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CHRBSIRF ] - ¥ R F192.3.78 # B 7 409200029905 2 4 1 F "
=z 5% H08:00%521:00 TR 5% B TR ICD-9-CMif -
D. RS - 01 Urea cycle disorders ( R AT CHIIERE) | 270.6 +
8 B+ e A ] B 01-1 Citrullinemia (NEREIE) . 2706 =
J 2 Amin id m lic disorder
ﬁ Aaf : 080-080-880 ’ Amino(;c?goiath?;:;)o( H%%%f%gﬁs‘fﬁéﬁ) 2709 ﬁ
ﬁ {HIE : 080-080-885 02-01 Homocystinuria ( =M FRE ) 270.4 r—
ﬁ 02-01-1 Hypermethioninemia ( = FH i 11 270.4 n
HIHZERVACIR : 7124 PIBHABY » hips//vol moi.gov.tw () /N
== 02-02  Cystinosis (JE[EHE ) 270.0 .
m 02-03 _I\ionketotic hyperglycinemia ( JE[[{TE 270.7 =
e H IR I ) Y
i 02-04 Phenylketonuria ( A 5F ) 270.1 -
02-05 Tetrahydrobiopterin deficiency ([U%d 2701
SIS ) B
02-06 Hereditary tyrosinemia (& {5/ S/ 2702
e =
02-07 Maple syrup urine disease (fiflf5 /< ) 270.3
03 }{he;editary coproporphyria (iE{H/E5EH 2771 EE
1E
04 Multiple sclerosis (% ZEVERA(LIE) 340
05 Gaucher's disease (525 [CiF ) 272.7
06 Wilson's disease (& % LCiE) 275.1
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'}%ﬁ (ERRFER
TR ke 4 i 1CD-9-CM#FHE
07 Nesidioblastosis ( [ =R ) 211.7

08 Amyotrophic lateral sclerosis (ALS) (/L

SN ) 33520
09 Organic acidemias (&I ) 270.9
09-01 Isovaleric acidemia ( %2/ /&I1/E ) 270.3
09-02 Glutaric aciduria type I, IT (/% [#I] 2709
iE » H— -~ ZH)
09-03 Propionic acidemia ( [ I/ ) 270.3
09-04 Methylmalonic acidemia ( FEEp % 2703
IMIE)
09-05 3—Hydroxy—3—mthyl—glutaric acidemia 270.9
(3-F85-3- P Tk R IMME )
10 Galactosemia (“PZLIEIE) 271.1
11 Fatty acid oxidation defect ( 5/l (b 272.9
EFIREE)
11-01 Carnitine deficiency syndrome, primary 2729
(S B VE Pyl 2 )
12 Mitochondrial defect (F7ARHSHEE ) 277.9
12-01 Kearns-Sayre syndrome (Kearns-Sayre 2779
FIEMRRE)
12-02 Leigh disease Leigh ( K& HARS A 330.8
i)
12-03 MELAS (MELASHEEFE) 758.89
13 Aarskog-Scott syndrome (Aarskog-Scott 759.89
FCIEREE)
14 Achondroplasia ({5 %55 i) 756.4

ng“
[RERFERR
TR T8 e 4k ICD-9-CMifihs
15 %n)gelman syndrome ( Angelman [CJE 759 89
16 Ataxia telangiectasia ( Hy75 2 {11 1 334.8
SRIERRE) ‘
17 Cockayne syndrome( Cockayne [CIE(ERE) | 759.89
18 Duchenne muscular dystrophy (252 [T 359 1
R EE ) ’
19  Glycogen storage disease ( [HFHGEEFESE ) 271.0
20 GMI/GM2 gangliosidosis (GMI/GM2ff| .0
L EHiNG FAREE ) '
21 Hereditary epidermolysis bullosa ( &5/ 75739
o3 VK BEE ) '
22 Huntington disease ( X #§Huntington's 1334
chorea) (FV]HHKEEIAE) '
23 Hutchinson Gilford progeria syndrome 259 8
(FEfE)
24 Ichthyosis, lamellar recessive (J& A 7571
it (B sEEa)) '
25 Kenny-Caffey syndrome (Kenny-Caffey 759 89
SCSEMRRE)
26 Lesch-Nyhan syndrome (Lesch-Nyhan[t 2772
TEMREE)
27 Lowe syndrome (Lowe[CJE ) 270.8
28 Mucopolysaccharidoses (2[5 ) 277.5
29 Osteogenesis imperfecta (i1~ ) 756.51
30 Pseudohypoparathyroidism ({1l 15k 275 49
IR{XRENE) '
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31 Rett syndrome (7 FCIE(RRE) 330.8

32 Spinal muscular atrophy (F#EHLA =

P 335.10
33 Sp_inocerebellar ataxia (5 HE/ N 2L 17 334.3
KiH) '
34 Sulfite oxidase deficiency (i fiit[# i 44 270.0
{LEgRZ ) '
35 Thalassemia major ( FE AU EET) 282.4
36 Tuberous sclerosis (i i1 ERH{LIE ) 759.5
37 Waardenburg syndrome ( LLE[TH% FCE 270.2
) '
38 X-linked hypophosphatemic rickets (/’£if 2753
S (AR Tl I (1 () '
39  Zellweger syndrome ( Zellweger FCEEE ) 277.9
40 Progressive intrahepatic cholestasis (PFIC 751.69
AL TVESKIRVERT PIIE T IRRAUE )
41 TInborn errorsﬂof bile acid synthesis (T 277.9
TENERS & Fbsbke)
42 Primary Paget disease (J5i#8/ a8/ EH 731.0
x
42-02 Nitroacetylglutamate synthetase
deficiency, NAG synthetase deficiency 270.6
( LRGN & R Z A )
42-03 Ornithine transcarbamlase deficiency 270.6
(I a2 Y I B W R i 2 )
43 Apert syndrome (ZZ{FFF CIiE ) 755.55

72
[RERFERR
IR i ICD-9-CM#ifs
44  Cleidocranial dysplasia ( B8/ 78 F 5L 755 59
i) '
45 DiGeorge's syndrome (DiGeorge's/iE[7HF) | 279.11
46 Homozygous familial
hypercholesterolemia ( [7i] 728 51 5 272.0
ME IR IE )
47 Fucosidosis (e ECHIEEH (FAFEAE)) | 271.8
48 PAH type PKU combine with Sucrase-
isomaltase deficiency (HURERFNES | 271.3+270.1
{HF e R Bl 28 2 B R 2 )
49 Nemaline }lod Myopathy Nemaline (i} 3590
NN =) '
50  Fibrodysplasia Ossificans Progressiva (& 72811
TTHEEEENLR) '
51 Menkes syndrome ( Menkes [CIEMEFF) 275.1
52 Fabry disease (Fabry [ ) 272.7
53 Prader-Willi syndrome (Prader-WillilUiE| 550 o)
) '
54 Niemann-Pick (Niemann-Pick [CfE » & 2727
G R RE) '
55  Tricho-hepato-enteric syndrome (% — [ 759 7
— W REMREE) '
56 Collodion baby ([E[E51) 757.1
57 Harlequin ichthyosis (5 (7 F fififi? ) 757.1
58 Bullous Congenital ichthyosiform
erythoderma ( ZKEAY S KN f e A 757.1
BZIE)
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'}%ﬁ fRERFERR [RERFERR
IR i ICD-9-CMifil BRI ICD-9-CMii
59 Laron syndrome (Laron Dwarﬁsm> 2594 71 Congenital insensitivity to pain with
(Laron FCfk(EREIREE) : a‘nl;];d‘rosis (CIPA) (e RMERABUEES | 705.0
60 Smith-Lemli-Opitz syndrome ( Smith- 2728 DERETAE)
Lemli-OpitzE R ) ' 72 zVolfram SE’%‘E?E%’) DIDMOAD 277.9
1fi JEA!
61 Bardet-Biedl syndrome (Bardet-Bied! X 759 89 Wollram ZETE e A
FEARRE) : 73 Adrenoleukodystrophy (f/5 75 E 2727
3t B :
62 Larsen syndrome (Larsen’it {5/ ) 755.8 74 fj/(\j% > Albright synd (McC
63 Sialidosis (JEM&NFE 2 E) 272.7 Al(l:)ril;rllq‘: EE{E{IT%Q ; ;g’n rome (McCune 756,59
64 Alstror.n Syr.ldrome (Alstrom Eﬁ&ﬁ) 7392 75 Crouzon syndrome (Crouzon CHE(EHf) 755.55
0 Chrone primany, granulomatous diseasel 5793 76 Thrombasthenia (Ifl/[\fid /i ) 287.1
- ,X = - - - - 77 Schwartz Jampel syndrome (Schwartz
66 Persistent hyperinsulinemic hypoglycemia Jampel FCEIREE) 756.89
of infancy (PHHI) (#8140 G AU HE S 54 251.1 < TR 750.89
SEE S UMIE IR ) 78 Fraser syndrome (Fraser ECfiE .
67 Familial hyperchylomicronemia (/7% 2723
= PLBE PO IMLAE ) ' *HEILII20AL > HAENEZFREREHTSAE ~ 9815
68 W A G R syndrome (Wilms' tumor- o RARFHNEARTEHEZBERERE 3% (www.bhp.doh.
Aniridia—Genitouyinary Anomalies-mental govitw) BE REFRELEE (www.ifrdorgtw) EH °
Retardation) (ZURIIGICILAS ~ AL ~ | 759.89 CHNFRARZERLU TFRML - THER) R THRERE)
;FEFE%%;%) - BREEBEERRE (W AGR SEEEEATE o
IENR
69 Ectodermal Dysplasias (7} 5 2E A L
757.31
i)
70 Beckwith Wiedemann syndrome 759.89
(Beckwith Wiedemann FCHEIZRT ) ’
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