% 22 S 95 s BEL 5 1)




REY P AE 20 PR SRR TIETE s — iR S AR W BRI Al 78
15~204F - BN BRERBENTB0ES05R 2 RZEETTEK
RN FE A RBUWCEA RN MR EEIE N EE KRS
BREXE MBEXKELOEREERH = TESREN—EEE
12 I EEZA TS EEERRNT ARSI EZ -
BRIENT T ESEREASRIE IENERMZ L R B%
YR AILISER ) aRM TR B RMNERE R ™ AR R R E
WEERBRERMBINER  EE—HESHERRE TN
(SR8 A 10118 A T F S i By vh B EE M 5 | Z BE A SR o

Ve R SRR R BRI R TR AR

8 Bonelli, RM, Wenning, GK. Pharmacological management of Huntington's
disease: an evidence-based review. Curr Pharm Des 2006; 12:2701.

9 Dallocchio, C, Buffa, C, Tinelli, C, Mazzarello, P. Effectiveness of
risperidone in Huntington chorea patients. J Clin Psychopharmacol 1999;
19:101.

10 Bonelli, RM, Niederwieser, G. Quetiapine in Huntington's disease: a first
case report. J Neurol 202; 249:1114,

11 O'Suilleabhain, P, Dewey, RB. A randomized trial of amantadine in
Huntington disease. Arch Neurol 2003; 60:996.

12 Zesiewicz, TA, Sullivan, KL, Hauser, RA, Sanchez-Ramos, J. Open-
label pilot study of levetiracetam (Keppra) for the treatment of chorea in
Huntington's disease. Mov Disord 2006; 21:1998.

13 Gatto, EM, Uribe Roca, C, Raina, G, et al. Vascular hemichorea/
hemiballism and topiramate. Mov Disord 2004; 19:836.
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Fi% ?ﬁ%ﬁfﬁ&ﬁ (Fabry Disease)

EmmREE—BEERNEGMER ARAERE
a-galactosidase (a-GAL) BEZEMIWERGRFE  FFA5E (lipid) -
K hll7Zglobotriaosylceramide (GL-3) fEEAH » AMERILEE
AAIEEYA/NEE (lysosome) R - B GL-3HERRT MER KR AHEA
B - & i B BB R ~ /O B B S I B B9 38 E AR » tR AT BE S | 38 RIS A AR
R (15 FRIEE R - RINERAKRLSERENTDFHAR
FmAEIR - BENT WERLEFAFENREINERE Bt
HERBERENRENMNKS  BENBIEESREERAE RN
TE - REFENFEALEDESEAEE BRNIEEENH
H-BEBRFTRERS NTHECFRIELRE PORE
TEEBE R E INEIZY

S—IERBEBENTE RIR 28 IMIESRNEE LN
REFRCHWEERE  BAMEAER (angiokeratoma corporis
diffusum) - RERENEEREEEFRMINE  RENE &
ORGP ~ AR~ FEFR O RTRE I IR & -

GL-3REAABTEEKMERE  HEEPRGERAE
BRI EEE OSSR OVERES LIRS HHREEE
WRISEKERERb BEFEEFTELE -

RERBBERD/RERER  BEAAREBIZD
RME&E R EERR AR BERR  RKDETLIRERE ~ M
KB KERE - FERRAERENR - RERRSABIEIETR
R miE B AR  SiLUER o -GALB RN S EFRER
2o BN IR R P ETERRE - BRIFEE AN A D7%
EMBEE N EE R B REE (Enzyme Replacement Therapy) °

(20 WA ANFE R g R e 3 R AAEBIA AN B RS
FATZ VR Rk g B R Ty (201240 <)

B 7% 22 S 95 s BEL 5 1)




78 ez — IR R TR B AU B

(Urea Cycle Defects)

ABANERBREE SELA—ESHEEEN '8, 8
AR EENRES WS M T REBRAL L BLE
ABZERE—EHENTE HENEHR2REAR B2 TalE
i BERAREEERNRE  ERREBERABIER  HEKE
REDEEANEY " BrhEEs -

BIEEE DAERIMAEEL NEFRERRIE -
FEE2ERMN - RERH R HEE EETREFICE BEB
2BRGRFERL  BRAE UK DGR TS BT
e MESK BEHREE - EANFEHRE TR 58
HERASEL - TREE BR=ZBERIET  BFZEHI K
A FSE R A ALER -

BRINEE ASRVHEEYEER T - iR L EEKERG
ENERBEEY BIFERAUcephanzkBupheny |z EIM&
Z DURGeMEE LA -BE—BENEBEEI00ENE (MERx
SBE)  AIETHPFREEYIN LS - SRS B PEER L
Xige

(&0 BIE AF R g R e Gl R A BIA AR RS &

AT TR AR B MR T £ (20124FR) 5 <)
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B ~ TR T ks 8l e v R

(Primary Pulmonary Arterial Hypertension)

EEMMBIIKSE (Primary Pulmonary Arterial

Hypertension) (Primary Pulmonary Hypertension'PPH)

(Pulmonary Arterial Hypertension® PAH) 2 —7%& O\ ~ Bl
L IME R BEERENRR  MEIKSEEER BN SIS
IR D#EE25mm/Hg (—MIEE & B AKEEAI18-25mm/Hg) -
AR O ERZEFAVIE N © —FBm AR~ RS
AN B RIBER A BAEAR1~2/1,000,000 0 B IF L%

(20~405%) NEBAEXRR S SETCRARZHRA OB HAE
BA i TR -

BE THEIRER ERAEMMRRTFSEEE a0
FERMOERRIE ~ AR MR B AR APhen-fenBlEZE -5 - B TR
MBS R WFBNEMERRI S R EREE R
e — AR A B A R A AR Thee R AR B -

LRR—FS RSB FEMR MSCEEE KA
EERVREAN  BEERIZER  SEHHRIROE s BEKE BN X
DTBRIGESFERAEENE L AR MERTERRAINE R/
BEHEE - WIRRE Ofh=E  EE IR THER BRI

o

¢S
i

R MEFh B IRS B AR 2 E M) B R L RE 2 E H 2k Atk EE
B A ET A5 B R SRR SE DAL ZE ) Rk e IEAS R AT
BEmEE 26 8% 08B E (ECG) DB E IR fhZhse
BRESF -HA LEERTENTEMBIIRED  DaLES

h
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R EARTENWMES L.
TR EAHE  BRIEARB T2 /ARNIEEG A BRILIZEY
ZHEIRIE T EARINEY B = K&
1. AR AR BE L i (Bosentan) | R &RFT % E B8 &S
AR =5 I JBR Y [ Al 28 & » 3= S 1 72 BE T P B2 A4 i 10 &8 L 4 PO
£ o
2. &R (epoprostenol s XFEprostacyclini PGI2) : BG4
HWME R & M/ INROESEIER °
3. 5B ERRETE (CCB) - B4R A I ig B WLAE - H410%HY
RABRL
YN EREASTNEEEH  BETERIFRASER
" R FEEREBMA DS  FREEERBESINEEL A TS
CAMThEEZ T =28 B ¥ E AL ZEY) /e e R R IERT il E sk
OIS EEE— A ETT
EFERELH  RmEYRZENRE YR ARERERS
FORE LIRS MENRE e AR RE LERIVEZE  EREE
MPBERRR BB SRNER I EERERERE I
ACEIRRHFLE A BB LE N BIGLE
(& g BEANF R R e R At R AL BIA AN R B G
BATZ R R R B I R (20129F0R), )
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JN\~ DU i T ) S A

(Amyotrophic Laterol Sclerosis, ALS)

PZE#HEMAIZE/LE (Amyotrophic Lateral Sclerosis,
ALS) B—EEITHES A RICE - IAEIRA 7 & 1R40~
60mMFPEAN BRIKMITREFAEERN ARFNBEXTRKORE
108 A0 SFEEF 12 2@EFRGIESE-

IR E V) EARR AT F SRR DS B SRR ~ ISR EBAN
D EMBE LR S B EAAIRA - B ESHE  Flk - 5H5E
K REDEE - BEMEMRFTZLUEE LR AT  BREMK
IS BEXERID BENEH R WARAUTE BB 1B - ER
B BEMERE-

AIRKER PR AE AR R B AT 0 — B
1. R e ER B RN AR ERRZEERES  RE

BRERS  EWRZIS -
2. LUEBEPN AT R FRLA - U S BN ThEE AR X 2R LB IR
Frlk ~ B0 nh N EERVAEAR - TR AEARFER 3R - R B R b o

ERHERAREENREAR E1I0%MNEERENER
Rig - BEERAART I ERLEREBMEE N20%2HN—&
ERREREMBE X (superoxide dismutase 1°SOD1) BYEREE » AT
BEE B BARARAS B LN BERERE SRR AREAT -
{B90% YR BN IEE R - BN FERREEUREAE -

KFBHARE W2 B 2K REEARR B E L&
B o AlE AN EE  HAEERE HikER (MR IR RR

h
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BERINAY R ASBES JREMENNNEMRNERA Bl
HRAREEFANRELRABY SIFRZENVLEBRE
BEEBEEAREREEEAZ A
BRNEBEMAERUSEN T A B—EIRiluzole FIZEY) AT
MITERZE AR AT EREEEMBETE #HiIFEAE TR
B pBRAERELHTEMEZEASNA EAD - Biasamam -
CEEFR M T AEBREREEABS K FEY AR Y RE
BEAE  IEmAR BB WIRREES-
(48 2 B AN Rk g I o S 3 e R A AL R AR R B2 &
AT TR R R R B R O (201288 5 )
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)LL \ ﬁ'j % ﬂﬁﬁlﬁ (Mucopolysaccharidoses)

FLFEERE (Mucopolysaccharidosis ' f§FBMPS) 2 —f& 4t
AMEEEERR MEZEHEE (BREEEMIEETE
&) HEERTRNSRNRGE S ERRBERFL-
NMEMEERBAER - ME HEFARBERZRENTIZNSZ—
MEEEERERBANARBEEZDBUZEIFNEEEH 8%
B e R AR s A A BT 2R E R MEEREThEE
EF-
TEEBRZREN/ N2 BAERIRELR  BEEEMZ TR
IR @RS EEA
1. BMBRNERAS BHEEZRVRE R85 ELE BREFE
EEEE-

2. AL ERE s FEHEEZH TURF B T BRRE 51
M -

3. FFRRIE R~ BEERZE M LR BB R  BERRESE -

MEBAA AN EHREREN— ENEEGEEE
B DREREE - BRI BRYERtemNBHRBE ARg . 5B 1|’
REZERREHHHE—A F_RALEBEENBEIUE
HMBE—BLERVUBERCIABRNFERRREYZEFR K
RHE—LNRERBMEEDERER  EXMBEAEBEEERA
- MEBRVEERBENI A ER AR RK A ZMRFA L IEES R
I —#R A -

(28 33 MR AT R g IR e A SRR B A IR A R 2

BATZ R AR B 7 R (20125F-08) 5 )
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+ > %?ﬁ‘lﬂgﬁﬁrfk‘yﬁé (Multiple Sclerosis, MS)

AR SHEIMRE B T NYE eRERN
BB B R R AR BT I - N 177 Bh S S A A 55 - T 25 5%
MEREUIE Bl PR A RAR R A BE S IR AR I 2K - B &L H
BEEXME  EEREEMN-

LRMHELENERER R EE R R MEER BhEMRE
B R IARIR RS TR - BEL1E20~40 R RAE Rl 2
3N~-33FATER  RENMEFARMRDR A KNAS
HHME  BREAREBNEERLR S -

2 M RBCE R PRAE MR BABE B X B BB B R - B E A T 71
TEAREA (MU ELMEMRATEEHE Rl sE R A K EE S0 N
g|):

ARIERA S ER R ERIE - REERIRBKE) EE K-
CREFER MR R S U SE A R
. RS SERE R EES) N i
. BRUB AT ARE  EBER (= XK m)  Egm o
B E RS BTN B ENE TR -
. BT AR RRIETRHEZE B RIMBREE -
RHTRE-FF N HE N SERE

R R aEE L{E B2 BT X (interferon beta-1a’ interferon
beta-1b) Fcopolymer-12RIE#& R 1E 2 b B AMEZOR B Bob -
LA fE 2 75 55 BT PR FR St 2 24T i 82~ UK T 2 38 B B A9 AR OT 59 48
B0 O AR R 28 BB AR I E B B RSB B E S
MR RN CERIERE (ZoxybutyninZtpropantheline) J&

_\IO?U‘I-hooI\)—A
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BEHIRALER ERFNEMMEAE BE5aBEnEEEE
iz (BEEEREEIN el BRE BEhik BANESEZER
YEF ° S50 R G B I B 2R B R e 3 Th B - IR A BE B 1B = VAR
% AR SMEEX RS RARKE  EERIUNEFTHESR -
(42 B BIEANF R g A 3l R A AL B A AR R 2 &
FATZ T FE R R R B 7 R (20124F0R) ) )




+_. . %‘%?EEE (Gaucher's Disease)

SEKAE (Gaucher's Disesase) = — B ZFE B HIEEEE B
BRBEMETERMEERRENEFRIEEMAR  BURRRZHMN
BANEERISE B AEREM  EREEIEE RS TR H &
EIEFETT > EREERESBEAR LK RS HRRENHRHA
:

1. BERTBE TR FFiEELR-
2. BB FAThEERE O/ BRER - ZEH-

Hih B E R SEERME R FIRAE - B REE  RA

PERD A S EEE M~ M MBS sefEht - K E B =T8R8 25
— R BEIF TR H R BRI AHES IR AN AP AE AL -

BEERNMESHBRANEAZHE  BFHEFEEAX MR
Z A BiERERELE—HNES A NBI LK
TORE R W= XMEANHIRER  BEEMEAIRIT E=8
R TTRER T TR BIREAE 03 A AR5 PR B IE R
RS M BB BRI - KK EFRE

BRIaSNE EF—BALUEA TBERIE LA, » 15T
—EERTREKERINEEEISE ISR (Cerezyme) ZRKIGHE: 5
T EHRAAREE A aERECTRARESREAER
FHERERF BRIBINE B #REZR0O6EMERKR  #EHR D
FAEMENF L REBERESRS B eRkFEFERN
B

(42 0 BE AT g g e 3l R AL BIA AR RS2 &

FATZ R g B R O (201240 8R) ) ©)

Sl
S0k
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—I“: > %ﬂﬁl E['(‘,rﬂlé (Phenylketonuria, PKU)

BRBC+=FXEREMAFEREIQIERE  T20K
ERNERIIAAR S ERBRENIRE - &5t iE L5 A Takn
AR ERIR AR BN HN—EERRR A — B AR RiE o

KEPRAE (Phenylketonuria) BPKU » LR @ @K & AR
R BB PR R IR EL - 7R A B B BR AR B B Sz R g A4
M B RNEBERNEHBERN ELFLHESNREDE  E
EISE S BEXE BRENE ER -

A RE Al D ARV B BZEY) BIMTE - R NREER %
IEXRERBRUEY) BLA-R-E - -TEIBEY  #EREE
Z RESSER R AREARE R EYUNBRENERRE"
FREEISIREIRE SN BB ABI4AR—EHKETY)E - Bl
TEREZES L WRYE - BERETS -

BENAIREEELURYEES M FERPNRE
ZEHIRCERRNREE 2 TEOFH - FEERNEHHEg IR
HEENH S BEEER -ANKIARESENRYZERENL D
BERI2ENEERY R IR R  LinBh E R 24l -

(&8 0 B R T U o I8 A B 350 » SRR A AR R AN B R BE 52 @ AT
Z Ry g% B e 7y 2 (20125F8R) 5 )

h
i =6=
B 2 Ly vy L i



= TRIGRE (5K fol P8t B ffy 0

(X-Linked Hypophospatemic Rickets)

ANEBRZIEVESENEBNEE (mineralization)
R ERBVEBREERRFNEZE  FEKNERIE  SHIEX
FIEH - MIEREMRE A AEE ) - MABERSRZ L
ZDRWAR BER T SFREHE "B SRR E AR
TRE—  ZERIFRIR R AEEZDIIFTE - ABEB0%HIBEEN B8
M - 545 S AL E5 - HERM20%BIF RERAH 8 B1 8 R
A BERR Y BB BB D s B R BB IR E E N
H ERBR NSRS BN BE B RS IR IVER IR E - FLLLAT
R E TN - MBS SRR BOERE | F RSB E
HW—TEFERIEERR -

— AR BERZ S RIENERRRARZEHEETS  B4)
ROANEBRSERUAKER  RAaRARDBHZSENRIAR
FLRBEREERE - RSB IREL RS e EE R AN
ANER -

TERNESENRS
1. X R ERAIE R B AR 20 BRE R
2. N2 RENE RESNE NN BREETEMENE

SHMBAESRER (rachitic rosary) °

3. BEERS HKE AR NBR DA LEAEBE ST -

4, BERENRBAR A RIERZ KAS®ZE130E/1602 7
[ e

5. B/\EEL B I5E B 1 I WURUE - T B2 ERV R EAR1E -

52 MK
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6. BLEBHEHEREA M ERE D R R B B %
?ﬁEE
BRERETELERREHNRBIES BR/NME AR MEMN
BERE EREARSHEZDAATRERE SR BB
HWR BRBEENMBHEBENBRINEENSE BRXREN
A RDHARBREE - Tl "M SRR B BB L 7D FE L
2 AER10,000~50,0008B MBI EMHHEEZD2UILREXR
ARXORS ISRV EEBEEEE 1~455 W7 B B & 8B Mk
XKL ERBAERENHE - B/ B BRI ELE S TR
Fta FINRHB IE S F il a8
(M EEAF IR IR RS GIRAE I R A H AR RES G
BT VR R R R Oy (20124 0R) ) ©)

rﬁﬁl\ I }qu{hE@ '}/J




‘I“lm N ﬁ{ﬁ‘ﬁl&‘éﬁ{ﬁ%ﬁ (Laron Syndrome)

RELEREENER RERNRERMENERTEKMN -
AEARMFEHKE T ERIOWE B "X, &6 EtEEN
£ 4 A S BEMBIEINGE RN £ RAESRIAAHE
AT EEERERRET-1) (recombinant human IGF-1) » 8T
BEA R AKBEEMThEE -

HMEREIREE (Laron syndrome) &— AR EIEENE
SRR R TERBEIEIERE o LERK A RMmE
F—RARANARYENZRBERNNVRIBE RS  BERERNE
MERAXZIMRE  BREEReRRBMEEEEREN BRES MR
YT HEBHEMENERNRG  AEEBEN e —NEEET
BEMFNZT F_HARERIEZZERENRE FRSE
EXIER MEEERENERERALARRT- 1" HREXE
RERERAF-IRBHIERL -

i REMR BTN ATERR KRR CBEBRENE RIERE KR
NEMZREEFLLOAE/) B FEENER  BRKMEE
i A RRNRE AR E BENERSEIET ~ MRS/
th B2 57 40 FUE B8 B ~ R SBAR—1 o EAMAYRE AR BB IE -
FERE - BEETAST - BHLEERRNBERR IIAZRER
RESRENBRESZ BN EEELLAZSEEN

A mERIRIERAERME (ERH) MEERETHIE
S MERANARMRBES AR ERERARRF-1NES
R N—MERBERSHWEERR - BIMRRAERBELES

E0 AJURRE-AUEERE TEE AR s 28|
o7 45 1l

% Mk
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Ege

HRIEEAEEZE F FRA—EABERNEHNERERERA
F-1REE HIRKER NEIER - RAERILURIE B AR £
R EBNMEEEE RUANRNARERMZME BLENREEE
MR IEINRAS S 2 W EBREMRRBNAEEE 1E
FURTBRACE ~ 1B AN A RS E SRS Rn IR - WIN R RERE A H )T

SEMLIRE » B MAE LR R MAERYIE &AL -
CBF B AR R R & @ 3 S 0 SR A AR I AR R 2R 52
FATZ Rk e B M 7y (2012400 <)

N 6=
R 2 By 9% L35




+ .- E‘E@ﬁ&ﬁ (Wilson's Disease)

BERANEMMELAEREETERRKR EEE T =HALER
FHIATPTBERELZ=E SR ABCRIRAE A HET WY
RSB R (BB LM R ERRE I 1R R R 53R E
HWABEABEASEEBIE-

BRI BE SIEN RSP ESKER AP EIRRE 22
P& [RIAF 3R -

1E AT RS T A2 RVIRETR - K ERT R ThEE RS BT
KFHE BEAREREFEBERES LA S5 -AEERE B
KORIMBEERT  MEIE S ZHIE - MBLNIRENEERSE
BT W AR 4838 % ~ B8 AL BRIRZRIRAIB T &~ FFRE(L K2
IR BRI =8 - BRASREN B AR OE VR B — MR R -
It B RE ST EES AR RERARNENRIGEE -

EHRARSKHH BENRANSEEFMI S B8 KB E
R MERBERE - REFEFH THAT BEBRIOEE -OBR
BOmAK ERAES S  WERESHRBLUESARKEN
ITENERSN LB ENRE - B LERARNERE S HIBBEER
BREBEN R E8E  BE - BHERS WMAREagsaKR
FAD BEEER-RBEHRESRR -

BB KENRER RS RELIINR A RILEE AN - B
BIERFMZEY) B D-penicillaminefltrientrine HCI » 4= fn f& %%
Y =FEREETESNES BSHRAIOEERBARBEZN
i - S5 — 7T tetrathiomolybdate (U E KR B ZFE P HE - B LEAE
D-pencillaminefl FEEM& S EMBRIER - Bt EREYES

RSl
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FEER S 88 (Galzin) » AT PR L/ BB ¥ SRAD IR - FE LR A BE N R FE
HOSR - th R S0 SR AV A M ELRIMERER/ N
BRANERDEAILUARNEREBSRR  AEAERKR
Wy —BEREESHEREEEKES  REDIMERRZE
155 [ERIE TR B IR ZE -
(8F B AN R R I @ AR 3 S R A AL B ik B R EE R
BATZ R R gm B R 7y (20124 08) 5 <)

) 6=
B 22 WL g5 9 L 5




75 ~ PEMESE (Narcolepsy)

ZHEEAE (Narcolepsy) 2 — 218 4 BERR LA KB RR - &
BB EEREOE R EH HERIREE - A A SRR E B EE
EEHEIRERIRERF R ARANRE  IRER RN EEREE A Be
O AE EARK BE HE EEEMT AR BELRIE
BAREK BT RBEFBHEMAER XRBIERFEEAME 2R
WNR=FEER/NE RAIZER/NRFENE R RBERITHEN
e HEEZ B ETEFEALDKE QOUTERS) @ MaEF
IRABERREZEITRE -

EARAL FEEFTREREREERZEENK MR OHKEE

RAZEEARZNEERE  BERERFEFNLOE M BEER
FAZENSESERNIIE EHEEaBERAE AES B
BZENIRREM R A A ivEky o

EREYIER e EMBANMBERERA AR
Rey e ReEFAMmMEREEE EPEEEEE -2
B~ BR S KER S DVEARE VIR N AREREBHAEE L - Modafinil
AR EBFDARZERN A BIFREE A ZE - thZEB A
FER AR A E R (a-sympathomimetic agent) » SR
7 (psychostimulant) ° Bkmodafinilz 4k iEHBamphetaminef
dextroamphetamine®] LA7E X8 F& AR 12 B iE 28 /F AN 08 2K B ASr ] o
Methylphenidate RILIAERFSEEMIZRIFELER ] LK HIVE
FRIEREIE - Bohsodium oxybateRl| A] Z8 2 F&KJ7 BEE 25 IS4
B VEN HRIRERR - HEPamphetamine&dextroamphetaminefEE]

RSl
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2B T REHIZE T TimethylphenidateEEmodafinil B % A
Eo TARERIZER BEEXASGEAE BIEERIZINE
1EMIRE -

(A4 " F Ry 6 R ik ) Z M Tk -
K& R P B BRIR SLAE RS M Bnl g AR 3E
R R AT WA s EAEE )




T ETERIEKTE R

(Acute intermittent porphyria)

KEE (Porphyria) REMEEFEMNERRK EAAEE—H
R el —FREBAUNKRBATER BEREBKRNES
BRAREKR - BERRARERARZMEE (heme) IRIEEY-KE

(porphyrin) REMTEMNHESR B ERANKE X HEAIER
WIBE RS - HEARMEREERTR A NATESZ—Z
B — FRFRNETXRIRFAERIIIEER KR - 218 LER
MR ERE_T o UL MAABREN/TEDZ—
A BELMEBRELSREN REIMEEN20~40583K -
BEESAAENNERKREME 1B RRERTTRERIE
FTEHR -

ARIKREERENES  BIKERILAER BEREER
BO TR E R RRFRZETHR - B EBEREIFR
R BKRIEREESOBERZRE  BNHELIFESUK KE
REBREELENE EIMMNEeR)E BERAAGELER
IR SER R H R KR ELS R ER BL SRR IIE I BEREBER
RBMER - S MEE SR EERAKRIRZ R B R T/R @K
THEERE RERIR - IEMR T H - B R EE AT HIRAYEAR - M
BeB R OpEHEZEAEMSRIR B B - REZ B E 1
AR BERIGIREN S - HRBHERGNWEE RIREE
RS Ty HRE AT mAILA -

KB ERVA B D RTARD Ms B MR a B TR B PR 4T
HYJ3 AR R e R LR B A T DI LLZEY) (500 A ~ ThEDK

52 MK
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R BEZE ARG ERRRENSMERE BMEE— R EHa
MEZEE 2R EEE/N\OER SR ENVER  BAS4H
FE&fhuman hemin (Normosang) Z4s F R Elix b ¥H0 |
porphyrinfI& B MIEBRIENES B R4A F—LEmsE
MRS B0 N BARBRAMNEE RBEEENKE £
1E 2 ERI{E FmorphineZkmeperidineZFE 1L A 5 SR IRAVSE
AR AT FE RO BB RS m M BB R ZEY) » #lpropanalol 2k

i

(3 3% A OS5 F18 A T F ALy I by v B BE M i ) X BEM) R4 -

R R R E R TR R A I e FR R R B R R IR 096

ERRRERAPENFEZE EEEFEN)

D 0=
B 22 WL g5 9 L 5



/0 Jié HLEGHE (Pompe)

EEEFCAE = — &8 /\B8 (lysosome) FFEE (glycogen) f£7&
ENEREBANBEREES I - bER—TEEBLACEEMIE
BRA BENRKRSBEEETHE  TREREBEMN  AIZ MM
WT—K 8—RBADE20 BB N — NS RRE - A
BAENRRA 28/ e —TEE M EZFHEEE K (acid maltase X
a-glucosidase) IR Z » E154E N\ JA/NES AU FTBE L 47 D T 17
BRE  EMEETARNIhEE - WERENHE A2 S M &K
& ER BN EZTNRNAS - BN FEERYZ8 R & AN
FER (A0ESEEL O ) @ WEME B HIhEE B M IIRR -
RIEEFERRE  JIARRIZETR L - MU AE A ABEUL

FEREARMNERAHARNBERIEEN BETEM=E
ARE REAIEEE IR/ NN b8 2B HR JEEN DR
= BEEIIESI L — N ZR B - FTIBEEEE=E2AEA R
5 A RS ENREREIERRZ  EXE T AEZIBRENOHE
B - T4 B8 18 5% /e [BE 35 ECUE o

BRITTAE SB2R0SFHE R IR A E LENR 8
EEAREAE —EEREBEERNEENE BERAENAR
FAEMARBARTRZNESE  WREBRERE BEMT
AR EE T HA MR - Mimyozyme B3R (s & Itk B 2= Hh
BRI  WEYERSFENAVESRBEZRERER

(EMEA) $7ZE EhaFr] - B ER XBEFDARRE - RED R AE
LLEEY)Y 52 1% R 47 - BB ASE I8 ~ RO R DB AN TR ~ 28
AR - AR TR A RN E —LEFHEANRE  EER

RSl
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- 52 ERENREEE %Eﬁ“ﬂ%@mﬁﬂﬁ@ fYSEE o
(IR A3 M T R IR 6 R My ik | Z SRR o
& KB IR R B 38 % 5 e 3% (Pompe) KE 75 BT 8106 7%
ERERER L ENF R GBERER)

£0=
B 22 W95 9 L 5 gy




‘l“j[, N %‘Iﬁk%?&! (Malignant hyperthermia)

LhEAMGSIREE S BE1960FF BRI HEARE S
finBEMER— LB ENRIE  BIENAREERE - WK OBk
R OMEARE S MRS bR EIB N B RABHRE RN TE
EREE A (ERENFEAMM/ERR AT CIASE
43.3° CHEER) ' BERAPLARE E2EBURAET  BRR
AR EIEB B E K= EMEAR » T A R s =2 o

G R ABITRIM  BEEEE ARE - HEE S E SR
S RIIEERNERIDE - IRIRINBE SR EE BB A A
OB D — PERAIZ—BWT 0z — WMEURER G AT K
KNE2BEMMEFREE—MIES SRR A WRMEFE
{55 FRIR A i AR ) B XA L BT FR St - R :62,000 i B em 51 &2
BIPEtEEREA - FHETERSIE0%  BE/Edantrolenely
ERE HATRBEENIY% BB BB SR FNEY) &
BRNERAFMTEANMERZEY) sk AN EinfrzE (T2 2
halothane » {BJNA] B R isoflurane ~ desflurane ~ sevoflurane) ~ 2
AL ISR (succinylcholine) e

NFTE FyaE R M S B dantrolene Y ZEFE 4 aE » =30 2]
B S5 EE T AR AP L BN AN EE TS (&
BRWELER mERNEEFRRIRNES EBE e - 251
BR-ERBURMGESE - ELRFRABEREY  AIRIATES
FIAFF AR §9dantroleneM R 2% i T E B BLAAZEIR K DI K
HEIEINERE - RENFIOTE A EFEANEERAR 2T
dantrolenef®4 8/ B BRSPS - BB BA K

R
52 10
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ERg MNERNZE HEXRBHREECFIRRABIREREM
A& -

TSR BN TRENBENES TR LIRS
N o TR A R ZEMER LI BRI E TRAPIHZED N
RIEEARSHEEERB T+ BUNEBER SaeEHERZM
R HHREE R EX SRES I BIWERMEEE WaEINREE
SEANERFERRENSEEER  EERERO =ML -

(B3R A ASF A T gk g vl BBy ik | Z M) -3 o
FEE K R B TR AR M, B S A AL R 3 Dantrolene i 4 -
T A B IR R A S A A B AT

I3 7 272 B 5 s B B )



:1“ » iﬂiﬁﬁé‘ﬁfg[ﬂl (Thalassemia major)

BFMEN R —EEEMMIRERR LRI " ithAgal
B, <& ME MR AL MBRAIRYIMAT 3K 3 A4 A8 - AR2FRRVIMAL
FreMEE(heme) K MAELHE (a MALEHES L MALEARE)
FTAEBRHY & o AT &2 H 985K O I AT 25 1 92 A9 EL R 3 A R B - it
SEREMAEEE S ESMALR-

IKREMWEES KEApFtam PAgFtam- -84
BHEMEMMNES - —RATSRNEESFMTEMRE "PEES
FMEN,  RERMAEZAEANBEENNE - E—FEFHaMm
%8 AR/SBEANNERE RIS MALERSE FTLUBMFEE—
Y E MRS MAN R 52 — Lo 225 % o

PR R PR IR IR A 38 IE U ) » S 1 B M AY BR PRAEAR R
BAER HEREERBREEMNAR - Bl HER S EREFM
BMMNEEEIING LIRIEREERBEMRER EHERKEHR
R & BIRER - BRRRR A BB A I M JHER 2 46T  FRARE
Tk BRBEAETNSEE  —BEEER K EREZEM
EL Wtk WASR 2 =B —RK - KR E NS iSRS N
GRS - FEEBA R FHREER R EREANENE
REMUZERIEESESIDRE 2NN Z—J7mE > ARR M-
B ZEIEERERE - BE  ELREEHIRAVERBEMRER
BHRABERCMENEEEEHRREREST EREEZ /T
ThEeEE g k< -

REESFEEASF B MM EE T35 2 A8 E & M
KRR - N B F B MR E RS BEIESEK

2 MR
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HEER A - JHER BN BN LN BB B BB E MR R EEER -
BT {E B RBEE T B Deferoxamine 2 Deferiprone M & - B 8615
B REARNAENEIEEMEMESE  ENERFENRK
FER - BIMDEE —ERRS [ - IR R AR R I — R R T3 A BN T A
Y ERREREERA BE RS ARBEREE S HRE
FABME RN RN B EMEE 2 B o
(5???;329954?% "E R IR s i Bk zi%fﬁé&
RERBIRGH S WA BHEETNE
ERRRBER L ENF R EIBE Msf%%ﬂ)

BRI 22 B s Bl 28 )




:1“—‘ > %H’ﬁﬂﬁﬁ&“,}zj{yﬂ? (Homocystinuria)

= D AR B PRAE SR K PR 196 24 SCRR B3R » 2 Bt IR BR PR AETE
BRI ERN A TR - 2B 1984F LI BHEIRY
MEO+&ENHE R SRbiEDRa DR RENRA
BREAEBRINZBAERIATE - SR KIE (CBSHRZE) =
—E TREREERIMTES NMRERKBETRR - ERXEFESE
REMZERE RS NTERZRIBX RN — BEEH
KA R 27 - RED T RSB IREL FRIERV R Z IRAER CBS
BR(EMEEARAH KR ERIIMRE S BB X (cystathionine-
B-synthase FFECBS) ZIhaeRZ BRI G RARR B AR
f& ERAHEREEMRE  RREE NZ2ESFMRERINESNR
HEY MEXHBFENGEE -

MR 75 10 ¥ REF IR I3 1A A E R AR I A AR Be TR R AR
BREER S B - B2 R Y N R EEEN BRI Gz B
B EMIRER T AR A ITIR KRR PHEBE R ERN S £ - RN
FRIAVEMSIB B ST IRIRPBFE R ER SRR - A= HZ
BRENMRPRZEEIRS - R INLUE B ERE AR BRI
KBEUEAL - DRBMERK MERE  BERRE  ERNE
s (B2 ) - FERPARERAR °

=Bt R PRIE 2 BB R Al - (R ZBORCBSEE R #iFs -
HUAT "CBSE REMRZE 1 WHEERBOSEBNIES M7t
B E AL XBO A L CBSEF R3G1ETHAE - Y FIIR B FIR AR
2RI RIFEE MSEC A R R a R (R EAEC T3 2R yhks - £
ARERRER R Wbk )  ERE N MPRRRERSE

4
520 A
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LR BAR MR B » BESR IR R E AR It - (B
B AR IRER EANE - Al B2 At IzEE (L-cysteine) * BRRRE
DR IE R EE 2 A 48 TR 3R (betaine) WBEMERTY
PAR IR P B AR B R E - Betaine U E M B 218 IN S Bt AR B2 1Y
FEAL (methylation) ' EE MR EARMZRE IR ESHE
BRHVRE « B R EIRR RS BR A E NRE T -
(323 A 93 R A T Sk g 5 v B BE A i | 2 B4 3R

&AL AE R AL B I S B SR AR AR 4  BARRAE R IA S e A BRI

(Homocystinuria) » 45 & & B 5 g St & AR 5 R B BR & )

) 0=
B 22 WL g5 9 L 5




AT R TEACE R

(Inborn error of metabolism)

ERMERHEE (Inborn error of metabolism, IEM) 22—
BHRBEEERRE ERARBARITHERASTEEEREE A
}i},@ﬂpﬁ’\]%—ﬂﬁﬁiﬁﬁmﬁﬁﬂ’ﬁ'ﬁfﬂiﬂ’\]—ﬁrrC’ﬁ.ﬁ?&Be
B HKREY---BBERNEBEERBEREAE  EFAR
B AL E BB AR X R L@L;ﬁ’?i’fﬁﬂ'ﬂjﬁiiﬁ% “NIREY)
N KA EYRIE N - TR ER IR ERISE R IR E R RR
SERMNHERTWREZES  BEMNRRIEETBE BT &
BERER KRB LA R B HRERIE REBRAHER B
RKHRE B/NEREE - REAHES RRBIEAHES
METBRAEREAESYERERRKRESE -

KRARBERRIBERRNNER (X2 AE) FHRERE
MR HEENAERESELEEUYE MEELEUYES
SBEREE AR AZRREEE - RIEENESE RAEEBEH2
i~ RHERAE TR JURRIIHES] - A BREm AE — AR A - SR
HEE TBRENTZFEINEREERER EEFPREEN
ERAARBBREREENMRKI ERUERBEE FE
LTI A2 - R IRR RS BRRIRE -

SIERRNAERANSIKE IBEEREREELFTE AR

BEREE A ERNTREANERCerezyme )8 EIEM
I CRE 2 B ZFabrazyme & Replagal (recombinant human
B-galactosidase) ; EBEMZBEAEBRESE L ---NBREH
3 R w2 B &= Aldurazyme (recombinant human a-L-

RSl
S22k
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iduronidase) ; IA G ERITEEFEBES —8---XBREEKEZ
F¥Zacid a-glucosidases < BRItz S B BB IR R R
M IEFE 1T 55—/ B3 =H8 (Phase 1/2kPhase 3) AR,
56 AR ML REETEE S /<A MWarylsulphatase ¥ % » JOaEAL
SFEEREE 55 — BYAYiduronate-2-sulphataseB¥ & » RAUE & —
[t m%|&%%%S‘EiﬁuﬁﬁffﬁﬁéﬁxﬂE’Jyrﬁ)%?/if
(IR A 93Fl M " F Ik IR By 6 A My ik ) X B SRR
& 3L B AR B e N 5L AR AR T RO T R w2
B RR R ST A R R 35D

BRI 22 B s B 28 1)




= ﬂjﬂ&“[ﬂ]}ﬂ? (Propionic acidemia)

WRER MfE (Propionic acidemia) /—St R E R &
7% BB Z R EEIFAZLIE (prepay Coal carboxyl's)
A (propionic acid) XL AEFEER_E (methylmalonic
acid) ' BRARERNBETEEN -

PR REARK R E SR mEERE M A— BEATENHAEE
REHFARNEBRENR RN EFFHRHE - EREE EBRRE
B RN BEEE S PLAGR ADE T Bk Bl BPSsAkaha &
FHEERE BN ENER  BREBEEMIHRIE - BRE
NEARERAERAR  MERER N AIgEH sR 58 AR AR R 4t
EEHRMR -

R 2 B B A2 K3 1/50,000 - (N B E AL L BE &R
EHRE =2 EEAE 130321 a B R MAINE =S e
BHEENER REEHFHEARMECTRE - REVNBRET
ERMERBER (ARXEREE—E) 7T 28R - ERXFAER
EF B2ONIMELA T RREE  BREEI MR Z S -

tRFERIEIERANERMERBFREFEREFRNIEEZ
o — A R AEARETRERRAEEESERS W AR
B EERDETHH  WREBRIKEARNEE - AIES MR B
BREEMRREEBRONTEBAEZEEY WAl EEE—T KRR
EEIBAR B REUERED - At RBEARAEEZMBEE
FREE ~ IM/NER ~ M BREY ~ [ FRERR (anion gap) @ BAREHFREE -
I R-BERR PEEER ETFLUTHRSNEERE - ER)
REAE AR KPREBREBRAHYIVERE SR MFEKA

4
520 A
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M~ BRI E  DUoTRBEE s AR LB R E 14 -

EREWNEL AR - BiEH SR B R BN EARE AR -
FEIK ~ 8 FL-Carnitine ~ W& T 51 Bk L B (bicarbonate) &
N IMRBTLUSE MR EmRE NEREEYE - TERHRAS
EHIERBERIC MBS AN PmMAEEEHEEAR LR ERRE
(methionine) M ERRZEE (threonine) ~ #BEERZEL (valine) ~ £&
HzE (iosleucine) MVRFFREC T 340 » LUFRAR AT E e B B2 AV EX
WEHIREBRYHWERE < 45 TL-carnitineA] EBhBFER B S H
) ORIMERTAIHEIREBEFARKLE - KLZHERERK
NME D ERFRASEEUBEOENER -

A EENRERE R IE R A —E K& BERBE  AaE
BRI EBENRREAVUSRHEBELNER MR RE
AREZAE AIRRERET - RBUZFEBERRZES WIER
BB BB ANERREREE -

(i A AT B A A S L B R AR R g s I
Y BRI A A 7 B TR2.61)

BRI 22 B s B 28 1)




o0 JeEE TR R TR P A s

(Chronic primary granulomatous disease)

BEAEXIMEDANEER  TRAR S R EBAL
MEM TR EI TR B D E - BB MURNTEREE  ARFK
M aERlE ARNEs b RAtBEERNE  KIEDETRE
HORET RIS T R MEBERRERR B EREK
& BRAEM Il T B RN EE S BRI ERERKS
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pif$%2 MEBKEFREAREVEREORTRE

(2101 48 A)
Rh oAk i FE | US| BREH
94 1 134
95 6 3548
96 12 7746
Myozyme 50mg/vial 97 11 8860
(a)l(phg-glucosi(ise) LR R 98 12 8523
99 15 15152
100 17 8869
101 17 18748
Volibris 5,10 mg/tab %9 12 4680
(Ambri.sentan) RAILIN & 4o JB 100 & 1440
101 5 2910
97 2 40
L-Arginine HCI 98 1 10
30ml/vial B FAE R g% 99 2 20
(Arginine) 100 1 30
101 2 80
92 1 34
93 0 0
94 2 46
95 2 98
Cystadane 180mg/vial 96 1 227
’ (Betaine) ¢ R 97 0 0
98 6 478
99 0 0
100 3 174
101 4 258
94 2 180
95 0 0
96 3 167
Proglycem 1500mg/bot Persistent hyperinsulinemic 97 10 1553
(Diazoxide) hypoglycemia of infancy (PHHI) 98 13 2064
99 13 1706
100 20 1849
101 14 1023
94 1 1908
95 2 936
. 96 2 732
Nagz(lggltflfsa?eg)/ml 35 aEE H A 97 3 2704
98 3 1300
99 5 4732
100 3 1248
101 4 2184

B %




(2101 48 A)
LT EE B FE | FUHH | BREH
94 7 460
95 5 856
96 5 352
Normosang (Hemin) RHE o ) 1414
98 9 644
99 15 1736
100 9 760
101 3 288
95 4 1522
96 1 416
. Long-term enzyme replacement 97 5 1364
Elap{ﬁf};f{;:tg)’“al theragpy for pati)n::nts with MPS T | 98 9 2756
(Hunter syndrome) 99 10 3618
100 8 3351
101 2 398
94 2 142
95 1 52
96 2 222
; 97 3 724
(lnterferlonrlnl—l;;:nma 1b) 1AL P 7 A 98 7 390
99 5 876
100 4 642
101 6 1128
95 1 2190
96 4 5487
97 1 12046
Zavescil 100mg/cap _ Type 1 Qaucber disease 98 5 14400
(Miglustat) Niemann-Pick disease Type C
99 4 20340
100 1 2250
101 4 28540
98 2 98
Tysabri 300mg/vial 99 3 78
y{Natalizumag{J) > RiuRiE 100 3 104
101 3 74
94 2 380
95 1 59
K-PHOS NO.2 96 1 2880
Potassium acid . )
phos&:hatc + sodium acid MR EA D RARBILATE g; g 190“591060
phosphate, anhydrous) 99 8 29651
100 6 29620
101 4 14020
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(2101 £8 A)
Rhos WA FE | vHH | BEH
96 1 50
97 0 0
Sucraid 900IU/ml PKU with congenital 98 1 24
(Sacrosidase) sucrase-isomaltase deficiency 99 0 0
100 1 24
101 0 0
Ammonul 50ml = : z
(Sodium phenylactate Fo R M Bk F R A A S 100 1 3
and sodium benzoate) 101 0 )
95 4 2506
# % carbamylphosphate synthetase 96 1 2920
Buphenyl 500mg/tab (CPS), Ornithine transcarbamylase 97 11 41986
(Sodium (OTC) 2 Argininosuccinic 98 8 70330
phenylbutyrate) synthetase (AS)Z A R A EEE | o9 9 12390
Mk 100 6 44847
101 4 64250
98 3 4540
Ceredist = ) 99 6 22120
(Taltirelin hydrate) B R AL 100 1 1460
101 1 2920
97 2 29232
. PSR 98 14 234086
itoman 25mg/ta N <
(Tetrabenazine) FITHRRASE 99 23 86128
100 24 91504
101 26 88144
Treatment of patients with e : R
Tetrahydro-Biopterin hyl? f;lrp:;engflalam.n e(rim; QUe © 99 4 61595
(BH4) 10.50 mg/ Cap tetral ydro l‘()ptel'l‘l'l c 101en€:y.
’ : Tetrahydrobiopterin-responsive 100 5 135805
phenylketonuria (PKU) 101 0 0
95 1 168
EREAACE EHEBRRRR : =
Tobi Nebulizer 30 B SRRAY AL AR —Co0 3 1316
(Tobramycin) AR LAERPELHR [ 7 392
S °
t ek 100 3 2128
101 0 0
96-99 >100
Trientine 250, 300 mg : .
101 17 58550

B &%
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piig%4 "EREBIFHES

iR REEZERERITHRER

ERERSH

SRZEYMYRPO., HE
EmBERERE—ER

P o . B Al
Fit| aEHREERDLLH i B IE R A B
IPK AID-4(PK AID 4) s A
[Fructose Modjul(FRUCTOSE s ! » ‘ N
01 MODULE) Phenylketonuria Combined with GLk e
[Calogen acrosidase Deficiency) V
Phlexy-Vits(PHLEX Y-VITS) \f
02 [I-Valex-2 R ’Y‘&‘ﬁf‘ﬁ . [+ \
Isovaleric academia)
03 (Glutarex-2 A= g Typoll B35 N
glutaric academia Type II)
04 [Low Met Product 1% BB B FE (Homocystinuria) TEp
05 BCAD(BCAD 1) éﬁ:ﬁﬁﬁ;ﬁ(Map]e Syrup Urine A®E \J'
Disease)
06 [Lofenalac 3 7 k& (Phenylketouria) £ 4
IPhenyl-free (PHENYL-FREE 1) |,, .
07 Phenil-free T(PHENYL-FREE 2) | ¥k (Phenylketouria) K v
A E ~ F AR B
08 |0SI Propionic academia ~ Methylmalonic [£ 34 ( Milupa )
lacademia)
09 [UCDI ﬁ?%ﬁiﬁﬁﬁl‘#!&mma cycle £ 34 (Milupa)
disorders)
3- f k-3 F Sk R Bk o (G BB
EE X)) .
L S 3-Hydroxy-3-methyl-glutaric %5 (Milupa)
lacademia)
11 [Hominex-2 & Bk B % B (Homocystinuria) B 3!
12 [Prosobee 2 31k o E (Galactosemia) Eik 4
s — B & E Type I(glutaric academia
Type D)
13 |Glutarex-1 BBk AR A B B LB AR A SRl 383
Mitochondrial fatty acid oxidation
defects)
i b 4 F i (Maple Syrup Urine
Disease)
14 [Ketonex-1 B Rk A A B BR LB AR A Bl 283
Mitochondrial fatty acid oxidation
defects)
% = g Type I(glutaric academia
Type II) L
15 Provimin i &5 8 Bl A B AL AE A B

(Mitochondrial fatty acid oxidation
defects)

B &%




B A iH B
g2 5o i
Akl 2 HAREZRDLMH i IE R PR B
Medium Chain Triglyceride AT M R AT P8 R R ey ¥
Portagen Powder (PORTAGEN)  |(Progressive intrahepatic Py
— cholestasis PFIC)
Pregestimil So R BE B A Ak FEBE k. ¥
16 1A 1fare (Alfare) (Inborn errors of bile acid synthesis) |[£ # v
ARMEGIEHERRRE
Generaid Plus(GENERAID plus) (Congenital generalized o B A Ao v
lipodystrophy)
. k=8 f g Type I e .
17 (GA1 Anamix Infant alutaric academia Type I) 1 B A oAb v
. T HLEE S A AAEsR 2 E . .
18 [Xmet,Cys Maxamaid ( Sulfite oxidase deficiency) 5 B b
Bk A TR AK R
19 PFD Urea cycle disorders) ki v
. Bk T A AR HEBE 5 .
20 [L-Arginine e ) fo B 2 A oAb v
21 Propionic academia ~ Methylmalonic | & 4
0S2 lacademia)
UCD1 ;
59 LS ¥ ﬁkﬁj‘ﬂ‘iﬁ Yagk
'uCcD2 Urea cycle disorders)
PKUI1 EE AR RRA) 4 8 # KA
23 .
[Phenex-1 Phenylketonuria) o i
IPhenylalanine Free £iRA
” IPKU2 R RE KAL) Gl ki
PKU3 Phenylketonuria) ol ok i
IPhenex-2 g
Low Met Product TEp
IXMET Analog (<1 %) . .
(HCU Anamix infant) e v
25 [XMET Maxamaid(> 1 %) ‘?l i ‘ﬁmﬁ_ﬁlﬁ _) Ty aan
Xmet Xcys Analog(< 1 ) ypermethionemia . ‘
(XMet XCys Analog) e R i
Hominex-1(<1 &) 0 3
S-20 HEp
MSUDI(<1 ) Gl ko i
26 MSUD2(>1 ) amAE 75 8 KA
MSUD Analog(< 1 %) Maple Syrup Urine Disease) 5 S i
MSUD Maxamaid( > 1 #) A oAb
Ketonex-2(<1 #) a0 3

e L E]
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} ‘ B A6k
B3| NE2HREEALLH 18 R JE R BT B

0S1(<1 #) Sl i
0S2(>1 #&) 5 1 W A oAb
IXMTVI Analog( <1 ioni i i . R

27 [(MMA/PA Anagngix ini)n) ;ngzcéizmw) EaEREH |
IXMTVI Maxamaid(> 1 %) Methylmalonic Aciduria) A Ao
Propimex-1(<1 #) S
Propimex-2(>1 #) gp 3%
LEUL(<1 %) fi B A kcAb
LEU2(> 1 ) paililpisrteyrunt e

28 [XLeu Analog(<1 &) - Vi f’oxy—3—methyl—glutar1c i ,
(IVA Anamix infant) [peidemia) iaakakid v
XLeu Maxamaid (> 1 2%) S S
UCDI(<1 #%&) Gk i

” uCD2(>1 #%) B S A A I 5 5 B A
Cyclinex-1(<1 %) Urea Cycle Disorder) 25 3 +
Cyclinex-2(>1 #%) 54 v
TYRI(1 #% 24 P9) o7 A A A
TYR2(1 #& 34 L) 11 W B A Ab
IXPHEN TYR Analog(l # 24/) 1 B 8 A S Ab
XPXT MAXAMAID . .

50 |[UNFLAV(-8 %) 84 5 8 5 (Hlereditary bkl
;ng TYR MAXAMUM (8 [Tyrosinemia) P
XPTM TYROSIDOM 1 B 8 Ak Ab
Tyrex-1 3% v
Tyrex-2 e v
HOMI1(<1 #%) L4
HOM2(>1 #) L4
HOMI1(<1 #%) 1 B A

5 HOM2(>1 &) 78 B Bz 8% PR 5 i LA
T R LB Homocystinuria) T Ep
XMET Analog(<1 .
(HCU Anamif (infaniﬁ)') kel v
XMET Maxamaid(>1 #%) 1 ) A b
Hominex-1(<1 &) 2 3T 4

» Hominex-2(>1 ) 4 4 8% o % (Organic GHE2 \
LYSI(<1 %) Acidemia-Hyperlysinemia) 7 A oA
LYS2(>1 #%) il ek i

B &%




B a4k
NEZ oo i
3% 7N HHERRDLM i I R A B
GAI(<1 &) B s — A 17 W A A oAb
33 [GA2(>1 &) Glutaric Aciduria, Typel) i A A A
Xlys Low Try Maxamaid (> 1 %) 1 W A oAb
% =8 g % =% (Glutaric g 3%

34 (Glutarex-2 Aciduria,Type IT) v
35 [[-Valex-1(<1 %) g’i&ﬁfﬁ . 5 v
Isovaleric Acidemia)

- Energivt Wz 3 B 4% 3% /% (Amino Acid el ko i
IPro-Phree Metabolic Disorder) =3
ILeucine (L-Leucine) i A Ao \
Isoleucine (L-Isoleucine) F B A A oAb v
Valine (L-Valine A A \
e ity 0 i
37 [ruine (Amino Acid Metabolic il
Glycine Disorder) 4o 2 AR A v
IEssential Amino Acid ", .
(Essential Amino Acid Mix) HlE RN |
Glutamic Acid i 3 A A AT
s , B A B BTG SRR R R s 2t .
38 [Lorenzo's Oil(LORENZO’S OIL) Adrenal Leukodystrophy) A A V
o - exmmar s mma . ‘
39 (Generaid Plus(GENERAID plus) Inborn errors of bile acid synthesis) #0E R Ao v
Neocate B - B - By o0 A% 8% T .
40 INeocate Advance Tricho-hepato-enteric syndrome) kil

27 4% i el
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piiE%5 "FEREREFHEERREZESTFHEYRDPD
FRERESTRAEYZBREBEE—ER
ﬁ'l‘ ﬂ '! ﬁ II\ &#
- o 3 s
Ak B4 WRE wt L | am | amerem
1 L-Argmlnj{;;irmhbﬂd 4 4658 H 8 (Urea cycle disorders) % | 210mgmi | 20m/Amp B Braun ‘:/([;Isungen
2 Cystadane (Betaine) | 7% Bk B 8% A& (Homocystinuria) #& | 180gBT | 180gBT | Orphan Medical,Inc.
3 ¥ . . .
Stimol ?ifi;;ﬂﬁ:iﬂﬁiiﬁﬁiﬂ 4 | 190nl | SfSaches | Laboraoes
(Citrulline Malatet) N " . Sachet | /Box Biocodex
caused by the carnitine deficiency)
4 ARERBAERME ¥ g7
Carnitine camitine # % 7 18 £ 2 3HAE B :
(Levocarnitine) (Congenital metabolic exception of the = AL UL Sigmm-tn
renewal of carnitine deficiency)
5 Bupheny! (Sodium A %ﬁﬁ(qrfa (e . 500mg/Ta UCYCLYD
Phenylbutyrate) PEE3-FEA-Bhg » b | PVEBT pRMaLINC.
(3-Hydroxy-3-methyl-glutaric acidemia ) )
6 BH4 ™ § sk o4 41 % 5 [PKU (Tetrahydrobiopterin B | omgTb 10Tabs /Blist |  ##AaE%
(Tetrahydro-Biopterin) | deficiency) 10Blists/ Box | ZM¥EHz
7 . o
Kl?van (sapr(.Jplenn ] i.&;ﬁﬂ%ﬁiﬁIPKU (Tetrahydrobiopterin i 100mg/Ta 30TabgBT Merck KGaA
dihydrochloride ) deficiency) b
8 | R AR & FRR S KR GATE
Progly:zr]ns(]:m;,o Xide ( Persistent hyperinsulinemic #i | S0mg/ml 30m/BT | PHARMACEUTICALS(US
Tl SUSP- hypoglycemia of infancy ) (PHHI) A)
| o = i NG
9 Sodium Benzoate o #§$ Ao (Non-Ketotic i 2limg 100Caps/BT Aand éiﬂi R
hyperglycinemia) [Cap (33
Normosang . . 250 mg Jenahexal pharma
L (Human Hemin) RR2 (porphyria) x {Amp FhupBos GmbH

ii
AERGRTHRPOZHBEETA DA
@ﬁﬁiﬁuwﬁﬁﬁiﬁ VIRDAT A A NS 2 A LR R B BRIk 2 F kR R

SBIRBRA

B &%
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3 PFD 454¢/ 4 1,203
4 PHENYL-FREE 1 454/ 170
5 PHENYL-FREE 2 454¢/ 11,342
6 PORTAGEN 454g/8 54
7 Pregestimil 400g/ 4 250
8 Calogen 500ml/#E 9
9 Essential Amino Acid Mix 200g/## 20
10 FRUCTOSE MODULE 500g/## 13
11 GA1 Anamix infant 400g/ 4 603
12 GENERAID plus 400g/ 4 600
13 Glycine 100g/## 53
14 HCU Anamix infant 400g/ 4 133
15 IVA Anamix infant 400g/ 4 284
16 L-Arginine 100g/ 4 565

17 L-Isoleucine 100g/## 14
18 L-Leucine 100g/# 20
19 LORENZO'S OIL 500ml/j, 201
20 L-Valine 100g/## 35
21 MMA/PA Anamix infant 400g/ 4 675
22 | PHLEXY-VITS 72%30/ 4 5
23 PK AID 4 500g/# 48
24 XMet XCys Analog 400g/## 34
25 XMTVI Maxamaid 500g/ 4 75
26 Cyclinex-1 400g/ 4 36
27 Cyclinex-2 400g/## 237
28 Glutarex-1 400g/ 4 265
290 Glutarex-2 579
30 Hominex-2 400g/## 162
31 I-Valex-1 400g/#E 6
32 I-Valex-2 400g/ 4 661
33 Propimex-1 400g/ 4 120
34 Propimex-2 400g/## 70
35 Tyrex-1 400g/ 4 12
36 Tyrex-2 400g/ & 54
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) L'A’gm'“ﬁ{f""c“"}“d F 446 51 FE 8 (Urea cycle disorders) % | 210mgml | 20m/Amp B'B“‘""g'““ge“
2 Cystadane (Betaine) Bt B 8% Fs (Homocystinuria) Ei 180g/BT 180g/BT Orphan Medical, Inc.
3 p . . .
Stimol AXMLA citruline $h2 5] R ARKR Ig/l0ml | 36Sachets |  Laboratoires

% 2 & fa £ 5% (Inborn errors of metabolism | 4

caused by the carnitine deficiency) — fBox Biocodex

(Citrulline Malatet)

4 AR AR EEEAHE o8N
Carnitine carnitine #: % 8 £ 2 S48 154 :
(Levocarnitine) (Congenital metabolic exception of the & LA L Sigma-tau

renewal of carnitine deficiency)

. B 1% 3 Fe s (Urea cycle disorders)
A e PR P
enylutyrate ( 3-Hydroxy-3-methyl-glutaric acidemia ) T
6 BH4  f etk £ /PKU (Tetrhycrobioptein | o | 0| 0T Bl | #8294
(Tetrahydro-Biopterin) | deficiency) OmgTab | oy Box | ZAYBY
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dihydrochloride) | deficiency) S LI B
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ngly“e’]“ (Dla)’“”“de ( Persistent hyperinsulinemic % | Somgml | 30mUBT | PHARMACEUTICALS(US
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. k8 % R 8 (Non-Ketotic . 250mg EDE 33 2T
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