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http://www2.mmbh.org.tw/ssd/little.htm
Biple K F -] o] A QBEE AL G RIFE B AL
TEL: (02)25433535-2489

http://mylittlebaby.idv.tw
PR F B ol o) A ST F R TR B k] e
04-2325-2406

National Library of Medicine Genetics Home Reference
Achondroplasia

NCBI Genes and Disease Webpage
Achondroplasia

Human Growth Foundation
Phone: 800-451-6434

Fax: 516-671-4055

Email: hgfl@hgfound.org
www.hgfound.org

Little People of America (LPA)

Phone: 888-LPA-2001 (888-572-2001); 503-846-1562
Fax: 503-846-1590

Email: info@lpaonline.org

www.lpaonline.org

MAGIC Foundation for Children's Growth
Phone: 708-383-0808

Fax: 708-383-0899

Email: mary@magicfoundation.org
www.magicfoundation.org

22



EONE L ¥ 513

L LR S

ke
3 g %&ﬁw}ﬁ:(Huntmgtons chorea) ¥ — AR &1+ @ chfd 5T 1 M 5 o
=5 m{ﬁ | B d Fio% 7 Ad & 1872 £ wrdR 2 ,tl,}t;;fg:wﬁr@}xm:z R H N
LERERGES T (FEE )i s LRI 5 g P

#
'
TR G ORER TN A A

Lo#

S EE R E BRI KTl § 8020 26D 92
}ﬁsfﬁiﬁ JR A2 T e A EZI%ﬁiffﬁﬁ’i%féﬁf,f%‘ AL RV NP
LY \p”%ﬁra/z %2 A (Westphalvariant)oﬁ"#,é;’}—“k%ff}fﬁ’Jﬁsﬂ*{,ﬁﬁiéj )
f%mlﬁ%*’ ,- "»“’

2. AR DTS A 7SR AT R K
(DEF = 5

B S gt ARk B 4 B it 4 (saccadic eye movements) PHRER
R R TR A e T T E AR
ﬁ@%%ﬂ(mmmmw’@ﬁ@ﬁﬁ%&%%@g%ém%@ﬁﬁ’#ﬁ{
3] IR o

%w&mﬁﬁﬁ§¢lkﬁ 2B Ao @ EEFHAEDE
v ook 7 SRS ¢ ’:,ﬁ& Pﬁﬂéﬂ g,a 7 # &% (bradykinesi )
i® (dystonia) FA L HRAATSIEDE ¥ At £ A
B E ch g (70 i g 2 Uik 4£#§Foﬁﬁmiﬁakﬁg§
ﬁXF#’FEvEﬁ}A &J.,Jgf B#’J-«é J\.%}é;lrrj o &\F[P‘SA
¥ F B 4 PR N g o P N E B IR AR AT A eEp 3R Hf;

i
S AE A (RArEFZ AT DB gk B AE A 3 R L E R R
¥roawk4 B AR ITL A F & B (myoclonus ) % g3 (7 (seizures ) e

Q#FH 75 > &

HA T PR KRR 0 B A R L P L g AR
23



R F - e B4 LA m),% AR - e b e A (7GR Bk R
?ﬂ’&?imﬁiiﬁ%%&mmwmw~gﬁﬁﬁﬁoﬁkﬁ%m?u{
Bl b g F FE - fﬁp?%ﬁﬁﬁﬁﬁoﬁﬁiiiﬁf
L e £ E (major depresswe d1so der) e ¥7iR% > g (mania) é"g

g o

R S W e N LR R S R %&ér\jl’ﬁ REN
FRWE 2 PRSI G AR ?fﬁﬁguwﬂﬁ’* B Ak
AT L OAE A zé‘s“f(apathy) Ao A TR ERT R KZ wH

(3)%r e B 4L

F 37 AR g 40§ ] R R e G PR SR A A
e A v ﬁi@»%@‘“ﬁi BT AR (subcortlcal dementia) » AR A K

Beie A~ Zwap 4~ HET4 Zfedhan 4 R A ’mﬁizﬁgg&'&r—‘ giﬁ‘?ﬁﬁ“o
m Ak [Iiarﬂlé‘ﬂp ’“Lr}im;:xff'ﬂsb Fﬁgxiﬁ—;?‘
poen

% ﬁﬁfa}&t"n:)i rﬂfl%/— BLE AR B (caudate nucleus) 3B
(putamen ) =4 1§ = ?mpe&ﬁ%ivi 2R m”m Fj% 5 Aty 1] (corpus
striatum, & 3% 7 /21‘*5 %) m-g Rl R 1 %Y}\ mZO%’ PR 2
Wofg ~ rARfc @R BE ~ 2 ik a“i #fﬁﬂ?fﬁfﬁq Com R R e ﬁ‘«% 4
E S 752 2 AR T .

ATFIRE
7 A B RS A2 F3Y huntingtin 2 %1% - ¢t 3 (exon) p 0 CAG = ¥ &k

J

B3| EAF 8 R Pk ATid & e huntingtin A F1 23 % v {4 § B ERFIT R o

i % & Huntingtin £ ]3] (allele) » ﬁP\mCAGfﬂ“é‘?ﬁ e p §0 3 30 B
5 RAEAFED A0 40 BRERR gm0 oy AP EAF enlicp 430 36 T
30 B EF - IRV Ay g’?[ﬁa’ﬁfiir\l B oew B P /?%:“30;LJ35F§? BE AR
LRI @ T - .A«E%’ﬁ@m FlHch T A g R (AHE A RS
:F*]z F Y D R miﬂét—,» ,k%gmp o e iTFk F ,luzfg,;};;n]g(g LL,S'__,{fEi%4E
IR % L 5 ”Anticipation” FIEAF i D 2Rk 2 H o E s AR

ﬁiﬁﬂiﬁﬁﬁﬁﬂ’mﬁ&&#ﬁﬁi’%@&ﬁa@#’ﬁ#%%w%
Tt A B OB S £ g e p ¥ R 60 11 1 o

B
B E AR PR L B R 8 4 ]
‘-"J‘E‘r’ﬂfﬁ-"'elﬂﬁﬁ ,5%1'_7"’3 P’s;‘#j\;//\@’?mlﬁ% A FE- o
P C e AR TR L RE e LS DL
U 1 5 " i R RS P R BT 6§ R T © e

WO FRRINEsyE LER T ™ iﬁﬁﬁ&t‘ér}ii"iiﬂﬁ BEThE - o p @
huntlngtm A TN CAG = PR A F L AF 8P hip] LA B G 2Reb 72 32 o



e R

R TARGED T 0 PRI R OREL LR R & 2001 £ 8 P h
Neurology 238t & § — o @ 7 347 % 8 % 7 HREGE R ¢ PIRAESK 0 U
3O PIGAR BN f fF coenzynme Q10 % - & NMDA % % B 1540
remacemide ¥+ % 7 A EEE AT A GLEEER o L% FRFEP L
G DRRAE R 0D o R BIRY B chp B30 B0 18 hd Bk
Bio BEARA BB IR E PR P ARG @ * coenzyme QIO
PR IR R EH T AR o ¥ - 2 g d 30T 7 RS A T B
PATA| st 2 0 5 F R bbb ) R ] LG amck o RLER g
caspase inhibitor minocycline, creatine, lithium, ethyl eicosapentaenoic acid,
cystamine, bile acids,%* inhibitors of transglutaminase % -

BOEAGE R G 0 BT LR B R 08 ) Pl A s # 4 (typical
neuroleptic) B 3% 5 F i PCiE T 7 M AHEME R B NA B o RS In R PR
g ¢ 35 EORM FE U Amantadine 0 F? ¥ MRZE $ tetrabenazine 0 % 2b2 7|
FufE A ﬁf‘a%#ﬂ olanzapine o R i & L i chps 4 ¥ iy § 1§ T IR E G F ko
EE P R BB (SSRID ¥ RS Hd 2 %~ B 2 BE sk o
Jrid (carbamazepine) % Jgic % (valproic acid) ¥ & B 7 % ek 7~ 5 §es o

25



SRS F AL

e LR QL RREF LTI
% 52

s
ELES

poAEHE % E:‘:(Kabukl syndrome)g L4 1981 Ed A Zp AEEET A
(Kurok )% #7 ' (Niikawa)3F 4 ~ fi Nllkawa Kuroki syndrome (2 #-37"' =
= 5:) —/ﬂ Vbl’ :\.:' aR r‘]&ﬁ—# #‘iﬁm’«‘ﬁ‘m#%ﬁ;;’ f&lg\ﬂ v U«g}\;?},,\7 Bﬁ;—g-‘_—(%"
AP AECHE GG E B & % g (Kabuki make-up syndrome ) e

P *%’Aﬁm%&k— AR ZERA R ¥ HIRG T Ak (- )5 3l
¢ 3wk Pk E%’;’:J(long palpebral ﬁssures)(lOO%) < ¥ % ehA i (large
protrudlng ears) ~ TP A P RIZ A2 - F OPRPRY Pa%li(ectroplon eversion of the
lateral one-third of the lower palpebrae)(98%) ~ %*5%2) e /p =+ (arched eyebrows) ®
HRIZ A 2 - WA R L G u,,(88%)‘w;,if;¢$m9}\ }aﬁi’(mlm_ﬁ_&
(depressed nasal tip)(79%) ~ # = 18 1 (85%) ~ T ¥ $#-] (micrognathia) ; (= )#
BB A e E Uk )(brachydactyly) C M SRR - NI ﬁi—'@:.‘.’ i
%(clinodactyly)(89%) ;ﬁﬁﬁ? 512 G R ¥ 2 A 4L $* (scoliosis)(49%) ~ 7 ¥ I IR
e E A () R EF L F R i} i %Iﬁi.i(digital ulnar loops)# 4 ~ 45 = #&
F % ¢ & d (digital trlradlus c, d)dt > ~ NIRIp B = HEd 2 be & ced (mterdlgltal
triradius be, cd)fr ] fp 3 H X (hypothenar loops) ﬁx#‘w%m“’ = bﬂ#ﬂ % # (fetal
ﬁngertip pads):}fr § 3 2(75%) 5 (2 )ﬁr;,L PR 2R TR IQ ¥ . 50-62 >
e 4 DR E AR AT 5 (1) F@;(*Wﬁe—ﬁu
ﬁl' )(73%) o H s & @ b T EE Y “a 455 % *% 35 (high-arched palate) & "5 7 (cleft
palate) ~ & %l (cleft lip) ~ 7 #v2 & “L ’7 &. A5 %\ ‘4 2o~ T ”L(lower 11p
pits) » £ ® HHou B [Iig(—lzr"lfn” ?L\‘{f," YA F r}srﬁa\,ufj"\ﬂt,g AT
A5~ EATE ~ & B R R E”‘% L:L,"LE“;*_?E_%’E}??%Q’#‘!};T‘.,E
KB R oep MEA }i(hypotonl a) & B JE (epilepsy) ~ £k & F] ¥t (feeding
problems) ~ | E;T JE (microcephaly % 30- %) 35 (33%) 2 P Ik A AR
(strabismus) ~ %5 =g 7 5 £ ?f(%ﬂ” £ pE AL ,cE) d ’“ﬁ LR s f#ie s
’i‘uﬁﬁj‘j’#‘%#m"ﬂki FREIFEEY Y LRy 4‘“"“"(’%&’”‘?
R R T A D R oo

M|

gwmw,
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(Variable expressivity) °

RAER T

PO L L B L R o e L2 2 4 AL E
BAL e 3 5% - E TG D] o d R el g Aded 2
IR I RFHRORRE D S L FEA R RABL DL B2 S
B o R P bR R

i
=
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RALE s 83 ek LN £5 55 LERS AP

m/r}%
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'“'f‘?ii—,aﬁ.f’w Pe] 3Z(F - )y A e o8 50% 0 F AR
FaN N e T {25 & > R TR LT R A (L P
72 78 fn¥e (germline cells)E_F 7 4572 3] % % (mosaic mutatlons)rr!
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= A F R Rgp2 R FEIAR

%F&ﬁﬂﬁ_‘%l‘%%?iﬁ@j;?ii

ARl s R E XL ES g He R TEEPRE VL TR H
PR e # FRB SRS SHIT o X RA ;’Jﬂ@'%“&(collagen)
SRV E 2N SRR &ﬁ&&im@o%lemeW Frig

ISR S EL R BRI A S kA Lot S R A
VAT BT R BB o A HEen % o h $rend ek »]J:(productlon and resorption) > m
ER=S SF T R i ﬁe ok ko g F]vh A F1F @ % A5 (remodeling) ©

4 % invz(osteoblast)d & F 2 A4 @ F FFIM o AL K- AW HRD
o & & (procollagen type I) > ¥ 4 % % f&4= B - 4r osteonectin ~ osteocalcin
proteoglycan ~ alkaline phosphate . ﬁ1§ % o v ¥ ¥z (osteoclast) ] 2 & # FH 2 o
A o A SR MR R RS R Tk o

%fw%?pf‘ﬂlﬁvaé« ad e A U*"'%%F'“F’%;’ﬁ e
AR R o Rz AR g it g (cross-link)?) = L fE T2 HE o

Y G - AR S0 859006« R ¥ Ak
SR BT v RSB E S Y RAL A AAEA § 9905 cdT e 85
/m@ﬁ¢%Vé,fﬂﬂiiéi:m@Wﬁ*ﬁﬂ°*“”“@%ﬁﬁ”
FRATT 2 8 R0 @ TR BRI B RS G R R o

= % % 2 Jx(osteogenesis 1mperfecta))‘ et Lr%(brlttle bone disease) & %
T4 - Fe‘.}’ jﬁ‘ ¥ 28 I 33 3 ;;wﬁr #2350 2 A 2R EFE - AR R
‘E—ér—lﬁ% FOAFA - o F - AR RS &(procollagen)rl & 35
w5l i—H;tauE;az Foo pa R 2 F - L0 483 1000 B F A&
o 2 Gly-X-Y 22X B 5 m = o COLIAl A F] i34 d %ﬁ 17921.3-q22 »
COLIA2 A F]=* 24 ¢ 4879221 + - P R L FIRF TP A2 AFIRE » &
CH MR - P L B
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A5 #ig- 5 Tk AR
I ey EABE S FEW IRASE I ARAT -
. pi‘ﬁpw1§#7'ﬂ'§'&"1‘°
a
EHFFET AR
Ib

il Sl B ﬁ%«ﬁﬁ’EWﬁw "ﬁﬁLﬁﬁ%ﬁ;
PR ) | PR S T A RSB o AR BBE o
M (PR g | RERTR 524 w2 d 3 #4744
Pl ()| BFRFER A% A RR
7 ] o

)

S

IAVARE X eti gt BRERAR T %- ~ %32/
IVa -;ﬁ’ﬂ‘—liv%)%—;ﬂ }_‘:}fr_o
Vb 1S EE T 2

>R 2R AR AR T Xk A T R 2 LT i
YT LY R Py S PN
Dual -energy x-ray absorptiometry(DEXA) & g % ?}i ¥- AR RBEEAFIRE
ZIRIBREY - I PEE R BRGNS 2 o 2 A F 2T FF e
ZATAZR AR AT F LR g d e F 3 2op R - TR
B 3"Bi°ﬁﬂm7v PREEAT Rkt ¥ARARAS 17 2 LB 2 HiTREZ

EU T ¥

j‘]zmﬁsﬁ’#&)%" 5 Bd b~ ’5131_5-3:‘1’9}:”}5 $€F 37 XJc.&;'—rFLEL*
R ﬁl?\ ERCE N A Pam1dronate30mg/m
%“%%1’4®ﬂ—ﬁ°ﬁmﬂfb X%Kﬁgﬁi@5° A &2 3 SRR
PR IR T A R AT o A Y 0224 gms/om2 Kt X 0382
gms/cm?2 » Zscored-53<iﬁ}4 1.3 P wmw g | ¥ *g’ﬁdz RV -2
oo T BRLEZAISNF 2 &;ig_dz TN TG R e L,gwg‘.@kﬁ&
REFL HIT2 A FEEE j g hE b p dR M-k kL 2
FLE)

el o XF A 2B pPEHL L > A FRFAEF BT BTG
A L RN TR T T B R g e T
# @ $r ~ ¥ 47(rod fixation) » 4c 33 &7 {+ o pamidronate & £ & * N 3
R dmt L E s > #7142 2 F F a0 Brumsen (1997) Bembi B (1997)F¢
Glor1eux FH (1998) B 4% % 12 pamidronate m Ko 2 2o o Sw e

I RO S LRI T B T pamldronate AR B e X HA
3°LI;’%%“’;§*"¢’§‘7\ iﬁ%‘* %il“flé’*a’?ﬂ F'&l‘rﬁi‘ffié/??*ﬁg’
FAEHE o r 7 p o mﬁ« f7enig * > 2 %5 Pamidronate 30mg/ m’ %* ‘\/}?
R ’-&’3—:'(0 '?"”nyi-’f-xﬁ'%”g@ fed ™ o @ d A g i
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*92.5.2. 2\%%%7}%_)%:151&% rﬁﬂ'}iﬁrﬁlr}‘ﬂ*ﬂzzj i—ﬂ-rf'v? AR i‘ﬂi
-mgr TFELR }ngﬁ,rl%f'#w/;JL%rgﬂ A2 HE o AGpFER A DL
2P Az *

-~ FPF-owgr TF L e 2 Zd: | 2 2.3FV 3 . Levocarnitine
x5 hahdomlde (i 2H? 5oLz 52+ \;g)

S AT g F ELF FalFivk E ik Ji% " citrulline, oral solution, 1 g/10 ml |
Wi%ﬁ’ﬁﬂ&m %= 43 7 citrulline 4 £ 5142 % R AR ¥ 2 B 5 4 & (%
FrHEY 5L-0)

PO2ILIB. & LATNE - MG F AR 0 R A L F BT A
FEBLE-FRE*FLAERFIcE B2 FL0H HE 2§ Rk

- AT - B TR AR B IGE BE | 2 BEFT E O Risedronate (i}
BLEY B L)

I

CATHRE =R T FE AR }ﬁal‘ﬁmﬁ e r 2z % &> w4 iT Bosentan, 62.5
and 125 mg tablet | 3 _,E}@}ﬁi,? TR R R R 28 A 4 L H
AJE ~ b Bk 55 },%' KL 2 Bﬁ?ﬁv’“\rs L@J ; '—Laromdase 100 units/ml
solution for infusion | E)@ fja 2 Tak % pEik A e N '—Tretlnom soft gelatin
capsules 10 mg | if B 5 " &5 %%{F}WL}%J(lTI,7E6§;J__\\Z¢ .
L
=R TELRBILE B E | 2 # 5 T Tetrahydrobiopterin (BH4) 50
mg/tabJ HE ( rfl* rEY RS L4 )e

S BEREFTE LRGBS E B2 2 # T Diazoxide | if e > | persistent
hyperinsulinemic hypoglycemia of infancy (PHHI) J(ErE? 52 LeE)e
-12.12.04. ;}%i‘g;q EL)")?% Ry SR AT ) N A R A
A2 F %
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(el

Frie

FRAR L

H

RN Y PENY TR R S B BN B b (B 15 L AT #:92.12.25)
¢ 2 2
; A A (9 % s f;,;g%) 2L R

01 Urea cycle disorders PR VR B P MR R 89.12.7 =4 g *
01 Citrullinemia JAVREE & 89.12.7 =>4 i

02 Amino/acid r.netab.olic dis?rders Segh A # 80.12.7 2 4 3 »

(* # Aminoacidopathies)

01 Homocystinuria % B OREL AR 89.12.7 =4 if #

1 Hypermethioninemia % 7 AUIREL 8 R 89.12.7 =>4 if *
02 Cystinosis B VRFL T 89.12.7 = 4 i
03|  Nonketotic hyperglycinemia ZLRR 1R A Rl 89.12.7 & 4 i *
04 Phenylketonuria F SRR 89.12.7 =4 g *
05| Tetrahydrobiopterin deficiency & ghvheb a2 89.12.7 = & ig *
06 Hereditary tyrosinemia B R R 89.12.7 =4 g *
07|  Maple syrup urine disease WA AR 89.12.7 =>4 g *

03 Hereditary coproporphyria LR A 89.12.7 =4 g *

04 Multiple sclerosis S A 89.12.7 = & ig *

05 Gaucher's disease %2R 89.12.7 =& g *

06 Wilson's disease 2 ER 89.12.7 o4 if *

07 Nesidioblastosis A g 89.12.7 2 4 i *

08 Amyotrophic lateral sclerosis o S s 89.12.7 2 2 i »

(ALS)

09 Organic acidemias TR R 89.12.7 =& g *
01 Isovaleric acidemia B AR C R 89.12.7 =& g *
02 Glutaric aciduria type I, 1T NP g ¥ ~ 24 89127 a2 i
03 Propionic acidemia P e 89.12.7 =>4 i *
04 Methylmalonic acidemia TAPC pA R 89.12.7 =>4 g *
05 3-Hydroxy-3-methyl-glutaric 3EAIT AN AR |89127 A% e

acidemia

10 Galactosemia Lt g 89.12.7 = 4 if *

11 Fatty acid oxidation defect LR S TR Sy 89.12.7 =>4 g *
o1 Carnitine deficiency syndrome, B S 80.12.7 2 4 3 »

primary




R

RE AR e (¢ o @RTEES) 2L pEE
12 Mitochondrial defect SRR A 89.12.7 =& g * -
01 Kearns-Sayre syndrome Kearns-Sayre = g iz # 89.12.7 > £ i * o
02 Leigh disease Leigh = & & %o ¥ p % 89.12.7 & g * o
03 MELAS MELAS g & ¥ 89.12.7 =& * o
Mitochondrial Neurogastrointestinal | MNGIE i iz # 4= 58 44 5 5
04 Encephalopathyiyndrome ”; ol % . JE nf%:: N 92.6.13 =2 A7 -
13 Aarskog-Scott syndrome Aarskog-Scott = i i ¥ 89.12.7 & g * o
14 Achondroplasia wEBEYT 2R 89.12.7 & g * o
15 Angelman syndrome Angelman = g i ¥ 89.12.7 =& g * -
16 Ataxia telangiectasia RO e F PR SRR 1F 89.12.7 > & i * o
17 Cockayne syndrome Cockayne = g i #¥ 89.12.7 = £ i * o
18 Duchenne muscular dystrophy REp 2 X 89.12.7 =>4 g * o
19 Glycogen storage disease SFE Y ﬁ“ JE 89.12.7 =2 ig *
20 GM1/GM2 gangliosidosis GMI/GM2 # ‘g & g igffe | 89127 =2 @ * -
21 Hereditary epidermolysis bullosa R e S EX e 9 3 89.12.7 =2 i * -
b3 Hutchinson Gilford progeria PR 89.12.7 24§ * -
syndrome
24 Ichthyosis, lamellar recessive (8 f;fj; i‘ ?gwl ) 89.12.7 =& g * -
25 Kenny-Caffey syndrome Kenny-Caffey g i ## 89.12.7 =2 4 * o
26 Lesch-Nyhan syndrome Lesch-Nyhan % g i 3 89.12.7 =>4 g * o
27 Lowe syndrome Lowe = i iz ¥ 89.12.7 =2 ig *
28 Mucopolysaccharidoses % pr 89.12.7 =2 i *
29 Osteogenesis imperfecta SR 89.12.7 =& g * -
30 Pseudohypoparathyroidism ek 3e Y 89.12.7 =& i * -
31 Rett syndrome RN A 89.12.7 & g # o
32 Spinal muscular atrophy AR X MR 89.12.7 =4 4 * o
33 Spinocerebellar ataxia PR R AL D 89.12.7 2 £ i * o
34 Sulfite oxidase deficiency Lrpe @y Cprak L 89.12.7 =2 4 * -
35 Thalassemia major EAAFEE T 89.12.7 & g * o
36 Tuberous sclerosis LA g 89.12.7 & s * o
37 Waardenburg syndrome 1F R g 89.12.7 =>4 4 * o
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R

BB AR e (¢ o WEEEEL) &P E
38 | X-linked hypophosphatemic rickets | 1218 i# @ 3] Mgipt B igg | 89.12.7 =2 @ * -
39 Zellweger syndrome Zellweger * g i # 89.12.7 =4 ¢ * -
Progressive intrahepatic cholestasis » | , o 89:1;2,'19 SRR
40 PFIC AR FIEMEIFN RS F R | BT i9.12.7 A=
89.12.19 24 i * » &
41 | Inborn errors of bile acid synthesis AR PPERL £ SRR i 89.12.7 A2
¥ oo
89.12.19 24§ * » &
42 Primary Paget disease V3o SR ST NG EimI 89.12.7 Axi
¥ oo
01 Urea cycle disorders PR R TR SRR R 90.3.15 = 4 A7 -
Nitroacetylglutamate synthetase
02 deficiency, NAG synthetase L fRR £ Sk L 90.3.15 = & 73
deficiency
03 Ornithine transcarbamylase LML T ARAM A L r | 90.3.15 22 AT o
deficiency
43 Apert syndrome LRI 90.3.15 = & ATH -
44 Cleidocranial dysplasia GRErETREY 90.3.15 = 2 AT -
45 DiGeorge's syndrome DiGeorge's JE iF ¥ 90.3.15 = & ATH -
16 Homozygous familial F &3 FoRME AL 90.3.15 22 374 -
hypercholesterolemia
47 Fucosidosis oSSR Y (BHR) 90.3.15 =~ £ &73# -
48 PAH type PKU combine with ~ |% 3| ¥k R & B RAEH B & 5 00315 2 2 37 -
Sucrase-isomaltase deficiency W pE 4k 2L
49 Nemaline Rod Myopathy Nemaline Sk s@p o % 90.6.12 = 2 RT3y -
50 |Fibrodysplasia Ossificans Progressiva BEFEA el 90.7.10 = 2 7734 -
51 Menkes syndrome Menkes = Jg i 3 90.10.18 = 4 A7 -
52 Fabry disease Fabry =& 90.10.18 = & 73 -
53 Prader-Willi syndrome Prader-Willi = jg i% ¥ 90.10.18 =>4 773 -
54 Niemann-Pick Niemann-Pick < » & #2644 i 90.10.18 = 4 A7H -
FE
55 Tricho-hepato-enteric syndrome B P 90.10.18 = 4 A73f -
56 Collodion baby A ND 90.12.13 = 4 A7 »
57 Harlequin ichthyosis wd b R 90.12.13 = £ 773 -
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BB AR e (¢ o WEEEEL) 2&pPE
58 Bullous Congenital ichthyosiform Kie AR M A SRR e AR | 90.12.13 2 % 37 -
erythoderma
59 |Laron syndrome (Laron Dwarfism ) Laron * i} i@z g 2% 90.12.13 = & 273 -
60 Smith-lemli-opitz syndrome Smith-Lemli-Opitz < g i | 90.12.13 = £ #734 -
61 Bardet-Biedl syndrome Bardet-Biedl = i # 90.12.13 = 2 A73
62 Larsen syndrome Larsen J i #* 90.12.13 = 2 A73 -
63 Sialidosis AEFREE R A L 91.4.12 2 £ 573 o
64 Alstrom Syndrome Alstrom g i ¥ 91.8.6 =& A7H -
65 Chronic prima'1ry granulomatous B W T B 91.8.6 2 554 -
disease
66 Persistent hyperinsulinemic |3 #4244 2% § FBRARE] o 0o, RTH
hypoglycemia of infancy (PHHI) = HEIE
67 Familial hyperchylomicronemia TR B AR AR R 91.8.6 = £ ATH -
W A G R syndrome R gl EER
68 |(Wilms’tumor-Aniridia-Genitourinary| % ~ i et 3 (WA GR| 91.8.6 =4 #73 -
Anomalies-mental Retardation) T %)
69 Ectodermal Dysplasias MRV T TR %3 91.11.13 = 2 73§
70 Beckwith Wiedemann syndrome | Beckwith Wiedemann g i # | 91.11.13 = £ 373
- Congenital insensitivity to pain with Lapdr Pl A RFe | OLILI3 22 375
anhidrosis (CIPA)

72 | Wolfram syndrome > DIDMOAD Wolfram = i iz ## 91.11.13 = 4 775
73 Adrenoleukodystrophy oty Ak P TR R F 91.11.13 = 4 A7H
74 McCune Albright syndrome McCune Albright = jx i % 91.11.13 = 4 773
75 Crouzon syndrome Crouzon * Jjg i #¥ 911113 = 2 373
76 Thrombasthenia L o 911113 = 4 A73
77 Schwartz Jampel syndrome Schwartz Jampel = jg i #¥ 91.11.13 = 2 373
78 Fraser syndrome Fraser g i # 911113 = 2 373
79 Mucolipidosis 35 92.6.13 = £ &7 -
80 Ehlers Danlos syndrome IV AX BB eRE ¥ e 92.6.13 = % ATH -
81 Myotonic dystrophy "‘“‘P5 5 JE 92.6.13 = % ATH -
82 Congenital Hyper IgE syndrome | £ % 1% £ &3 39 Ejp s | 92.6.13 =& 373 -
33 Tyrosinemial I ~ II ~ 1T BRORAFEY - - ¥~ ¥ =273 92613 2 ATH -
84 Hyperlysinemia B MR AP E 92.6.13 =2 AT °
85 Histidinemia mRALE 92.6.13 =2 A7 -

A4




R

B 5L B L >4 pHE
* AR (¢ > pREREY) FRREE
- - 9 AT ohAslAT AR LRSS
86 3-Methylcrotony-CoA carboxylase AT EfEH AT AR 92.6.13 2 2 373 -
deficiency ZJE
87 Multiple carboxylase deficiency PR R L 92.6.13 =2 AT °
Split-hand/ Split-foot malformation % 5 E FO
! | B 92.6.13 = £ 3734 -
88 (SHFM) A+ e = ATH
Metach tic L oy
30 etac roma; ;(/:I Lle;u)kodystrophy MLD 7 i 3% 92.6.13 2 % 373 o
00 Campomelic dysplasia with hET U 92.6.13 24 F7H -
autosomal sex reversal
91 Osteopetrosis TEFERE 92.6.13 = & ATH -
02 Carbohydrate-deficiency glycoprotein Bk i A sk L PE RS i 92.6.13 2 2 373 o
syndrome
93 Trimethylaminuria LRy 3 92.6.13 = & ATH -
94 |Congenital generalized lipodystrophy| % % {2 £ 5 g £ 72 g | 92.6.13 =2 A7H -
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®5 ME/RT | Himf i * i 4 P Bhr | R 2 HEER
5-HTP 100MG P 3925 11 CCP
EALE R B
By gd - e
500U/2.9m ) . Ak PEREAR A B 2w T 2B 04y
Aldurazyme B 319 1 + % 3 " AE i o
g/5ml EF-A |k EETEAR
2N EERE-E
A%
alpha-glucosida . .,
50 mg/vial e 107 2 Genzyme
se
08 X e at g
i A 2638 3 + 7
J?/Z’cji‘ = i
g e o)
5 1556 2 = F o B R
: g 48 % '
Anagrelide LI 2w
g . 0.5mg / cap I‘f?5 190 1 foa
(Agrylin) . Mallinckro
e 9719 14 ]
dt(Shire)
F Aol 4418 10
- FH A T E R A
RT3k 1800 4 P -
(E-e
e &
EPP-S 112 3 i F ¥z b
[Arsenic v
N Img/ml P
Trioxide inj . . S AL T 4
. 10ml/vial ) 9 LA T = |
(Asadin) B 1 18 1 L =S R RS SN
K LER I :}l’)ﬁ ’ L
= » ¥ Asadin & i
P 93 2 Tung Yang
alpha-galact
osidase Al
Beta-galactosidal EPP-S 48 3 ® deficiency
Fab
se A 35mg/vial (Fabry
disease)
(Fabrazyme) Fabry’
i 54 30 |e4 PIYE by gy
Disease
P 68 3 Genayme
Betaine S 1776 1 Twin




Ex AE/ AL | E| @ P oF 3 9 Phg |RiEr2HEFH
. " S 12168 39 Sigma Tau
Carnitene for inj|{lG/AMP -
B %5 L 380 3
Short
chainAcyl-C
Itab tid-qid | * #¥ 3 1 P2 0A &R -
dehydorgena
se deficiency
Glutaric
0.25tab tid L3 259 1 5% aciduria type|#
I
o .M, L SMMC o
Itab bid-qid| * # 168 1 EZ i o
deficiency
0.5-1.5qd-bi ) . 3MMC ,
d ¢ 455 1 @ . &
d deficiency
025-1tab " L 3MMC .
) L 200 1 EZo ) ol
qd-tid deficiency
0.1-0.25tab . ropionic 3
Carnitine tab 1g|. . ¢ 152 1 m PropIonic e me n=
tid-qid acidemia
- o Metabolic 3
1tab qd L4 84 1 %3 ] &
CNS disease
- R [Amino acid],
0.25tab qd ¢ 17.5 1 i 3 . Eg
disorder
Fatty  Acid
0.33tab tid ¢ 360 1 % Oxidation |&
Defect
. - L carnitine 3
0.33tab bid - 222 1 %% ) &
deficiency
1tab qid ¢ 1232 1 i3 MELAS &
Glutaric
0.5tab qd R 73.5 1 3 aciduria type|#
I
Ornithine
) ) . |1g/10ml - R transcarbamy| ,
Citrulline solin ¢ 22.4 1 Fe 4x &
0.2pkg qd lase
deficiency
150mg /ca; . intermediate
Cystagon g. i I ® 1120 1 FB o
4cap qid cystinosis




&

A2 /A3

#r Hix

L.

LIk

i

Dantrolene
(Dantrolen)

20mg/vial

T
A~

10

[Procter &
Gamble

5t

P

D AT = 1 AR

Deferiprone
(Kelfer)

500mg / cap

810

4

Deferrioxa

mine ;5 K
P I
pERE =S =
& 6 F 6
RERZ 2
F g (e
v R ECP,
BE phoa
R )T L
Deferrioxa

mine & &

i@ *

BF A

112

5t

13661

20

4

#

Diazoxide oral
susp.

(Proglycem)

50mg/ml

(persistent
hyperinsulin
emic
hypoglycem
ia of

infancy)

1. edema,*r JR Lasix
AR A i L e 2.
Hirsutism: face, neck,
back and extremities.
PR
L R

30ml / btl

109

INesidiodlast
osis % § #

g

177

[protein

induced

hyperinsulin’

emia

Flolan

500mcg/vial

T
A=

2383

Glaxo

(Wellcome




x5 ME/HY |RrE| R ki | 1k ®p BhE | BT 21 uER
Bk 20 3 Za N R
) 250mg/amp . Leiras
Heme arginate s 32 4 .
medica
(Normosang)
25 1
menl 4 I
10ml/amp
. Schering
. e 4314 6
Iloprost inj 20meg/1ml/ AG
(Ilomedin-20) famp ? oL gg 133 1 &
7k 444 1
. R Gaucher’s
B A 96 1 R ]
Disease
- A%
s | 25 I %J\;Jrs;@_z WE
Imiglucerase . =
200u/vial . Gaucher
(Cerezyme) ¢ 72 1 + %
disease
Genzyme
e 2284 6 Therapeuti
cs
. .. . . Boehringer
Imukin for inj |[100mcg/viall »~ = 295 2 .
[Ingelheim
ATk 306 3
] shogE ey ,77 );? 'ri EE o
& 1y 167 2 Z W . E)
22mcg/ Vetter
P 250 8 Pharm(Ser
0no)
+ 3 167
7k
Interferon 213 4
beta-1a (Rebif) [ndus.
P 2940 27  |Farma.
Serono
1AMCG - 10 { 2 Multiple
sclerosis
e B
L A
35 A 273 4 =R .
A W ( Multiple
Sclerosis )
Joulie solution |500ml/btl N 1496 223  INTUH




x5 ME/HY |RrE| R ki | 1k ®p PhE [RT*2HeITH
X-linked
700mg/tab i 240 1 + % Hypophosphat
emic rickets
Familial
hypophatemic
250mg 1tab rickets ;
C e s | 1316 30 &4 , &
qid X-linked
hypophosphate
mic rickets
K-Phos No.2 Low
250mg 2tab Phosphorus
~ome ¢y 378 B 108p &
tid Rickets and
Osteomalacia
250mg X-linked
1.5-2tab ¢ 882 1 z % hypophosphate | &
tid-qid mic rickets
bso X-linked
m
| 2tabg d voR 1097 3 + 7 hypophosphate |
q mic rickets
FF" I 100 1
R e
Levocarnitine  [lgm/tab 5 i 662 4 %3 o RN Y
14 Carnitine 4%
LR
. 430 1 Bristol-My
i ers
Lysodren® % E
y. 50mg/tab * % L 868 !
(Mitotane) i 31 = JRE
=iz | 2870 3 Lo soue [T A T g R e
ers Squibb 1
200 mg / Narcolepsy #
Modafinil i) A 1029 6 N .
tab i i 3 1 B




¥5 ME/HY |RrE| R kE| Lk Ll g | #@T* 2 Aw IR
500mg
. OTC ,
1-2.5cap ¢oE 1610 1 % . F
deficiency
q12h-q6h
500mg
" . Urea cycle],
1-1.5cap v 566 1 % &
) defect
qd-bid
Argininosuc
500mg " . . g .
Phenylbutyrate o v 678 1 + ¥ cinic E:y
1captid-bid ] .
(Buphenyl) acidemia
SOOmg..Jy Icap oo 4 ! . Prf)plOl’?lC PR
q6h-bid acidemia
500mg - 170 { . citrullinemi P
0.5cap tid a
B i 4664 4 e - S
500mg/tab ¢ ik =3 * T
g 32304 8  |Ucyclyd
1t 6 1) ,
Phosphate Bigk &3 , TR R AR K o
P 500cc/B B i 91 4 e PN i i
solution fr. . A I
R
Potassium acid
[phoasphate+sod B R A
ium acid Tablet 77 3608 3 |FH M B
phosphate ok ¥y
anhydrous
. Schering
Proglycem 30ML e 99 5
Plough
3.5MG/3.5 . Chesapeake
Replagal P 72 1 S
ML/VIAL Biologica
[Non-ketotic
Sodium ¥ 2160 1R hyperglycin
250mg / cap emia
Benzoate
" UBI
e 11165 2
(Merck)
Stimol oral ., .
. 1G/10ML e 546 3 [Biocodex
solution
Tetrahydrobiopt ., Schircks
. 10MG e 37563 34
erin(BH4) Lab.




5 | aEmn | erie (o k| #p | war | serrees
Wk X eF AL Rs v E gk
CERRS 266 | 2 |%E T M L
A
e 9258 26 [Tung-Yang
3% 1702 11 (L MM ; HCC
2 i Skin rash with
hado® L :;:: R i;:hing ; llii i Jjé}; AN
mg/ca @ PEHE T
(Thalidomide) [ & P , T e
fei 3147 18 |& i [CE G E - E R BT = B B
At ke 2w [Erythematous papule
2 T with itching ; 1 =%
LG SRR UL,
- A Fle om IR
7k 6360 42 ﬁ "
m e #
e 6 4 |Genzyme
— * Nausea and
iting ; — 4 7% -
Thyrogen® " 4 BRI, ;i){fl;n;ﬁ; a,;,.i 5
( Thyrotropin |[Img/vial foi 2 ST * T r l% ” :: L,F ﬁ?
b = > ‘:t|‘\ :v‘L;
alfa,2vials/set ) TR k= AR
B
s ]% ‘ig :]ﬂ-_ 2J
Eos: 22 12 |& % e "
5/Eg v P ”5]1 o
Tracleer 62.5mg/tab . 1904 6 [|Patheon
4 < gep s FER 52 A
L S £ e
ERERE RN §°
Tretinoin ) . EMaF EPE 0 L3 ATRA &
. 10mg/cap 5 i 2402 9 |R~ %R . . !
(Vesanoid) f2¥ & g% [Retinoid syndrome ; 1
A T APL A fafs T
At P BN R 0 2 E R
i® % (skin ~ liver %)
L - . Wilson .
Trientine 250mg /cap L 846 2 =ik .
diseasse
. Pharmaceu
VSL#3 ol 210 1 .
ticals
Wilson
. R 1617 5 R i #
Zinc acetate  [SOmg/cap diseasse
(Galzin) e 4512 Teva
25mg/cap 5= 3789 6 [Teva




A w290~ 91 87 92 E R F R A0 R4

- , 92 & 91 & (92 # & 90 &
Eil a1
F= LELENERIE R L SR B
L00me/ 92 3925 79.63% 1621.49%
mg/ca
5-HTP (Oxitriptan) e 91 2185
50 cap/Hg, 90 228
) 92 170 -28.87%
agalsidase beta s sme/vial o1 539
mg/via
(Fabrazyme) g
90 0
92 20321 -40.02% -43.06%)
Agrylin (Anagrelide) [0.5mgcap | 91 33877
90 35687
Aldesleukin 92 0 -100.00% -100.00%
[Recombinant 18MIU/vial,| 91 703
[nterleukin-2] 1.2mg/vial
(Prolcukin) 20 824
92 319
Aldurazyme
. 91 0
(Laronidase)
90 0
) 92 72 200.00%
alfa-galactosidase A [3.5mg/3.5ml o1 iy
(Replagal) /vial
90 0
92 107 2575.00%
Alpha-glucosidase 50mg/vial 91 4
90
o 92 0 -100.00%
| Amphotericin .
) 50mg/vial 91 19
IB-liposome
90 0
o 92 223 42.04% -53.54%)
Arsenic trioxide 10mg/10ml/
. . 91 157
(Asadin) vial
90 480
92 1776 0.00%
|Betain 91 1776
90 0

A-22




. M/ |2l werme 92 & & 91 & (92 # & 90 &
=5 k].. k]:l o FJ__. ‘o\'{d’?&”‘ ‘0\‘{']’5')2”‘
92 37563 -52.53% 70.74%
[pH4 10mg/tab 91 79136
mg/ta
(Tetrahydrobiopterin) g
90 22000
) 92 39996 -22.97%
IBuphenyl (sodium
500mg tab | 91 51922
phenylbutyrate)
90 0
92 2920
IBuphenyl (sodium
250mg tab | 91 0
phenylbutyrate)
90 0
92 12548 418166.67%) -31.05%)
Carnitene for inj lg/amp 91 3
90 18198
92 2677 1.13% -36.31%
Cerezyme .
Lo 200u/vial 91 2647
(imiglucerase)
90 4203
92 22.4 -82.22%
citrulline malate 1gm/10ml 91 126
90 0
92 20
et 1200mg/cap :
reatine | 1200mg/sg 9 0
90 0
) 92 180
Cystadane (Betaine 180g/vial, o1 0
anhydrous) 180g/bottle
90 0
92 1120 -52.54%
cysteamine bitartrate
150mg/cap | 91 2360
(Cystagon)
90 0
92 18 -25.00% -84.35%
|Dantrolene sodium 20mg/vial 91 24
90 115
92 14583 -55.67% 121.36%)
|Deferiprone (Kelfer) |500mg/cap | 91 32898
90 6588

A-23




. MEM |28 | wer nE 92 & & 91 & (92 # & 90 &
ks AL/ REIME s [sEman
some/ml 92 295 -13.24% 56.08%
. . mg/ml,
ID d 1 0
iazoxide (proglycem) 30mU/btl 91 34
90 189
| 92 2383 -10.21% 46.47%)
500mcg/vial
|[Flolan (Epoprostenol) 91 2654
100mcg/vial| 90 1627
92 0 -100.00%
Glycine 500mg/tab | 91 6276
90 0
92 4891 1330.12%
[lomedin-20 (Iloprost, [20mcg/ml/a
. 91 342
prostacyclin PGI2 mp
90 0
92 295 -52.27%
Imukin (Interferon 100mcg/0.5
. 91 0
gamma 1b) ml/vial
90 618
92 0 -100.00%
Imukin (Interferon .
0.1mg/vial | 91 133
gamma 1b)
90 0
92 0 -100.00% -100.00%
Interferon Beta 1b 0.3me/vial o1 01
3mg/via
(Betaferon) g
90 879
92 890 -85.69%
[nterferon-Beta la 22mcg
. . 91 6220
(Rebif) SMIU/vial
90 0
92 3436 127.25%
[nterferon-Beta 1a 44mcg
. . 91 1512
(Rebif) 12MIU/vial
90 0
IKphos NO.2‘ ' 90 340
tablet(potassium acid
[phosphate 350 100tab/s o1 0
mg-+sodium acid
hosphate anhydrous
phosp Yy 90 o
700mg)
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92 & & 91 & (92 # & 90 &
oy E s 13 H
F = LELENERIE R L RSN B
92 1200
Lactic acid bacteria 91 0
90 0
92 662 -97.59%
[-carnitine 1gm/tab 91 27467
90 0
92 0 -100.00% -100.00%
Levocarnitin oral 1gm/10ml/b
. 91 5456
solution ot
90 5428
92 4168 66.45% 9.11%
Lysodren (Mitotane) [S00mgtab | 91 2504
90 3820
92 52 -33.33%
[Normosang (Heme
) 250mg/amp | 91 78
arginate)
90 0
92 20
[Normosang (Heme 25mg/ml, o1 0
arginate) 10ml/amp
90 0
92 0 -100.00% -100.00%
|Phenytoin 30mg/cap 91 5779
90 15000
92 91 -92.61% -99.86%)
|Phosphate solution 91 1231
90 62820
92 1029 -39.11%
|Provigil (Modafinil) [200mgtab | 91 1690
90 0
92 0 -100.00% -100.00%
Sacrosidase; oral
] 9001U/ml 91 24
solution
90 62033
92 13325 46.08% 44.35%
Sodium Benzoate 250mg/cap | 91 9122
90 9231
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¥ 5 HE/RI (2R B HE 91?:;;1f 912@;();?
92 20733 -30.10% -40.14%
THADO (thalidomide) |50mg/cap 91 29659
90 34638
) 92 50 127.27% 35.14%
Thyrogen (thyrotropin [1.1mg/vial, o1 -
alfa) 2vials/set
90 37
92 1904
Tracleer (Bosentan) 62.5m%/tab, 91 0
60tab/g,
90 0
92 24
Tracleer (Bosentan) 125mg/tab | 91 0
90 0
92 846 28.57%| 11985.71%
Trientine (Syprine) 250mg/cap | 91 658
90 7
92 3789 -10.45%
7inc Acetate (Galzin) [25mg/cap 91 4231
90 0
92 12
Zinc Acetate (Galzin) [250cap/¥% | 91 0
90 0
92 6129 !
Zinc Acetate (Galzin) [50mg/cap 91 0
90 0
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HET CRAABPERFESERD 2 - BA

TAKR A FRAEER (B {ATP ¥ 1 92.12.05)
i it & P
PK AID-4
| gzz’z Modjul ¥ Aok & # SUCRAID 4 L | W R4 %% 4
Phlexy-Vits
2 [I-valex-2 2 AR ¥
3 |Glutarex-2 A - i g TYPE2 e
4 |Low Met Product ® ROREL R Z &
5 [MSUD powder WA R e e
6 [Lofenalac F Ak AR E
7 [Phenyl-free F b AR w2
8 |os1 AR R T AR - iR 2 # (Milupa)
9 [uch1 Pk VR TR R WAL
10 [LEU1 v VR N HBE F £ 3% (Milupa)
11 [Hominex-2 B BOOREL O Erg
12 |Prosobee 25 e A
13 |Glutares-1 , ) :y ﬁ; ijiE TY,,PEI I8
e e A S )
14 [Ketonex-1 AR I A AR P R EL F T T A 1 I
15 |Provimin , * —1 ﬁ%i L:z TYPEZ I35
R R
Medium Chain Triglyceride 4554
s Portagen Powder TR R TR " ﬁ:
Alfare * X MPERL L S AR e x4
Generaid Plus R RTA
17 [Xlys low try abalog A = Bes gk TYPEIL FRwyaELA
18 [SHS(Xmet, Cys Maxamaid) LTAmpE™E ML Fy®4A
19 [Product 80056 T AR ;j\ii%i»« if;ﬁZL G Ty
20 |Aaginine FF TR S PR FwyaELA
218:; R AN I £33
nl h TR S T £5 4

A-27




L i AR B
PKUI FrAor (1 &rp) WY AL
23 .
Phenex-1 (Phenylketonuria ) TR
Phenylalanine Free = e
24PKU2 For s (1 Rrp ) Gl ks
PKU3 (Phenylketonuria ) R
Phenex-2 I3
Low Met Product = e
XMET Analog (1 gk i) ‘ FRy AR
25 XMET M id (1 1) B 7 AR el g S 3
¢ I T
axamal ot ( Hypermethionemia ) Gl i
Xmet Xcys Analog (1 g2 p ) FwEaLA
Hominex-1 (1 gk rip ) T8
S-20 5 e
MSUD1 (1 &) W ALA
- MSUD2 (1 gkrt}) i HE RIE FRwyaELA
MSUD Analog (1 gk 2 p ) (Maple Syrup Urine Disease ) SRR R
MSUD Maxamaid (1 2+ ) FwEaLA
Ketonex-2 (1 g1+ ) ERgs
OS1 (1 fkrp) Wy AR
0S2 (1 perit) TR
few g 0 T AP - Ba R e v L
XMTVI Analog (1 f 2 ) PR P AR ZREE e g
27 (Methylmalonic Aciduria ; Propionic .
. —_ e
XMTVI Maxamaid (1 #& 2+ ) Acidemia) WY ASA
Propimex-1 (1 gk p ) ERgZs
Propimex-2 (1 &1/} ) ErE
LEUL (1 frip ) T AR
LEU2 (1 k1t ) R R e R O3 R
28 . . . ,
XLeu Analog (1 & 12 p ) (3-Hydroxy-3-methyl-glutaric acidemia )| RS
Xleu Maxamaid (1 & 14+ ) TR ASA
UCDI1 (1 g p ) T AR
" UCD2 (1 g2 }) Fek VT 1S LR AR
Cyclinex-1 (1 & 11 p ) (Urea Cycle Disorder ) TR
Cyclinex-2 (1 g 12+ ) ¥
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[ B i Xi]
TYRI (1 gerap ) FwysLn
TYR2 (1 frit) TR AR
XPHEN TYR Analog (1 gk rip ) TR Y R
XPXT MAXAMAID UNFLAV(1-8 #) AR e I R S
% XPHEN TYR MAXAMUM (8 # 1 (Hereditary Tyrosinermia ) WAL A
XPTM TYROSIDOM Gl s
Tyromex-1 5
Tyromex-2 I3
HOMI1 (1 gkrip ) e A
HOM2 (1 kit ) w2
HOMI1 (1 & 2 p ) TR AR
HOM2 (1 it ) ) TR A A
31|12 e s g e 3%81&% fMI 2 er
(Homocystinuria )
XMET Analog (1 pkrip ) Wy EA
XMET Maxamaid (1 g2+ ) FEYASA
Hominex-1 (1 g2 p ) I35
Hominex-2 (1 kit ) Ty
32LY51 (L AP ) ’ Tﬁﬁ“ﬁ%ifﬁ o ivﬁi’%“’%‘*#é
LYS2 (1 b)) ( Organic Acidemia-Hyperlysinemia ) WY A
GA1 (1 grap) X FWY AL
3)GA2 (1 & 1) * - A %
( Glutaric Acidurua, Typel )
XlysLowTyrMaxamaid (1 g&12+ ) AWy ALA
T i O S|
34 (Glutarex-2 ( GlutaricﬁAcidirua, T;i)e2 ) LS
35|1-Valex-1 (1 gkrip ) B AR g (Isovaleric Acidemia) I
36 Energivt IR AL R R AWy ALA
Pro-Phree ( Amino Acid Metabolic Disorder ) TR
Leucine Wy ALA
Isoleucine WA
Valine ] FRwyaELA
37|Citrulline . “Tr&.ﬁi ) gﬂhﬂ% P . Wy AR
( Amino Acid Metabolic Disorder )
Glycine WA
Esential Amino Acid FRwyaELA
Glutamic Acid Wy ALA

A-29




38

[Lorenenzo’s oil

i R T R R
( Adrenal Leukodystrophy )

39

Generaid Plus

X PPERE £ D Ha

(Inborn errers ofbile acid synthesis )

40

[Neocate

[Neocate Advance

oV 13 3

( Tricho-hepato-enteric syndrome )
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~4F AR EHEFEICD-9-CM %5 - T 4

FA R 2 FRAER A (B L A7 & 1 92.12.25)

™ A LA (ﬂ;’jfﬂ? . ICD-9-CM

PEFETEEY) S TG

01 Urea cycle disorders FF VAR TR R 270.6

01 Citrullinemia SN IRl v fE 270.6

Amino acid metabolic disorders X e

02 (* # Aminoacidopathies) MR A }Pa 2709

01 Homocystinuria B BOIRRL R 270.4

Hypermethioninemia R e S 270.4

02 Cystinosis e ML 270.0

03 Nonketotic hyperglycinemia ZUAR [ B H VRAL L 270.7

04 Phenylketonuria F A A 270.1

05 Tetrahydrobiopterin deficiency e & Ahedied B 2 270.1

06 Hereditary tyrosinemia b A 270.2

07 Maple syrup urine disease WA FfORE 270.3

03 Hereditary coproporphyria Rl 277.1
04 Multiple sclerosis S A g 340

05 Gaucher's disease B2 A 272.7
06 Wilson's disease R AR 275.1

07 Nesidioblastosis iR e 211.7

08 Amyotrophic lateral sclerosis (ALS) R SRR R A TR 335.20

09 Organic acidemias 7O E L R 270.9
01 Isovaleric acidemia B AR R 270.3

02 Glutaric aciduria type I, II Al S A | 270.9

03 Propionic acidemia P e 270.3

04 Methylmalonic acidemia AR e 270.3

05 3-Hydroxy-3.-met.hyl-glutaric 3E AT RN AR 270.9

acidemia

10 Galactosemia 23 M 271.1

11 Fatty acid oxidation defect R E LRI 272.9

01 Carnitine deficiency syndrome, R LR 272.9

primary

A-38




% B A (¢ % . v*{%ﬂ# > 1eD-9-CM
PEEELY) S
12 Mitochondrial defect L R 277.9
01 Kearns-Sayre syndrome Kearns-Sayre ™ jg i ¥ 277.9
02 Leigh disease Leigh = & & 3 "o ' ¥ % 330.8
03 MELAS MELAS jz i # 758.89
04 Mitochondrial Neurogastrointestinal MNGIE & "'f # #i%ﬂ’f%‘l 'IE’Z#Q 55 5770
Encephalopathy Syndrome 5 Fop R i
13 Aarskog-Scott syndrome Aarskog-Scott g i # 759.89
14 Achondroplasia HEFET A 2R 756.4
15 Angelman syndrome Angelman = Jjg i 3 759.89
16 Ataxia telangiectasia £ AR A P PSR R 334.8
17 Cockayne syndrome Cockayne = jg i ¥ 759.89
18 Duchenne muscular dystrophy K@ ep 2 Fop 359.1
19 Glycogen storage disease SEEE A AR IE 271.0
20 GM1/GM2 gangliosidosis GMI/GM2 # 5 & *q (5 fi Ik 330.1
21 Hereditary epidermolysis bullosa e N LR 9 c 757.39
Huntington disease , FR
2 (* # Hun%ington‘s chorea) BT SRR 3334
23 HutCth:;ln(:rlofz: progeria PN 250.8
24 Ichthyosis, lamellar recessive , § HJ\— & ;@t}%; 757.1
’ (parEpd @)
25 Kenny-Caffey syndrome Kenny-Caffey = jg iz ¥ 759.89
26 Lesch-Nyhan syndrome Lesch-Nyhan = jg i ## 277.2
27 Lowe syndrome Lowe  Jg i #¥ 270.8
28 Mucopolysaccharidoses A5 PR 277.5
29 Osteogenesis imperfecta =473 2 756.51
30 Pseudohypoparathyroidism Bt @] ® kS 275.49
31 Rett syndrome I S R ¥ 330.8
32 Spinal muscular atrophy bk A T 335.10
33 Spinocerebellar ataxia PR R AL D 334.3
34 Sulfite oxidase deficiency LA ®s iv24h £ 270.0
35 Thalassemia major EAAEE P 2824
36 Tuberous sclerosis e B 759.5
37 Waardenburg syndrome L PR R 270.2
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s R

ICD-9-CM

e AR EF (P pREEEy) |
38 X-linked hypophosphatemic rickets | 1218 i @ 3] g A B |4 o il 275.3
39 Zellweger syndrome Zellweger ™ Jg i ¥ 277.9
0 T e po | PRSI R | 75169
41 Inborn errors of bile acid synthesis A X PAERL S R 277.9
42 Primary Paget disease e ST IR 731.0

Nitroacetylglutamate synthetase
01 | 02 deficiency L AR IR & 2k L 270.6
NAG synthetase deficiency
. e e | arema o s LE | 200
43 Apert syndrome Rk 755.55
44 Cleidocranial dysplasia E T S 755.59
45 DiGeorge’s syndrome DiGeorge’s J i # 279.11
46 I;;;f:gjz:eiizi: Fos RERARARLE | 2720
47 Fucosidosis FREECSEY (BHR) 271.8
48 PAH typ.e PKU Combine.with 23 F AR j\)ijé "i"/)}{ Y fE e & 7134970.1
Sucrase-isomaltase deficiency 7 ¥ pE k2 E
49 Nemaline Rod Myopathy Nemaline SUH 3w 5 % 359.0
50 Fibrodysplasia stiﬁcans G 7811
Progressiva
51 Menkes syndrome Menkes * g i # 759.89
52 Fabry disease Fabry g 272.7
53 Prader-Willi syndrome Prader-Willi g i 3 759.81
] o Niemann-Pick = g » & &85 75 7
54 Niemann-Pick disease 272.7
e
55 Tricho-hepato-enteric syndrome BF- o i 759.7
56 Collodion baby 82 757.1
57 Harlequin ichthyosis i b BHRE 757.1
58 Bueli(;zltlljoi:rizm(ti;Z}elglr?c;?tfiim kiEUL AL BB A 757.1
hyperkeratosis ) (AFREE R

59 Laron syndrome ( Laron Dwarfism ) Laron * i} i§ i g ¥ 259.4
60 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = jx iz ¥ 759.89
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ICD-9-CM

e AR EF (P pREEEy) |

61 Bardet-Biedl syndrome Bardet-Bied] " g i ¥ 759.89
Larsen % g i # (FFA-L < |2
62 Larsen syndrome % (o 135 ) 755.8
63 Sialidosis AR TE % Ak L 272.7
64 Alstrom Syndrome Alstrom g i 3 759.2
65 Chronic prime.lry granulomatous R LR TR - 298 1
disease
6 Persistent hyperinsulinemic TR AL G FER AR .
hypoglycemia of infancy (PHHI ) % YRR
67 Familial hyperchylomicronemia FOEI B F AR 272.3
W A G R syndrome (Wilms’ | fi4* <%~ @i - B R
68 tumor-Aniridia-Genitourinary | % ~ A it st 23 (WAGR|  759.89
Anomalies-mental Retardation ) S )
69 Ectodermal Dysplasias thap R 32 2 AR 757.31
70 Beckwith Wiedemann syndrome | Beckwith Wiedemann = jx iz # |  759.89
- Congen:rzlllll;lrss;zltz\gtl}; ;O )pam with LB AR RS B R 205.0
72 Wolfram syndrome * DIDMOAD Wolfram = jg i ¥ 277.9
73 Adrenoleukodystrophy Totes FARRE 272.7
74 McCune Albright syndrome McCune Albright X g i ¥ 756.59
75 Crouzon syndrome Crouzon = jg i # 756.0
76 Thrombasthenia o) a o 287.1
77 Schwartz Jampel syndrome Schwartz Jampel * Jjg i ¥ 756.89
78 Fraser syndrome Fraser g i # 759.89
79 Mucolipidosis b7 272.7
80 Ehlers Danlos syndrome IV AX S e A Y ¥ e T 756.83
81 Myotonic dystrophy U g E 359.2
82 Congenital Hyper IgE syndrome | £ * 8 A I 3 Ejpie#¥| 2799
83 Tyrosinemial I ~ II ~ III ROERABEY - ~F - % 231 2702
84 Hyperlysinemia B AL AR R 270.7
85 Histidinemia RERE . 270.5
%6 3-Methylcrotony-CoA carboxylase | = 7 &% & fip#if fis A & * i % 270.9
deficiency i 2

87 Multiple carboxylase deficiency g pEak L g 270.9
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S o ICD-9-CM
B 5 BB EH
‘ i (¢ * PREEEY) "
Split-hand/ Split-foot malformation g Hand : 755.58
| | :]“
88 (SHFM) AR e Foot : 755.67
Metachromatic Leukodystroph: e
89 ooy MLD s % # 330.0
90 Campomelic dysplasia with e T ouR P 758.89
autosomal sex reversal
91 Osteopetrosis TR 756.52
9 Carbohydra.te-deﬁcwncy BRI 8 AL PR Ry g 2779
glycoprotein syndrome
93 Trimethylaminuria L ¥ 2717.8
94 Congenital generalized lipodystrophy| £ % %2 &% B4 £ 7 L 272.6
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