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% - ~ X-ALD T4 4] fi A 51

o TLRAT

4% ) T T | wms3 | widpy | opmes | L

|ICCALD 31-57 3-10 A ’ﬁ i R

AMN 25-46 20-60 ’ﬁ ¥ Ay ’ﬁ EXid ¥R
g

T ) S - o

Addison-only 8-14 2 R ;
e

asymptomatic 4-10 — o —

’ BB

CCALD = childhood onset cerebral X-ALD; AMN =adrenomyeloneuropathy; Addison only = adrenal insufficiency

without neurological involvement; asymptomatic = demonstrated biochemical or DNA abnormality without neurological

or endocrinological involvement
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= ~ Thalidomide * ** ik #£.5 & |+ o 5o e 0

RPN %F%%’?‘fﬁi Heis = EfF

1950 # i thalidomide (/) 1 & w‘ﬂ)fﬁv}t B * LT L LR R AR TR R
Morgek > FIP R T ARHAE FRY o RA p- A FABRLAILIARE S DR
thalidomide 3 4= %#EP‘EF A € R EFEAFA T F L A8 52 blde l s §) % (phocomelia)
& & v % (amelia) ~ F 28 7 7 i(hypoplastlc)* FET SRR A RIRE AR
”;f;{[}ia R ,,\,F}lg_;ﬂl T2 H NIREE PR FE - e ’;b IR ¥ E 1k thalidomide

1961 & 11 % 2> wg ¥ & ILFT*°’\"71FEL‘ B AL 5 —@L"‘Bﬂ\/]}i
- F 2 ERA00 oo BrEe R LT RRO G 280 LA B 520 4 o g2 2K thalidomide §

BOTRART B e &IE > ERE B FE PFIL G PE thalidomide B0 A i&*é’uﬁ-i%if—fiiiﬁtél
B R 2t 1998 # FDA #r4% 8 thalidomide * *t = A 2 &3 [2 k2§ )TH@I}% A ﬁﬂ-‘)ft
Ti 123 &1 = 57 (Erythema Nodosum Leprosum; ENL) > thalidomide %t # 72 + 3 » £3
’é_#l_f,fr)iffriam;p)ﬁj’ﬁ}iﬁ_ﬁi_ﬁ VT E L BT bk e

Thalidomide(Phthalimidoglutarimide) %_glutamic acid 472 = » S 4o Bl- - 1l
Pl EY ¢ Bh A& AR FlpEL 271°C > 4 + 54 CI3HION2 04> 4~ + & 5 2582
v ABTL ﬁflf";ﬁ F (e fei 3ok o thalidomide & Fq3 M2 5t 7B 04 » 2T enRBH 5 R

Bt m ¢ U PR{S B4t PR (onset) 2 48 P 3 2759 )RV EERE &

® Jk & (peak concentration ) d &3 F %z 7 4 ¥ * & (bioavailability) 5 67%- 93% »

AfE A m L EREhEY TR E F 55%-66% ; Rt g RINA LG d SRE 1 R

d 2bf% % |+ K f2(Non-enzymatic hydrolysis)f it = % f& % 34> £ 5 -] 3 0.7% % 11

Ry P o #E“fi T 5 5-7 ] BF o SRR MR AR fﬁ«r@ﬂ‘”ﬁ" B A7 deE R
4 % 100-300mg pEwv ¢ * > {&E 400 mg/day > F 7 @ * DHRE RERT LA K@ o

’

e el

Thalidomide %12 (T% %@+ A 2 =35 : Fn -g F74 | i * (anti-angiogenic)
#7574 & 1T * (immunomodulatory)fr$is# ' (anti-inflamatory) ¥ i * o Thalidomide 2 }% ‘m
LS g¢ 4 Frd) vt 2 ;ﬁd i BT B BT fo PE o -Fz n R imPe FT4 F]F VEGF fe bFGF z_
Al A PR e 2 R g A5 o %ﬁﬂ thalidomide 2. & % 33 & i % ’ft‘#m’% L EE
AR R R A T+ 20 Wig > ¥ ¢b thalidomide ~ g#vr’# Jet v Mo w TRz AFiC 'R
f'ﬁ_%f%*fé R 7_ ivln‘?r " E ;J:»%QT WP bt B o A RIE A *‘K; > B/,,v_}_@% N 0 P e
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=~ Thalidomide * **3i/& S & |+ o pa TRk i *

T (leprosy ) = vz 4 < I (Hansen’s disease ) o /& 1% ] (Mycobacterium
leprae) 51”;&" - fEfh i —’Mﬁs VTRt AR R A K 2 % # A  (peripheral nerves) >
DRGSR Rk E UL S NS ”%—ﬁ R R A ST )
L ’?Iﬂ,ﬂﬂm*}&m Fele Jp TRk 28T 5 = BA RSk D (DR ~BRESR Lo
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Tk 1 ];]m#ﬁ_.}%r ¢fei e £ 2 T £ 44, (immune complex) - B A eE RE
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TR SMER A SR S R LT B o

1965 & Sheskin 3§ 4 % 3. thalidomide 75 ek s 4 % & 1 lomt > B a8 WK
f&V EE L > €0 thalidomide i{ = % ifjﬁ,p)@)ﬁ;@ ERCE 333%43(7, v 4 2

Fi%‘“‘r— PR RE o ek /T - ISR T o B Aoy 2 N S R
4 legEkakg 5 A% p odg = & A 2 (MDT=Dapsone+Clofazimine+Rifampin) > %

LV UIEFHE - B R P2 hREE o 27 ,u,,:;ﬁr_a,r.;ﬁp&ﬁ? o LELEBITE B I
‘28 5 4+ rifampicin ~ ofloxacin ™ 2 minocycline ( #§ # ROM) 4F = J i3 © Jik 5 &
Mlepreh=- 83 & 3 X M w ¥ 7% 4% (inflammatory cytokines) ¢ 3 8 TNF-a % 1b -

‘“\

thalidomide {%’gd Fr#4] TNF-a e & %\ A EP L ENL agpfee i 292 gk b
el B S BFEE T R ) pRg 2 TNF-a e93 23 M > §24 7 1 &1 thalidomide ¢ >

TNF-a mé_g‘_ e 35l EX o A E?;?J%.}i;li o Thalidomide & * *fr/k 55 ?rl“JL ‘*ﬁ}?ﬁ A PRE4S
24-48 ’J‘F‘*P\ FUPRRAERR SR FES ISR BHE A TR A R
g % SHGH S AGENERF RS R UgRAEHKEL 222
7 <£m,ﬂ SERAB AT Bz b - AR R 2R 0 LR S

fSREEA IR ©

g
4

Fi (E
3R uF P15 18 * (Teratogenicity)
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B RE AHGFREY ML ERE R A2 5 FRdR L o B S E e
o BReaiisEgoa g b7 e g4 A8 Moo AifZ h% 351 50 <
PR 100mg 3 &_rd i & fe QR ENEA) 0 PRI A e 5 R iE 40% o FOVH T LA T o
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“F L p %4 (Orphan Drug) "en &30 T & -4 p ¥4 (drug) 2 + @A (biologic) »
4o iR % (vaccine) # it i #A| (blood product) o F &L s thdp - B s & % B 50
200,000 # PE% e ph Iﬁiﬁ fLz e
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B FDA <45 T35 F L& llia—:-;‘%#ﬂ #H (List of Orphan Products Receiving Designation ) +
61 f& > mdp B F LA }1‘;‘5&;}” +H (List of Orphan Designated Approved Products ) +
13 f6 ¢ m%ﬁ4;WFMHFU/HpBﬁ+Qﬂ@%# FH Aok - T o

Bt A0 2008 & 7 9p 0k FES F B o r.’]"’/ET 81 8% ELfi}]%é# 22008
EEIHILEIER TFALE T lF i % Zie x| xé%éa‘ﬂ » /W % taltirelin hydrate
tetrabenazine ~ ' % trientine 300mg/cap - ¥ & F L B }}%*—%#ﬂ 2 B 27 0 AW G
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growth factor 1 (thIGF-1) = #1 K’% 2 T E LA il ie 2 Yk 2 %P & w5 cycloserine
% sodium benzoate and sodium phenylbutyrate - 2008 & ‘54 4 # Fojin i 5 ATH 3 EF LA R
P dod - 4w o

AR T

R FR

Celebrating the Successes of the Orphan Drug Act -  http://www.fda.gov/orphan/ -

List of Orphan Designations and Approvals ° http://www.fda.gov/orphan/designat/list.htm °

The Orphan Drug Act ° http://www.fda.gov/orphan/oda.htm o

MBIz A F LA L ¢ o http//www.tfrd.org.tw/cindex.php

F LA /,;‘a 70 % #4772 o http://dohlaw.doh.gov.tw/Chi/Default.asp °

22 Brgy TFRARREE B 2 FR LEEFTRA (9T 2T 9P R E
F % 0970305564 5= 2
http://www.doh.gov.tw/CHT2006/DM/DM2.aspx?now_fod_list no=9012&class no=24&level
no=1 -

2Eprgpr TEALRRBPIcE B 2 LE2 A g - (97 & 17 22 P iFY
%3 % 0970302902 55 o> 2

http://www.doh.gov.tw/CHT2006/DM/DM2.aspx?now_fod list no=9012&class_no=24&level
no=1 -

FEEFFEE AL FAAH LERRA < (97.02.12 L A7)
http://www.nhi.gov.tw/webdata/AttachFiles/Attach 725 1 &4 & =t &2 F LA :}?3 1
2 970205 2 .doc °
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- 22008 #5d W FDA{ P achF LB pEF T H

Generic Name | Trade Name App rove d Qrphan Orphan Designation Designation Markejupg
Indication Exclusivity
Adalimumab  [Humira Treatment of Juvenile Treatment of juvenile 3/21/2005 |2/21/2008
Idiopathic Arthritis. rheumatoid arthritis.
Antihemophilic|ReFacto For the control and 2/8/1996  [1/1/9999
factor prevention of hemorrhagic
(recombinant) episodes and for surgical
prophylaxis in patients with
hemophilia A (congenital
factor VIII deficiency or
classic hemophilia).
Bendamustine |Treanda Treatment of patients with |Treatment of chronic 8/17/2007 (3/20/2008
hydrochloride chronic lymphocytic lymphocytic leukemia
leukemia.
Levoleucovorin Levoleucovorin rescue is  |For use in conjunction with (8/1/1991  |3/7/2008
indicated after high-dose  |high-dose methotrexate in
methotrexate therapy in the treatment of
osteosarcoma. osteosarcoma.
Levoleucovorin is also
indicated to diminish the
toxicity and counteract the
effects of impaired
methotrexate elimination
and of inadvertent
overdosage of folic acid
antagonists.
Potassium ThyroShield |For use as a thyroid For use as a thyroid 11/17/2004 {1/1/9999
Iodide Oral blocking agent in pediatric |blocking agent in pediatric
Solution patients exposed to patients exposed to
radiactive iodine. radiactive iodine.
Pulmonary Curosurf Treatment (rescue) of For the treatment and 8/2/1993  [1/1/9999
surfactant respiratory distress prevention of respiratory
replacement, syndrome in premature distress syndrome in
porcine infants. premature infants.
Rilonacept Arcalyst Treatment of Treatment of 12/20/2004 |2/27/2008
Cryopyrin-Assisted CIAS1-Associated Periodic
Periodic Syndromes Syndromes.
(CAPS).
Somatropin Saizen Long term treatment of Treatment of idiopathic or |3/6/1987  |1/1/9999
(rDNA origin) children with growth organic growth hormone
failure due to inadequate |deficiency in children with
secretion of endogenous  |growth failure.
growth hormone.
Somatropin Nutropin Long-term treatment of ~ |Long-term treatment of 10/28/1999 [1/1/9999
(rDNA origin) |Depot growth failure due to a lack|children who have growth

of adequate endogenous
growth hormone secetion
for once- or twice-a-month
administration.

failure due to a lack of
adequate endogenous
growth hormone secretion.

20




Somatropin
(rDNA origin)
injection

Norditropin

Long-term treatment of
children who have growth
failure due to inadequate
secretion of endogenous
growth hormone.

Treatment of growth failure
in children due to
inadequate growth hormone
secretion.

7/10/1987

1/1/9999

Sorafenib Nexavar

Treatment of unresectable
hepatocellular carcinoma.

Treatment of hepatocellular
carcinoma.

4/20/2006

3/24/2008

Surface active |Infasurf
extract of
saline lavage of

bovine lungs

Treatment and prevention
of respiratory failure due to
pulmonary surfactant
deficiency in preterm
infants.

Treatment and prevention of
respiratory failure due to
pulmonary surfactant
deficiency in preterm
infants.

6/7/1985

6/7/1985

Vaccinia CNJ-016
Immune

Globulin
(Human)

Intravenous

treatment and/or
modification of the
following conditions,
which are complications
resulting from smallpox
vaccination: Eczema
vaccinatum. Progressive
vaccinia Severe
generalized vaccinia
Vaccinia infections in
individuals who have skin
conditions such as burns,
impetigo, varicella-zoster,
or poison ivy; or in
individuals who have
eczematous skin lesions
because of either the
activity or extensiveness of
such lesions Aberrant
infections induced by
vaccinia virus that include
its accidental implantation
in eyes (except in cases of
isolated keratitis), mouth,
or other areas where.

Treatment of complications
of vaccinia vaccination.

6/18/2004

1/1/9999

%2 22008 & 5d 4 BEFASAFTH T LARES FE

AN

#13] ~ Al

i e

z

PP

Taltirelin

Tablet

97 # 1% 22p EFEFH

Hydrate

degeneration > SCD )

¥R "% Mg (spinocerebellar
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Tablet
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"H AL Rk 0 2 Ttetrabenazine ) 2 i Mk 5 ¥ T N FEEGE ) (F LA R
BE ¢H% 702 7138) -

(2) 2 + T Dimercaptosuccinic acid | 2. i B & "4~/ ~ &9 3 2 24 > 2 [sod
phenylbutyrate | 2_ if & /& % [ 4 £ carbamylphosphate synthetase (CPS), Ornithine
transcarbamylase (OTC)#* Argininosuccinic synthetase (AS)2. £ X {4/ % fakfawt | (F
LBl Rk fH %32 675)

3)# 'J“f Fcycloserine ; %2 [ sod. Benzoate & sod.phenylbuty rate | = if * " F L5 Falris 2
Bk | 2 B oo

"97 & 17 24 p EF HEF F 0970400345 HL E R L F LA R IR % 8 % [ Lofenalae | 3
"Phenyl-free I | % '_Phenyl—free 1 % "Phenyl-free Il | » 4o%fit » ¥ p 22 p42F % o
*97# 57 30 pGE¥ EFF 0970305551 LG L B TR AARBI ISR By 2 B
WREE FV ST e

(HgrgE* "7 AR Iria ik #eix | 2. # 52 T Tetrahydro-Biopterin(BH4) | if & & %

" Treatment of patients with hyperphenylalaninemia due to tetrahydrobiopterin de
ficiency ; (¥ LA B E4 +H ¥ 725)

QfFE#F2mig*r 'L FlFink Eix 2 BEFTE:! I Meso-2,3-dimercaptosuccinic
acid, DMSA | % ' rRecomb inant human insulin-like growth factor 1, thIGF-1 ; ( F & T
By tHE% 32 623‘?)

"97 & 77 9P HEFETE 0970305564 SLis it TR AR B ISE B L EFE
JEE FV &I o
(DiBeg* "EALAKF 2 EHE | 2 #5 [ Tetrahydro-Biopterin(BH4) | i & & »
" Treatment of patients with hyperphenylalaninemia due to tetrahydrobiopterin de
ficiency | (% 2 s #d 4 § 7251

QPBE2FEY TFAARBY ISR ESE ) 2 F RT3 1T Meso-2,3-dimercaptosuccinic
acid, DMSA ;| % [ rRecomb inant human insulin-like growth factor 1, thIGF-1 ; ( # & % T
Fip LHE 32 6238)
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HEZ CFABREF LEZHGRE
PEARITET Y OP FFEFF 0970305564 5L 2
AP AL N F AR BER LEHP ks p oo }’?-ﬁ“%y“,/f; E= N B o e < T A T i
A S0t W1 ME Ty SRy | #ree maxe
(RS)-2,3-bis (sulphanyl) 2001/12/10 [#+&2 +
- propane-1-sulfonic acid (DMPS), [ Injection ] EMAP F iR A 2001 = 8 * 3 p FEHGTF |PHRR
sodium salt, Monohydrate 000003 5. |F L=
(RS)-2,3-Dimercapto-1-propanesulfonic EhpHikey 3 (KA 2001/12/10 |#+&2 &
= acid (DMPS), sodium salt, ( Capsule ) gy gt s 2000 87 3p FERT Y |(PHRP
Monohydrate ) Ii’zf:tér’ v E 000002 5. |F 127
) .. . 1999 # 6 * 17 P 2008/12 F | %
- [Meso-2,3- dimercaptosuccinic acid, (Capsule ) (100mg) |4~/ ~ A9 %2 34 (2008/1/22 i &+ i 3 FLEL
DMSA] RE) 0000011 &L |3 L= @
' 2004/4/26 7 |§4 8 2
s Agalsidase-alpha ( Injection ] Zip;;;gnaclact;slljdasz‘A 2002 # 3% 25¢p kS %I F % ﬁi:}i e 7\
y (Fabry disease) 000004 . |} 227
] 2004/4/26 % |£ % % -
7 ) |Agalsidase-beta ( Injection ) le;l"‘,’galaCtOSIdase-A 2002 & 3 1 25 p T EE LT
eficiency (Fabry disease) 000005 5. |2 7
= Albendazole ( Tablet ] (200 mg) ﬁi RA2 2R 248 1999 £ 12 % 9 p
(1) # ‘]i‘gu?',f‘emﬁé T 2002 % 8 o
Aldesleukin [Recombinant ( Injection) [1.2 (Me,taStath renal?ceilg , o 18 p (1 %99_1/(1313% 7P
Interleukin-2] mg/vial ) c/arc1noma)(2)$§. HHE2 w2000 F 8 % 1P gEs GER Y (- L%
"z J& (Metastatic 000650 & |
CELD) #)
melanoma)
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B8 x AL A3~ AE iR TP - FERY BB E
F i alpha R
( - alpha 1-antitrypsin injection l-antitrypsin 4% Z 2% & 2005 & 1 ? i3
f R X
) B ) bo RO
( ~ alpha-glucosidase injection R b E 2005 & 1 ” . ;‘q =
(RN
2001 & 5
.. .. o F RS HE T3 R ) 221 p (M
Amphotericin B Lipid Complex ( Injection ] (5 mg/ml ] 0 ;ét }“i:%( %Eﬁ ;:L * 11999 67 17 p B ﬁ}t;;
#1)
2003/5/21 + % &5
( Capsule ] [0.5 mg; C ) s ’
( 1 Anagrelide lojlpsgle [ me R Me ) FiB SR 1999 # 6 7 17 p = %3‘@?{:"} ¥ PR3
v mg 000007 5. |= &
( -+ Antivenin of Vipera Russelli ( Injection ) A 4t vy 13 2002 # 11 ® 14 p z}% B
v
. ( Injection) [ 10 ) . )
(L- Arginine om/100ml ) FhE Vp PR et 1999 # 6 * 17 p
2002/2/5 % | oA
L o [ Injection ) [ 1 mg/ml, o omms o ) 30 /A,/i N il%g\il
(+:= Arsenic Trioxide 10 ml/vial EMwF B wmE Y o B 1999 # 120 9 @ ZH TN I BLAL i
000005 % |4 127
( + = ) |Artemisinin (Tablet) [100mg) |E R 1999 # 12 * 9 p
( Tablet) [ 250
I ] ~ 1999 & 12 % 9
( tovaquone-proguanil mg+100 mg ) B P P
( + I ) |Benznidazole (Tablet) [100mg) |3 % ‘}"l"é%'Lﬁf),“ﬁ 1999 £ 12 * 9
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B8 RS A3 AL 1 ) P2 WP P B FERY MEHE >
( Powder for
( + = ) |Betaine Reconstitution ] [ 1 ® B g R 1999 # 6 * 17 p
gm/scoopful ]
2005/7/26
F %%l F %
000012 %o
(62.5mg, *
2 g
2003 & 11 " 18 “:;r FBA
( +~ ) [Bosentan 62.5and 125 mg tablet R P F%F L B B (2205/1/28 i & N ;[T
i k) %) 3 # AEREP
: z % 000013]" 7
5. (125 mg,
o R
i SR
B )
% %} 7] citrulline 4* Z 2001/12/11 |82 4
Tablet, 600 1 , . o "
( -~ ) [Citrulline sglu‘;oz | /1g“rgnf][°ra dld ik SR K23 2000 £ 87 1 p FEWTH PR
8 iR 000001 . |} 227
2002 & 8
S A PR
Cladribine [ Injection ) (1 mg/ml JHairy Cell ¥ i J 1999 # 6 * 17 P _uEs BEF Sy 3 ;’\) a
‘ 021992 %
FE)
Cycloserine (Capsule ) [250mg)|% & 45 &% 1999 £ 12 % 9 p
‘ _ ([ Capsule ) [EQ 50 . . .
( -1 ) |Cysteamine Bitartrate nephropathic cystinosis 1999 £ 12 % 9 p

mg, 150 mg Base )
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B8 x AL A3~ AE iR TP - FERY BB E
=~ -+ ) |Dantrolene (Injection) [ 20 mg/vial )| & 1+ 3 8 #t 1999 £ 12 % 9 p
A | PEIPESY -
(Thalassemia major) 2;503/2/25 o
A i * Deferrioxamine (gg s T%; -
. £ F
SR IR R o BREE
, ( Capsule ) (250 o ' AN
(= * - ) |Deferiprone (Kelfer) - alf’sus(e)(inf ] PR AR ERE R [2001 £ 50 21 p 000904 B ax o 4 v
g g A A 2002225 | 07
Bep o R L 00 me) *
T » ¥ Deferrioxamine FHT ¥
s 000005 %
A o#
persistent 1999/12/9(2003/11/18
(= = =) |Diazoxide [ Capsule,Suspension J |hyperinsulinemic it iR
(50 mg; 50 mg/ml ] |hypoglycemia of infancy |2008/1/22 12 — 4 %
(PHHI) R
(= + =) |Diloxanide Furoate (Tablet) [500mg) |#j# = & RF 1999 # 12 % 9 p
(= -+ =) [Dimercaprol (Injection] [10% ) |£ & %f34 A 1999 # 12 2 9 p
1 ( Injecti 200
(= -+ 1) [Eflornithine HCL ee fon) { 2L PR E 1999 # 12 7 9 g
mg/vial )
( Injection ) [ 0.5 mg 1999/6/17(2002/
(= -+ =) |Epoprostenol base/vial; 1.5 mg Fagg fn o B P 7(2002/11/14
base/vial ] SEREE )
L RER| B A I
(= =) |Gabapentin - Capsule; Tablet ) T{Wﬂh'l Iii I |1999 & 120 9 S
= p (600 mg, 800 mg ) (Amyotrophic Latero 9P $raa g

Sclerosis ALS)
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B8 x AL A3~ AE iR TP - FERY BB E
o : 5P E - 3l .
-+ . L 2006 = 1 7 25
( ) |Galsulfase (Injection) 5.0mg/vial Mucopolysaccharidosis VI p
2005/3/9 F
#93
000009 &
(powder for
. . ) solution for |/# & B'Z
( Injection ] [ 20 53 M4 g (Multipl . o
(= -+ 1) |Glatiramer acetate o /nJie:l 3011 [ S?IEH“ ‘ )] & (Multiple 1999 # 12 7 9 p injection) ~ [ > F *2
v
s CIETOSE 2006/12/21 |2 @
FERT Y
000015 %o
(solution for
injection)
( =+ ) |Hemin [ Injection ) R 1999 £ 6 * 17 P
Long term enzyme
1 t th fi .
(= -+ - ) |Idursulfase(iduronate-2-sulfatase) ;lei::lfsmv:irih I\Z}r)aspill or 2006 £ 8 1 22 p
(Hunter Syndrom)
2005/5/23 A
(= + =) [lloprost nebuliser solution B B o R 2002 # 8 % 8 p FERTE R
000011 %. |=¢@
" X B 2005/11/3 = FE
Injecti - A(Type 1)3 & < ) e N
(= + =) Imiglucerase E;ggz;;g/)vial) o AH(Type T)# 1999 & 6 * 17 p FEAET PG
" 5 000006 5|2 P
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B8 * AL A~ AE i e AP P 0 3 WERY MEHE>
2001 # 6% 6
PR RARE ATeH D
. . . F % 000001 |jF 305 i
(Injection ) [3MIU ~ | % 2 44 i & (Multipl
(= + =) |Interferon-Beta-1a jection ) (31 P EAA T (Multple g0 5 150 9 52001 & 1|4 122 7
6MIU ~ 12MIU/vial ]  |Sclerosis) T N
P20 0 FHEe AL
000002 5
2002 & 8 S
( Injection ) (0.3 5 M it (Multiple P8 p (M 2000/04/11 ’;fj’ﬁ i
Interferon-Beta-1b . . 1999 # 6 * 17 p e FABRTF S |
mg/vial ) Sclerosis) - R =7 (-
000601 % | ..
B )
( Injection ) [ 100 M+ g v *p (Chronic )
(= + 7)) |Interferon-Gamma 1b J ( a K (_ 1999 £ 12 2 9 p
mcg/0.5ml ) Granulomatous Disease)
( Tablet ) [ 210mg; 650 o ,
(= + =) |lodoquinol mg ) [ g R T R AR S 1999 £ 12 % 9 p
L] R & A AR ,
(= + =) |Ivermectin ( Tablet) [ 6 mg) i{j}b* MR~k Sl 1999 £ 12 % 9 p
B 4
BH4 3% Z 2% b Floie
_ ( 231%m e ) .
=+t A -5- - (C le ) 2001 # 8 7 3
( ) [L-5-hydroxytryptophan (5-HTP) apsule ' Tetrahydrobiopterin p
(BH4) deficiency PKU )
chronic pouchitis disease w3 RE
(= + 1) |Lactic acid bacteria oral use p 2002 # 8 * 8 p Wiy
L RER SR 5
2N
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BB S A3~ AE i e p - FEPY |WEE
2006/9/13 F
. : . AABT S T8N
. 2003 # 11 * 18
( =+ ) |Laronidase }00 u.nlts/ml solution for S5 pEG AR ¥ - 1) 000007 % ~ |14 2
infusion p g a5
-+ E]Jiﬁﬂ—? “F
% 000008 .
ey A
( Injection; Oral LR T R R e o 2002/05/03 | # x>
Solution; Tablet ) [200 |# .4 % £ Carnitine 4* ) FEHIF [P
-1t -)|L iti 1999 # 6 * 17 . N
(%= =) |Levocamnitine mg/ml, 1 gm/10ml, 330 | i & 2 & HAR {250 i 000006 % |()ik 3 ¥
mg, lgm] ¥ (tab) IR
2P (1)
- Y 2001/5/21 £ 41 7%
I F RS HETF
Liposomal Amphotericin B [ lnjectlon] - 30 mg/ " %ﬁ: tﬁ‘]} :I’ 3%?* : 2001 & 1 * 18 p (1 - 4 >
vial ) NI E R EFR F %rdm) a
( Injection ) (85 )
(= -+ =) [Meglumine Antimoniate ) ( g E ( 2#% ) 1999 # 12 * 9 p
mg/ml)
( Injection ) (3.6%
(z + =) |Melarsoprol solution propylene ZE P PEFR 1999 # 12 * 9 p
glycol)
(= -+ =) |Metrifonate (Tablet] (30mg) | @ (2% )(E #)p % (1999 & 12 % 9 p
y N
(z + 1) |miglustat capsule Type I Gaucher Disease 2005 # 1 7 FHIK
3P
(z -+ =) [Mitotane ( Tablet) (500mg) |% 1} AR 1999 # 12 % 9 p
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int Wl WE Sy s ¥ | Ty
s . 2005/2/24
. el Bpr b P B 2001/5/21(2006/1/25 s A
Modafinil 200 mg B R R 50 R FERT Y
SR zE R 000010 .
( Tablet) [ 30 "
. 3 F VAR 1999 # 12 % 9
Nifurtimox mg:120mg; 250mg ) ? 455 p
A ARAE v o b — A o i
Nitisinone 2.0mg/Cap fie e g % - 2006 & 1% 25 p
Tyrosinemia type 1
AT QR E LR )
Nitric Oxide ( Inhaler ) R RREEEEER 1999 £ 60 171
Oxamniquine ( Tablet) [250mg]) |& =i &ﬁ:}ﬁq 1999 # 12 9 p
Paromomycin Sulfate (Capsule) (250mg]|["g3eF+ A~ X =4 (1999 & 12 % 9 p
. 2002 & 8 .
bR % v g p(rt OO0 E 47
Pentamidine Isethionate [Injection] [300 mg/vial]|(Pneumocystis carinii 1999 # 12 7 9 p e r' 11 p #8553
pneumonia; PCP) T 021444 5
P2
FERE (L N A
=) |Phenytoin ( Capsule) [30mg) }iﬂ;& ( AEH 999 £ 120 9 p
T
PR ] AL B
Phosphate solution ( Solution ) g [X-linked 2001 # 8 % 3 p
hypophospatemic Rickets]
: . : EREE QLR REN 35 Y e -
+ R
717 pOFass1um acid phosphate + sodium Tablet ) s [Xlinked 2002 & 117 14 7 v G ,\r‘r
acid phosphate, anhydrous oo AR
hypophospatemic Rickets]
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R 5 A A3 AL # R RE_P HP 0 FEPY (BRE
(£ + =) |Primaquine-Phosphate ( Tablet) (263 mg) | 1999 # 12 2 9 p
(£ +-) |Proguanil (Tablet) [100mg) |ZE M 1999 # 12 % 9 p
. B R
4 X M protein C 4 2 #f ! ’
N i injecti 2005 & 1 7 Wiyt
(Z ) |protein C injection o Pf 5 005 s Z §
( Tablet ) [ 25 mg+2 - .,
(£ + 1) |Pyrimethamine + Sulfadiazine om) [ 8 3 AR 4 1999 £ 12 % 9 p
( Tablet ) [ 25 mg+500 - .,
( = -+ ) |Pyrimethamine + Sulfadoxine mg) [ 8 3 AR 4 1999 # 12 7 9 p
( Tablet) [ 25 mg;250 ,
(= *+ - ) |Pyrimethamine-sulfadoxine-mefloquine me: 500 mgg 8 B 1999 # 12 * 9 p
. ) .. 2008/3/17 % |£ % & %
(=+2) Recoz:bfmint li?r?lilé;lsflln_hke Laron Syndrom 2006 & 8 * 22 p AEBT 5 Rirg
srowti factor . Tt 000009 3 |27
2003 # 8 * S
R A . - SR RN
(- + =) |Risedronate ( Tablet] (30 mg) géfifnf 1/32; ot diksease) 2001 # 3 % 22 p PEERT 14 :/\
| RSN
e % 000008 %~ '
¥
) PKU with congenital
( Oral Solution J [ 900 .
(= + =) |Sacrosidase U/ml ) " [ sucrase-isomaltase 1999 # 12 %2 9 p
deficiency
. 2001/3/21  |frie @ #
(= -+ I ) |Sod. Benzoate [ Capsule ) [250 mg] I]jon_kitOt'lc - 1999 # 6 * 17 p FEUAT Y |[PEUR
yperglycinemia 000001 % |4 22
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B 5L A4 A3 AE R e p - FVERY |MRER
THLE
. . B 2 IR S v 7
(5 2 2) Sodium phenylacetate and sodium injection ij‘ ERIS B E: AR 2007 £ 81 8B it
benzoate =3 N
4% Z_ carbamylphosphate
synthetase (CPS),
Ornithine 1999 # 6 * 17 P B G2
(= *+ =) |Sodium Phenylbutyrate Et owder; f 211. 5602)[ gm transcarbamylase (OTC) (2008/1/22 2 it :§ 26 B TR
caspooniul, me] £ Argininosuccinic JTE ) 3P
synthetase (AS) 2 /% #
b iR
( Injection ] [ 100 )
= LA i i IRSR AP 2 # 1999 # 12 % 9
( ) |Sodium Stibogluconat mg/ml, 100 ml/bot fItgmE (285 ) p
%O.ralt.Solutlon; 1999 £ 6 7 17 g
Sod. Benzoate & Sod. Phenylbutyrate mection | PR VA TR SRR (2008/1/22 14 — 4p &
[ 100mg/ml+100mg/ml , .
. g 32
100ml/vial ]
(=~ + 1) [Suramin ( Injection ] [ 1 g/vial )27+ PR 1999 & 12 * 9 p
TR R R - ER
( = = ) |taltirelin hydrate ( Tablet ) Spinocerebellar 2008 &# 1 7 22 p Liry N
degeneration,SCD =
®THE R RS .
(= * - ) [tetrabenazine [ Tablet ) e : 0 2008 & 1 % 22 p
Huntington disease
Tablet 10 and 50 |Terahydrobiopterin 4 2 .
(= -+ =) |Tetrahydro- Biopterin(BH4) rr[lg]a ¢t) (10an fera yCTODIOPIEH = 1999 # 12 2 9 p
JE
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B 5. A A3~ #E # R P B - FYRY |BRE
2002/10/16
(= - =) [Thalidomide (Capsule] (50mg) |% &% %5 leprosum  [1999 # 12 % 9 p FEYUT Y |SBLE
000006 %
B
(= + =) |Thymosin alfa 1 injection DiGeorge Syndrome 2002 # 8 * 8 A
R A
}1 N v
— 2003/5/6 % |% % # &
(= = I ) |Thyrotropin alfa Injection [Injection] [1.1mg/ml] o ’/; %j:rﬁgl@q i R 2 1999 &# 6 * 17 p SES I LS I
) 000003 35 |27
L ICALE S A RPN
: Flak Fad 7% 30 F8% k4%
(= + ) |Tobramycin ?OI?T%(SmI Solution for R %o %4 K A[2006 % 8 0 22
inhalation oy e s g s
B v § FmERL
¥ o
TPN For PKU with
TPN for PKU with congenital congenital
(= -+ =) |sucrase-somaltase deficiency 2. 2 ##%| [ Injection ] sucrase-isomaltase 1999 # 12 9 p
I RER deficiency 2. > #7"% ¥ &
A Bt
o N
Injection 1.0, 2.5, . = . ,
(= + ™) |treprostinil sodium [ In ) L Ja g o B 2002 & 11 * 14 p FEOR
5.0, 10.0 mg/ml ) o
7 LR EANZ
ft gelati les 10 kR
(= + 1) |Tretinoin SOT gelatin capsuies SRR g A 2003 # 11 * 18 p R 5

mg

]
Y
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. . ) 1999 £ 6 * 17 P
® A om (Wil ,
( ~- ) |Trientine HCI [Capsule] [250.300 mg] |~ F B (Wilson 008710 2 2 37
Disease)
#E)
2004/11/29
FEUF 5
000007 5.(50
mg, fi& )
2005/3/15 #
P RFEECEF
7~ 7};1.;‘[;1;8)7; >
000008 5.(25
_ #® &=k (Wilson ) ?;(W S
(™~ =+ -) |Zinc Acetate [Capsule] [25-50 mg] : 2001 # 12 % 4 p mg, FF)F |, .
Disease) PR + % 25
FREE Ll a
000009 %2(50 N
mg, %7 )
2006/1/26 %
FZRFH
000010 5°(25

mg, FLi&)
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i =~ 2 F EL}i}?; 283 ¥ ICD-9-CM %5 - ?ﬁ%
T KR A FRANERE A (B LATE 0 97.01.30)

2o 2 48 RS ICD-9-CM

i AR (¢ EREREY) oA

01 Urea cycle disorders PF DA B R AR 270.6
01 Citrullinemia PN VREL B 270.6

02 Amino acid metabolic disorders izl B 1 BPE I 270.9

(Aminoacidopathies)

01 Homocystinuria B BEVRRL R 270.4

1 BHypermethioninemia BT B 8 270.4

02 Cystinosis e VB RE 270.0

03 Nonketotic hyperglycinemia ZEAR R Y Rph a 270.7

04 Phenylketonuria F i AOR 270.1

05 Tetrahydrobiopterin deficiency P I a3 270.1

06 Hereditary tyrosinemia BB R R 270.2

07 Maple syrup urine disease WoHE PO 270.3

03 porphyria PR 277.1

04 Multiple sclerosis s X e ML 340
05 Gaucher's disease B2 272.7
06 Wilson's disease o e 275.1
07 Nesidioblastosis B e g 211.7

PEAROIE L TP FRAFF 0920401548 HL o E T G+ e gy (Nesidioblastosis) § BB ETm £ 2 0 f T p Az
» F B ok B 5L 66 5L Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) # ¥ -

08 Amyotrophic lateral sclerosis(ALS) LR SRR A R 335.20
09 Organic acidemias PR R 270.9
01 Isovaleric acidemia B AR R 270.3

02 Glutaric aciduria type I,II N Fee g v- > 2 A 270.9
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’ ¢ 2 fe ICD-9-CM
i AR (> PRTEES) s
03 Propionic acidemia P 270.3
04 Methylmalonic acidemia TAP R 270.3
05 3-Hydroxy-3-methyl-glutaric acidemia 3-3 A-3-7 AN 270.9
10 Galactosemia L n e 271.1
11 Fatty acid oxidation defect RS TR 272.9
01 Carnitine deficiency syndrome, primary R k&4t L g 272.9
12 Mitochondrial defect R 4 F 2719
01 Kearns Sayre syndrome Kearns Sayre = Jg i #¥ 271.8
02 Leigh disease Leigh = & # 8 " ¥ ®pm % 330.8
03 MELAS MELAS 7z iF ## 758.89
04 Mitochondrial Neurogastrointestinal MNGIE ‘g i ## 2719
Encephalopathy Syndrome FORA A TF S T RO
13 Aarskog-Scott syndrome Aarskog-Scott = Jg iF # 759.89
14 Achondroplasia BT R 756.4
15 Angelman syndrome Angelman = Jg iF ¥ 759.89
16 Ataxia telangiectasia £ AR A e B B SR R 1E 334.8
17 Cockayne syndrome Cockayne * Jg iF ¥ 759.89
18 Duchenne muscular dystrophy K& 2 f o 359.1
19 Glycogen storage disease ”‘ﬁ% AR E 271.0
20 GM1/GM2 gangliosidosis GMI1/GM2 # 5 & 5 ia e 330.1
21 Hereditary epidermolysis bullosa LR A EXE G 757.39
22 Huntington disease(* # Huntington's chorea) ®THR N RS 333.4
23 Hutchinson Gilford progeria syndrome 5 Eor 259.8
24 Ichthyosis,lamellar recessive Btk gkge (p R BT 757.1
25 Kenny-Caffey syndrome Kenny-Caffey = Jg & ¥ 759.89
26 Lesch-Nyhan syndrome Lesch-Nyhan = Jg iF ¥ 2717.2
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(Y 2 PFTERY) Ky
27 Lowe sydrome Lowe = g iF #* 270.8
28 Mucopolysaccharidoses a5 PR 271.5
29 Osteogenesis imperfecta Rl S 756.51
30 Pseudohypoparathyroidism Bt @] TR 275.49
31 Rett syndrome THAF N 330.8
32 Spinal muscular atrophy ik e A 335.10
33 Spinocerebellar ataxia TR R AL D 334.3
34 Sulfite oxidase deficiency TRy 3L 270.0
35 Thalassemia major ERPERE E o 282.4
36 Tuberous sclerosis BE A g 759.5
37 Waardenburg syndrome LE ORAEEE 270.2
38 X-linked hypophosphatemic rickets ey B BV REW -3 Bezki B 275.3
39 Zellweger syndrome Zellweger ~ Jg iF ¥ 2779
40 Progressive intrahepatic cholestasis,PFIC BITHRIEEIFR LT 751.69
41 Inbon errors of bile acid synthesis A X MAERL LA R 2719
42 Primary Paget disease R WeRk KLl cdb SING 731.0
01 02 Nitroacetylglutamate synthetase deficiency, NAG L R ORf £ A 2 270.6
synthetase deficiency

03 Ornithine transcarbamylase deficiency B ORpL g U B AL A 2 E 270.6
43 Apert syndrome CRIZE= - 755.55
44 Cleidocranial dysplasia Lol T S 755.59
45 DiGeorge’ s syndrome DiGeorge’ s J i ¥ 279.11
46 Homozygous familial hypercholesterolemia &+ FOEMF L H R & 272.0
47 Fucosidosis PREaSEY (BHR) 271.8
48 PAH type PKU combine with Sucrase-isomaltase LAFR RO S E RMER TR L 271.3+270.1

deficiency




I~ RS s ICD-9-CM
R AR (¢ ¢ pREEEY) A
49 Nemaline Rod Myopathy Nemaline &Pk iwp 5 % 359.0
50 Fibrodysplasia Ossificans Progressiva RSN e SN e Y 728.11
51 Menkes syndrome Menkes = JE i ¥ 759.89
52 Fabry disease Fabry * g 2727
53 Prader-Willi syndrome Prader-Willi = Jz i ¥ 759.81
54 Niemann-Pick disease Niemann-Pick =& > & &84 #4547 272.7
55 Tricho-hepato-enteric syndrome BTy iF 759.7
56 Collodion baby L N5, 757.1
57 Harlequin ichthyosis wd b R 757.1
58 Bullous Congenital ichthyosiform erythoderma ke Al AR AR oA e (AR 757.1
(epidermolytic hyperkeratosis ) fRME A MERE)
59 Laron syndrome ( Laron Dwarfism ) Laron = i & g iF ¥ 2594
60 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = Jg & ¥ 759.89
61 Bardet-Bied] syndrome Bardet-Bied]l = jz iF ¥ 759.89
62 Larsen syndrome Larsen = Jg g ¥ (B 4-L X Mo g % 755.8
#)

63 Sialidosis BEFL P A A LR 2727
64 Alstrom Syndrome Alstrom = Jg iF ¥ 759.2
65 Chronic primary granulomatous disease Gl R S B 288.1
66 Persistent hyperinsulinemic hypoglycemia of FHFEL DAL ZEAE LKL R 251.1

infancy (PHHI)
67 Familial hyperchylomicronemia FIEM B FR AR 272.3
68 W A G R syndrome (Wilms' R R mlr s ER Y A 759.89

tumor-Aniridia-Genitourinary Anomalies-mental haEEE (WAGRREEH)

Retardation )
69 Ectodermal Dysplasias thap ke A A g 757.31
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70 Beckwith Wiedemann syndrome Beckwith Wiedemann = Jg i ¥ 759.89
71 Congenital insensitivity to pain with anhidrosis A XM AR RS HE TR 705.0
(CIPA)
72 Wolfram syndrome * DIDMOAD Wolfram = Jg i ¥ 27179
73 Adrenoleukodystrophy ToRihe AR 272.7
74 McCune Albright syndrome McCune Albright = J i # 756.59
75 Crouzon syndrome Crouzon = Jt i ¥ 756.0
76 Thrombasthenia woE R4 R 287.1
77 Schwartz Jampel syndrome Schwartz Jampel = Jx iE ¥ 756.89
78 Fraser syndrome Fraser = Jg iF ¥ 759.89
79 Mucolipidosis A5 B 2721
80 Ehlers Danlos syndrome IV A gH el ¥ %z A 756.83
81 Myotonic dystrophy VU 38 B JE 359.2
82 Congenital Hyper IgE syndrome AXMBELERRY EgpizH 279.9
83 Tyrosinemial I ~ IT ~ 11T RORAFES- A~ %23~ %= 3] 270.2
PEIEOSE QY 12 P FEEF F 00504009072 32 2 TTyrosinemial I~ I~ (Ferehpee - A~ %= 3 ~%=4]) 4 >

porpAc® » F A A5 0206 5 Hereditary tyrosinemia (i @4+ 3 Bikpia g ) ¢ H o

84 Hyperlysinemia By AL R 270.7

85 Histidinemia EOREL W E 270.5

86 3-Methylcrotonyl-CoA carboxylase deficiency 2P AT el AR LR 270.9

87 Multiple carboxylase deficiency MR R 270.9

88 Split-hand/ Split-foot malformation ( SHFM ) AR R Hand:755.58
Foot:755.67

89 Metachromatic Leukodystrophy (MLD ) MLD Jz i ¥ 330.0

90 Campomelic dysplasia with autosomal sex reversal J“&4p % ¥ 7 2 2 {4 %] 47 5] 758.89




' RS ICD-9-CM
e RRER (¢ PREEE) 78

91 Osteopetrosis *EE LR 756.52
92 Carbohydrate-deficiency glycoprotein syndrome BORTY &AL PE R0 JE E 2719
93 Trimethylaminuria L 2717.8
94 Congenital generalized lipodystrophy AXP2EREFERT LR 272.6

Multiple pterygium syndrome e e a2 759.89
95
96 Idiopathic Infantile Arterial Calcification P B 0 d PR A T e 747.89
97 Miller Dieker syndrome Miller Dieker e % # 742.2
08 Medium-chain acyl-coenzyme A dehydrogenase PAbR AR A R A LR 277.8

deficiency (MCAD)
99 Hyperprolinemia B R v 270.8
100 Cystic fibrosis Fo R E R 277.00
101 Pyruvate dehydrogenase deficiency PArEERR T AL 271.8
102 Neuronal ceroid lipofuscinosis A R P AR T R AR 330.1
103 Meleda disease Meleda & & 757.39
104 Neurofibromatosis type 11 AMEgamEEEy - 237.72
105 Alexander disease Alexander * 331.89
106 ACTH resistance RS X = 253.4
107 1 a -hydroxylase deficiency la-2iv 3 2 g iz 255.2
108 Stiffperson syndrome R 333.91
109 Primary Pulmonary Hypertension > PPH T g (0 R 3R 416.0
110 Cornelia de Lange syndrome Cornelia de Lange = Je & ¥ 759.89
111 Pseudoachondroplastic dysplasia Bt FE T 3 > 756.4
112 Rubinstein-Taybi syndrome Rubinstein-Taybi = Jx iE ¥ 759.89
113 Facioscapulohumeral muscular dystrophy SRR E S 359.1
114 Bartter's syndrome Bartter = Jg & ¥ 255.1
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115 Short-chain acyl-CoA dehydrogenase deficiency waa AR @ B LR 271.8
116 Homozygous proetin C deficiency PAFIEF 3o FCaLp 273.3
117 a 1- Antitrypsin  deficiency a 1-#05% §-v 4% 2 g 271.6
118 Tyrosine hydroxylase deficiency g vepe 25 1 4% 2 270.2
119 Aromatic L-amino acid decarboxylase deficiency > E Lo pg g At £ 270.2
120 Congenital adrenal hypoplasia AXEFTIRFET R > 759.1
121 Kallmann syndrome Kallmann = g i ¥ 253.4
122 Bruton’ s agammaglobulinemia gL BT Y 279.04
123 Wiskott- Aldrich Syndrome Wiskott- Aldrich = g iF ¥ 279.12
124 Severe combined immunodeficiency Bt Ag &AL R L 279.2
125 Complement Component 8 deficiency AR = 84 L 279.8
126 Holt-Oram Syndrome Holt-Oram = g iF #* 759.89
127 Hereditary spastic paraplegia B PET L RR 334.1
128 IPEX Syndrome IPEX i iF ¥ 759.89
(279.8,569.89,
259.8,758.89)
129 Williams Syndrome o BT 759.89
130 Joubert syndrome Joubert =~ g iE# ( RIEM ] MpllIng ¥ 759.89
?3)
131 Congenital Interstitial Cell of Cajal Hyperplasia AL x4 Cajal AFFimie 2 &E 5y 750.5
with Neuronal Intestinal Dysplasia MELET R
132 Hallerman-Streiff Syndrome AR LR R R 756.0
133 Kabuki syndrome THLREGEE 759.89
134 Oto-Palato-Digital syndrome Bty () gEiE# 759.89
135 Pelizacus-Merzbacher Disease Pelizacus-Merzbacher =~ (Bt 2 3 4 % 330.0

i)
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136 Charcot Marie Tooth Disease Charcot Maire Tooth * (& 7 }24¢ S5 356.1
XL
137 Cerebrotendinous Xanthomatosis e E B 272.7
138 Darier’ s disease Darier =& (*£ F & i ) 757.39
139 Conradi-Hunermann syndrome Conradi-Hunermann = g iz ¥ 756.59
140 Andersen syndrome Andersen =g EFE (o & ERE T 359.3+
PRR G T agm%) 426.89
141 Kennedy Disease H i g (PR REOE X 5R) 335.8
142 Dyskeratosis Congenita Ax AT 2o 757.39
143 Treacher Collins Syndrome Treacher Collins = Je i ¥ 756.0
144 Familial Amyloidotic Polyneuropathy FIEMERR R S R A Son % 2773 + 3574
145 Robinow Syndrome Robinow * g iF ¥ 759.89
146 Hereditary Hemorrhagic Telangiectasia FdPdie e ¥ HERE 448.0
147 Glut (Glucose Transport) 1 deficiency syndrome J%6s B 5 1B % § #5ds % 4 15 271.8
148 Hyperornithinemia-Hyperammonemia- B OEOREAL E-B 4 i -8 N IR 270.6
Homocitrullinuria Syndrome JE 1F
149 Myotubular Myopathy ] # 359.0
150 Pfeiffer syndrome Pfeiffer = Jg iF ¥ 755.55
151 Pantothenate Kinase Associated Neurodegeneration ik 5 jpr bl P52 40 19 1 {5 5 2719
(PKAN)
152 Hyper-IgM syndrome BAEE Y MEiEF 279.05
153 Nail-Patella Syndrome dp (i) 7 ¥ph g iz 756.89
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P < 253 -9-
Ao o A s £1) oS oM 240
01 Congenital Urea cycle disorders A XK R TR S BRER 270.6 891207 = 2.
961009 2> £ 2 1t Vil

01 Citrullinemia SN VR ) 270.6

02 Amino acid metabolic il B 1 PR I 270.9
disorders(Aminoacidopathies)
01 Homocystinuria B BOVRRLFORE 270.4
Hypermethioninemia B Y RUREL 8 R 270.4

02 Cystinosis I fl g 270.0

03 Nonketotic hyperglycinemia ZEAR B R o 270.7

04 Phenylketonuria F ik AR 270.1

05 Tetrahydrobiopterin deficiency & ke dk Lo 270.1

06 Hereditary tyrosinemia if @R PR s 270.2

07 Maple syrup urine disease WHE FRE 270.3
03 porphyria B 277.1 95/02/06tFF = £ 13 it
04 Multiple sclerosis S MEA R 340021 (891207
05 Gaucher's disease B NRE 272.7
06 Wilson's disease ol 275.1
07 Nesidioblastosis %, 6 A mie R 211.7 93/01/07 &% = 2 4 “ﬁ% A

» B BL6678

08 Amyotrophiclateral sclerosis(ALS) X IR R A 335.20029 (891207
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B 5 A R (¢ + L) B ~4 P Ep
09 Organic acidemias 3 W R 270.9
01 Isovaleric acidemia P AR g 270.3
02 Glutaric aciduria type 1,11 N AR F - > 2] 270.9
03 Propionic acidemia [ B e 270.3
04 Methylmalonic acidemia TRAP R 270.3
05 3-Hydroxy-3-methyl-glutaric acidemia  [3-& 7-3-7 &~ - fn g 270.9
10 Galactosemia L FUE 271107
11 Fatty acid oxidation defect P inpcy 1L IEH ARG 272.9
01 Carnitine deficiency syndrome, primary |/ % [+ F d& 4 Z & 272.9
12 Mitochondrial defect A4 277.9
01 Kearns Sayre syndrome Kearns Sayre = Jg iz ¥ 277.8 891207 =2 18 277.9
950912 =~ £ iz
02 Leigh disease Leigh™ 3 # # "o ¥ #p; % 330.8 891207
03 MELAS MELAS iz ## 758.89
04 Mitochondrail Neurogastrointestinal MNGLE g i # 277.9 921219
Encephalopathy Syndrome FRAEA 5B o O IF
13 Aarskog-Scott syndrome Aarskog-Scott * Jg iF ¥ 759.89 891207
14 Achondroplasia k7 i e S 756.408
15 Angelman syndrome Angelman % j i ¥ 759.89
16 Ataxia telangiectasia R A B B R F 334.8
17 Cockayne syndrome Cockayne * Jx iz ¥ 759.89
18 Duchenne muscular dystrophy F % RS I 359.1
19 Glycogen storage disease SRR AR 271.007
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B 5 A R (¢ + L) B ~4 P Ep
20 GM1/GM2 gangliosidosis GMI1/GM2# 5 & 4 *q it f 330.1
21 Hereditary epidermolysis bullosa vl R AN EX e § 2 757.39
22 Huntington disease(* #-Huntington's ® T HE X SRR 3334
chorea)

23 Hutchinson Gilford progeria syndrome 5 ¥ 259.8
24 Ichthyosis,lamellar recessive Rk b bR (p HEE @) 757.1
25 Kenny-Caffey syndrome Kenny-Caffey =~ Jx iF ¥ 759.89
26 Lesch-Nyhan syndrome Lesch-Nyhan = jz i # 277.2
27 Lowe sydrome Lowe * Jg i 270.8
28 Mucopolysaccharidoses A5 PR 277.507
29 Osteogenesis imperfecta =V S 756.51
30 Pseudohypoparathyroidism Bt m ? R ”!T\ % 3 275.49
31 Rett syndrome THEF R EFE 330.8
32 Spinal muscular atrophy TR X R 335.10
33 Spinocerebellar ataxia FRU PRl R AR D 334.3
34 Sulfite oxidase deficiency LAfa® s L psdd 2 270.0
35 Thalassemia major APt el 282.4
36 Tuberous sclerosis BEH AR 759.5
37 Waardenburg syndrome AE PR OR R 270.2
38 X-linked hypophosphatemic rickets Mgl B MR B R 275.3
39 Zellweger syndrome Zellweger ~ Jg iF ¥ 277.9
40 Progressive intrahepatic cholestasis,PFIC |:& {7 {& 72 {237 P24 7% F o 751.69 900208
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" RRER (¢ 2 FEEEE) o mE R

41 Inbon errors of bile acid synthesis A X PAERL LSRR 277.9

42 Primary Paget dusease ol Rea i e NG 731.0

01 | 02 Nitroacetylglutamate synthetase| ¢ figh iefh & = frdx 2 270.6 900315
deficiency, NAG synthetase deficiency

03 Omithine transcarbamylase deficiency B RpL T vRpp AR R L 270.6

43 Apert syndrome € mF g 755.55

44 Cleidocranial dysplasia E T8 i Sl 755.59

45 DiGeorge’s syndrome DiGeorge s iF ¥ 279.11

46 Homozygous familial &+ FOEMF L HEE L 272.0
hypercholesterolemia

47 Fucosidosis FRmEasEy (BHr) 271.8

48 PAH type PKU combine with LAIFPR RO S E REMER $ T MR L 271.3+270.1
Sucrase-isomaltase deficiency

49 Nemaline Rod Myopathy Nemaline S vt 5 % 359.0 900612

50 Fibrodysplasia Ossificans Progressiva tCACK e AN E RSN 728.11 900710

51 Menkes syndrome Menkes * Jg iz ¥ 759.89 901018 = % 1 #5275.1

9212194 2 1t

52 Fabry disease Fabry =g 272.7 901018

53 Prader-Willi syndrome Prader-Willi % Jg iF #¥ 759.81

54 Niemann-Pick disease Niemann-Pick = g » & B&8+ 7 & 272.7

55 Tricho-hepato-enteric syndrome ERlaats B 759.7

56 Collodion baby A va 757.1 901213

57 Harlequin ichthyosis sd b R 757.1
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S ﬁlﬁi%ﬁ- (P 2 WFTEL2Y) B R
58 Bullous Congenital ichthyosiform ket oA (R ARFLELER 757.1
erythoderma ( epidermolytic JE )
hyperkeratosis )
59 n syndrome ( Laron Dwarfism ) Laron = 4 & & i 3% 259.4
60 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = j iF ¥ 759.89 901213 = 4 1~ #5272.8
9212192 2 i3 1
61 Bardet-Biedl syndrome Bardet-Bied] ~ g iz ¥ 759.89 901213
62 Larsen syndrome Larsen = Jg i ¥ 755.8
(BFA-A 2 o) g ig#
63 Sialidosis iy a3 272.7 910412
64 Alstrom Syndrome Alstrom = Jg i ¥ 759.2 910806
65 Chronic primary granulomatous disease |/ 3 {2 12 5 "Ep 288.1 910806 = & i~ #5279.3
921219 £ iz
66 Persistent hyperinsulinemic hypoglycemia |4 5 1.2 S2 3] % § & 38 & ~ i 15 $E 251.1 910806
of infancy ( PHHI)
67 Familial hyperchylomicronemia FIEF 5ROk R 272.3
68 W A G R syndrome ( Wilms’ REE R El s BER Y A RR 759.89
tumor-Aniridia-Genitourinary EEH (WAGR R FH)
Anomalies-mental Retardation )
69 Ectodermal Dysplasias R R SR I 757.31 911113
70 Beckwith Wiedemann syndrome Beckwith Wiedemann = jx i ¥ 759.89
71 Congenital insensitivity to pain with AR MR FARRLESEETRE 705.0
anhidrosis ( CIPA )
72 Wolfram syndrome » DIDMOAD Wolfram = g iE % 277.9
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B 5 A R (¢ + L) B ~4 P Ep
73 Adrenoleukodystrophy E s ”ﬁ&’«‘&v‘é AR 272.7
74 McCune Albright syndrome McCune Albright = Jg i ¥ 756.59
75 Crouzon syndrome Crouzon = Jg iF ¥ 756.0 911113 = 2 X 75 755.55
921219 =4 iz &
76 Thrombasthenia wo EE AR 287.1 911113
77 Schwartz Jampel syndrome Schwartz Jampel = Jx ix ¥ 756.89
78 Fraser syndrome Fraser = Jjg i ¥ 759.89
79 Mucolipidosis A% B 272.7 920613
80 Ehlers Danlos syndrome IV A BH SR ¥ 5 e 756.83
81 Myotonic dystrophy VOB 9 E R 359.2
82 Congenital Hyper IgE syndrome A MR LAY ERpiz# 279.9
83 Tyrosinemial I ~ 1 ~ III feiehpeE d - A~ %2 A~ % = ) 270.2 95/09/12 % =~ & #I'f &
» B8 0206 78
84 Hyperlysinemia ®HLE AP R 270.7 920613
85 Histidinemia REL W fE 270.5
86 3-Methylcrotonyl-CoA carboxylase ZUATEMEPFAKRMERSLE 270.9
deficiency
87 Multiple carboxylase deficiency MR e LR 270.9
88 Split-hand/ Split-foot malformation A+ hand : 755.58 [921219
(SHFM ) foot : 755.67
]9 Metachromatic Leukodystrophy (MLD ) [MLD g iz ¥ 330.0
90 Campomelic dysplasia with autosomal sex |“&4 3 5 % 2 % {2 W] g7 if] 758.89

reveral
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B 5 A R (¢ + L) ot 4P ¥

91 Osteopetrosis PR R 756.52

92 Carbohydrate-deficiency glycoprotein BRI B Ak 2R e g 1F FF 277.9

syndrome

93 Trimethylaminuria LEy: ¥ 277.8

94 Congenital generalized lipodystrophy AX P2 EREERET LR 272.6

95 Multiple pterygium syndrome P EROTE 759.89 930329
96 Idiopathic Infantile Arterial Calcification |43 |+ 58 ¥ *% Al it g 747.89

97 Miller Dieker syndrome Miller Dieker g ik ¥ 742.2

98 Medium-chain acyl-coenzyme A LR Wi 277.8

dehydrogenase deficiency (MCAD )

99 Hyperprolinemia B IRpL o e 270.8

100 Cystic fibrosis FopRAat R 277.00

101 Pyruvate dehydrogenase deficiency PAkEE B R E fRAE L g 271.8 930824
102 Neuronal ceroid lipofuscinosis AR AR T R ROR 330.1

103 Meleda disease Meleda § 757.39

104 Neurofibromatosis type 11 A SRR FE R 2 A 237.72

105 Alexander disease Alexander * J 331.89

106 ACTH resistance TR A Bt 253.4

107 la-hydroxylase deficiency lo-23 it fa 4k 2 g iz 3 255.2

108 Stiffperson syndrome R 0F ¥ 333.91

109 Primary Pulmonary Hypertension » PPH | J 3 4.5 #5 7% 3 R 416.0

110 Cornelia de Lange syndrome Cornelia de Lange = Jx iF ¥ 759.89 940314
111 Pseudoachondroplastic dysplasia e T i S 756.4
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B 5 A R (¢ + L) ot ~4 P Ep
112 Rubinstein-Taybi syndrome Rubinstein-Taybi * jx iF ¥ 759.89
113 Facioscapulohumeral muscular dystrophy [o & " 323v% % 3 359.1
114 Bartter's syndrome Bartter = Jg iF ¥ 255.1
115 Short-chain acyl-CoA dehydrogenase BB AR & FRA LR 277.8
deficiency
116 Homozygous proetin C  deficiency PAFIEF o FCH L 273.3
117 ol- Antitrypsin  deficiency ol-$i% F-v fiFdk L 277.6
118 Tyrosine hydroxylase deficiency i vepl 2 1Y fe k2 270.2
119 Aromatic L-amino acid decarboxylase S h % Lol pasprn st A psdk 2 g 270.2
deficiency
120 Congenital adrenal hypoplasia L X T BJj’L%}F‘ EIE 759.1
121 Kallmann syndrome Kallmann = J i ¥ 253.4
122 Bruton’s agammaglobulinemia AN ML A TR B 279.04 940907
123 Wiskott- Aldrich Syndrome Wiskott- Aldrich = JE & # 279.12
124 Severe combined immunodeficiency Bt Ag & Al A LR 279.2
125 Complement Component 8 deficiency A= 84 L 279.8
126 Holt-Oram Syndrome Holt-Oram = Jg i #* 759.89
127 Hereditary spastic paraplegia B EE e $ET R 334.1
128 IPEX Syndrome IPEX g iz # 759.89
(279.8,569.89,
259.8,758.89)
129 Williams Syndrome R R BT R F 759.89
130 Joubert syndrome Joubert =~ jJg i #E (RIFEM | PRBIIVE T A ) 759.89 950206
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" RRER (¢ 2 FEEEE) o mE R
131 Congenital Interstitial Cell of Cajal A Cajal A FEmre sl 2 & HEH Ko 750.5
Hyperplasia with Neuronal Intestinal wTRA
Dysplasia

132 Hallerman-Streiff Syndrome APE - ALR A ViR 756.0

133 Kabuki syndrome B LR iR 759.89

134 Oto-Palato-Digital syndrome B3y () g 759.89

135 Pelizacus-Merzbacher Disease Pelizacus-Merzbacher =~ g (1528 3] PoA i 330.0
)

136 Charcot Marie Tooth Disease Charcot Marie Tooth = J& 356.1 950912 &2 iz x ? = %
GEF A St X 5 )

137 Cerebrotendinous Xanthomatosis FalEM T B 272.7 950206

138 Darier’s disease Darier < g (= % & 15 ) 757.39

139 Conradi-Hunermann syndrome Conradi-Hunermann = Jg i ¥ 756.59

140 Andersen's syndrome Andersen < g iz ¥ (o & A E I R 359.3+ 950912 > 2 i3 x ¢ = %
JEEHE A A E ) 426.89 B P Jh AR

141 Kennedy Disease H 1B 3 g (F R B ep *{‘Fﬁ‘}i) 335.8 950912

142 Dyskeratosis Congenita AX AT 2R 757.39

143 Treacher Collins Syndrome Treacher Collins = Jx iF ¥ 756.0

144 Familial Amyloidotic Polyneuropathy FIRIAR A TR G A S % 277.3 + 357.4 1961009

145 Robinow Syndrome Robinow = Jg i ¥ 759.89

146 Hereditary Hemorrhagic Telangiectasia [ @4 3 & 40§ #5%RE 448.0

147 Glut ( Glucose Transport ) 1 deficiency|®oxs ¥ BIR ¥ § )r}%is?lzi&.i =) 271.8

syndrome
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i mRER (ﬂéﬁaié%%) ol AERE
148 Hyperornithinemia-Hyperammonemia-Ho | % 5 *<fi& 5 JE-8 & » Ji-B /N 'Sk o o iF 3 270.6
mocitrullinuria Syndrome
149 Myotubular Myopathy el B R % 359.0
150 Pfeiffer syndrome Pfeiffer = jg iz ## 755.55
151 Pantothenate Kinase Associated R Sl R R L AR KL e I 277.9 970131
Neurodegeneration (PKAN )
152 Hyper-IgM syndrome F% LB TR e Mg F ¥ 279.05
153 Nail-Patella Syndrome po(a) ™ B g 756.89

R3L 0 LiFL § 3¢ 01/8/30 2 $iﬁ$%%i«$@§m$3¢ 0 020317 22 F A o N A
2ORBAFFHABATZ WL AFEBL? EX R L2 ARABRIMF -
BHHLFRNRE A A I AAFL AR LR g%%%t»ﬂmv@rﬂﬁm’—wﬁﬁp%wﬁﬁz "o B2 REEFH ()
PRBEYF2op o FREBPRIAF R, > T+ 47 and,
$¢144-150 7 %4 fF2 F 961009 =4 > & B 961206 JcF|4 5 4 2

»
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