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01 Urea cycle disorders Pk F VTR R R 270.6

01 Citrullinemia A BRPE 270.6

02 Amino acid metabolic LS N AR i 270.9

disorders(Aminoacidopathies)

01 Homocystinuria B ROIREL KR 270.4

1 |Hypermethioninemia BT RREL L fE 270.4

02 Cystinosis e ek 270.0

03 Nonketotic hyperglycinemia ZLAR 1B R 270.7

04 Phenylketonuria F Bk SR 270.1

05 Tetrahydrobiopterin deficiency > & AAeeAak S 270.1

06 Hereditary tyrosinemia BB F IR 270.2

07 Maple syrup urine disease WA PR 270.3

03 porphyria R 277.1
04 Multiple sclerosis X ey B 340

05 Gaucher's disease BN 272.7

06 Wilson's disease ® AR 275.1

07 Nesidioblastosis 5%, 6 2 e 211.7

PEARYFZE- ) - P FRFAF S0l Zoro- T

B br
(PHHI) % ¥ -

= N B o2 TG E A e B2 (Nesidioblastosis ) | %)
C B T pAeE o~ F Ao A 5L66%Persistent hyperinsulinemic hypoglycemia of infancy

08 Amyotrophic lateral sclerosis(ALS) VL SRRl R A R 335.20
09 Organic acidemias 7R g 270.9
01 Isovaleric acidemia P ARL R 270.3
02 Glutaric aciduria type LII N AR R -~ 2 270.9
03 Propionic acidemia P 270.3
04 Methylmalonic acidemia T AR fed o 270.3
05 3-Hydroxy-3-methyl-glutaric acidemia  [3-& #-3-7 £~ - fen 270.9
10 Galactosemia Lo 271.1
11 Fatty acid oxidation defect R T 272.9
01 Carnitine deficiency syndrome, primary |/ % |4 p &k 4 Z % 272.9
12 Mitochondrial defect S ) 277.9
01 Kearns Sayre syndrome Kearns Sayre = Jg iE ¥ 271.8
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02 Leigh disease Leigh= & & # o % i ¥ 330.8
03 MELAS MELAS % 3 758.89
04 Mitochondrial Neurogastrointestinal MN'GIE:EE _f'% # 2719
Encephalopathy Syndrome j;; e A A
13 Aarskog-Scott syndrome Aarskog-Scott = Jr iF ¥ 759.89
14 Achondroplasia b i S S 756.4
15 Angelman syndrome Angelman * Jg & ¥ 759.89
16 Ataxia telangiectasia £ AR A B PR ROR R 334.8
17 Cockayne syndrome Cockayne = Jg iF ¥ 759.89
18 Duchenne muscular dystrophy FRE e 4 X 359.1
19 Glycogen storage disease W—ﬁ»%% i gna 271.0
20 GM1/GM2 gangliosidosis GML/GM2A4! 55 & 3 3 i 4k & 330.1
21 Hereditary epidermolysis bullosa U R A QAN Y el § b3 757.39
22 Huntington disease( * # Huntington's| 3 ;7 #f < k& 3334
chorea)
23 Hutchinson Gilford progeria syndrome % % J& 259.8
24 Ichthyosis,lamellar recessive Bk o (p REPE @) 757.1
25 Kenny-Caffey syndrome Kenny-Caffey =~ Jg iz 3 759.89
26 Lesch-Nyhan syndrome Lesch-Nyhan = jg i ¥ 2771.2
27 Lowe sydrome Lowe = Jg ix ¥ 270.8
28 Mucopolysaccharidoses a5 PR 271.5
29 Osteogenesis imperfecta =V Y 756.51
30 Pseudohypoparathyroidism e e e Y 275.49
31 Rett syndrome BN R IEE 330.8
32 Spinal muscular atrophy RO X 335.10
33 Spinocerebellar ataxia TR R E AL A 334.3
34 Sulfite oxidase deficiency LA dy peat L 270.0
35 Thalassemia major AR 282.4
36 Tuberous sclerosis Ba g 759.5
37 Waardenburg syndrome IE IR gEE 270.2
38 X-linked hypophosphatemic rickets M B MpEpL B R 275.3
39 Zellweger syndrome Zellweger = Jg iF ¥ 271.9
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40 Progressive intrahepatic cholestasis,PFIC |i& {7} R {3+ P& 04 3 7 o 751.69
41 Inbon errors of bile acid synthesis A X MIERL & R 271.9
42 Primary Paget disease R R e - el dING 731.0
01 | 02 Nitroacetylglutamate synthetase| ¢ fp3i'=fs & = fiz 4t 2L ¢ 270.6

deficiency

,NAG synthetase deficiency

03 Ornithine transcarbamylase deficiency |5 %fs 3 7 fpA 4 prad 2 270.6

43 Apert syndrome R =N 755.55
44 Cleidocranial dysplasia BEgEEET RN 755.59
45 DiGeorge’s syndrome DiGeorge s % ¥ 279.11
46 Homozygous familial|fr & F RE 1% " H i o g 272.0

hypercholesterolemia
47 Fucosidosis HEECHE Y (BHR) 271.8
48 PAH type PKU combine with|® 4 ¥ fi & & g agpe e ¢f| 271.3+270.1

Sucrase-isomaltase deficiency T EfF A 2 e
49 Nemaline Rod Myopathy Nemaline Lk 7w 55 5 359.0
50 Fibrodysplasia Ossificans Progressiva AR el A RIS 728.11
51 Menkes syndrome Menkes = Ji i ¥ 759.89
52 Fabry disease Fabry =z 272.7
53 Prader-Willi syndrome Prader-Willi = Jg & 759.81
54 Niemann-Pick disease Niemann-Pick = Jg » & %4 7q & 272.7

R

55 Tricho-hepato-enteric syndrome BEAF o R E 759.7
56 Collodion baby DX 5] 757.1
57 Harlequin ichthyosis s d b B 757.1
58 Bullous Congenital ichthyosiform|-k ;¢ 4] £ % |4+ & @b R = & 757.1

erythoderma (A R34 VERE)

(‘epidermolytic hyperkeratosis )
59 Laron syndrome Laron = % 7 Jx 1% ¥ 259.4
( Laron Dwarfism )

60 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = ;& i % 759.89
61 Bardet-Biedl syndrome Bardet-Biedl =~ Jg i ¥ 759.89
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62 Larsen syndrome Larsen = Jg i ¥ 755.8
(Bl = m g ig3)
63 Sialidosis Bt F 4 LR 272.7
64 Alstrom Syndrome Alstrom = jJg iF % 759.2
65 Chronic primary granulomatous disease |/ 3 2 M {2 p 7 "5 288.1
66 Persistent hyperinsulinemic|4F § 42> 52 4]5%% & 2B R & Y 251.1
hypoglycemia of infancy ( PHHI ) % B E
67 Familial hyperchylomicronemia FOEM B FYR AR S R 272.3
68 W A G R syndrome ( Wilms’|= 4% < %% « & dohi ~ |4 B 759.89
tumor-Aniridia-Genitourinary B amsmrEE (WA
Anomalies-mental Retardation ) R %)
69 Ectodermal Dysplasias thap R R4 A 757.31
70 Beckwith Wiedemann syndrome Beckwith Wiedemann = Jg iz ¥ 759.89
71 Congenital insensitivity to pain with|t % {455 7 ST g & & & F 705.0
anhidrosis ( CIPA)
72 Wolfram syndrome > DIDMOAD Wolfram = Jg i ¥ 2779
73 Adrenoleukodystrophy T oiee A A 272.7
74 McCune Albright syndrome McCune Albright = Jg i ¥ 756.59
75 Crouzon syndrome Crouzon =~ g i ¥¥ 756.0
76 Thrombasthenia Lol EE A R 287.1
77 Schwartz Jampel syndrome Schwartz Jampel = J % % 756.89
78 Fraser syndrome Fraser = jJr i ¥ 759.89
79 Mucolipidosis A5 T 272.7
80 Ehlers Danlos syndrome IV R R L 756.83
81 Myotonic dystrophy VUp 3B 359.2
82 Congenital Hyper IgE syndrome AXMBALER Y ERGH 279.9
83 Tyrosinemial T ~ I ~ T peschper % - Al ~ % = 4l - 270.2
EE
¢oEREISEY 12p F W F ¥ 095040090725 = £ T Tyrosinemial 1T ~ I ~ II (fereiifm s - 4~ %
A% =3]) 0 p TP AE » F LA E B 502065 Hereditary tyrosinemia (i @28 piepie g ) ¢ H o
84 Hyperlysinemia ® AL AL R 270.7
85 Histidinemia KR O 2705
86 3-Methylcrotonyl-CoA carboxylase ZP AT el iFA ‘R 270.9




% T

4
B Ao LA ¢ prrngy) | OHE
deficiency i L JE
87 Multiple carboxylase deficiency M ivEEat Lo 270.9
88 Split-hand/ Split-foot malformation R R Hand : 755.58
(SHFM) Foot : 755.67
89 Metachromatic Leukodystrophy (MLD ) [MLD i i ¥ 330.0
90 Campomelic dysplasia with autosomal ~ |‘&4p 3 5 3 2 % {4 %] 7 5] 758.89
sex reversal
91 Osteopetrosis FEFEE 756.52
92 Carbohydrate-deficiency glycoprotein BRI &R 2 PE e R 1R 277.9
syndrome
93 Trimethylaminuria LAy 277.8
94 Congenital generalized lipodystrophy AX B REREFEET LR 272.6
Multiple pterygium syndrome i Fed 1 i 759.89
95
96 Idiopathic Infantile Arterial Calcification |43 [+ 88 28 "% A it g 747.89
97 Miller Dieker syndrome Miller Dieker & i ¥ 742.2
98 Medium-chain acyl-coenzyme AP sargipiid @224 L 277.8
dehydrogenase deficiency (MCAD )
99 Hyperprolinemia B RPA b R 270.8
100 Cystic fibrosis Fo R 277.00
101 Pyruvate dehydrogenase deficiency PR AML frad 27 271.8
102 Neuronal ceroid lipofuscinosis A R P AR T R AR 330.1
103 Meleda disease Meleda i 757.39
104 Neurofibromatosis type 11 M ERRBEEEES - ) 237.72
105 Alexander disease Alexander 331.89
106 ACTH resistance B Hf}{ A B E B 253.4
107 la-hydroxylase deficiency lo-3 1 fiv sk £ i3 3 255.2
108 Stiffperson syndrome ERR 3 333.91
109 Primary Pulmonary Hypertension > PPH | g, PR e 416.0
110 Cornelia de Lange syndrome Cornelia de Lange = Jg iF ¥ 759.89
111 Pseudoachondroplastic dysplasia Bt FT 2 > 756.4
112 Rubinstein-Taybi syndrome Rubinstein-Taybi = jg iz ¥ 759.89
113 Facioscapulohumeral muscular SR RAREL I S5 359.1
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dystrophy
114 Bartter's syndrome Bartter = jg i ¥ 255.1
115 Short-chain acyl-CoA dehydrogenase wph AR & fEA LR 277.8
deficiency
116 Homozygous proetin C  deficiency FAFLF b0 FCHLR 273.3
117 ol- Antitrypsin  deficiency al-$00% 3o fF ik Lo 277.6
118 Tyrosine hydroxylase deficiency fit ViRfL 2 Y fF s £k 270.2
119 Aromatic L-amino acid decarboxylase 5 o vk B AT R 2 R AT A 270.2
deficiency i
120 Congenital adrenal hypoplasia EAPTIRET A 2 759.1
121 Kallmann syndrome Kallmann = j i 2% 253.4
122 Bruton’s agammaglobulinemia E N B E N 5 3 - A 279.04
123 Wiskott- Aldrich Syndrome Wiskott- Aldrich = j i %% 279.12
124 Severe combined immunodeficiency BeE4f & ARk L 279.2
125 Complement Component 8 deficiency AR > 84k L E 279.8
126 Holt-Oram Syndrome Holt-Oram = jg i ¥ 759.89
127 Hereditary spastic paraplegia H il T R 334.1
128 IPEX Syndrome IPEX 7 iz 3% 759.89
(279.8,569.89,
259.8,758.89)
129 Williams Syndrome W R BTN 759.89
130 Joubert syndrome Joubert = jg & ¥ 759.89
(FEM | PRUIINE T 2 )
131 Congenital Interstitial Cell of Cajal | % {2 Cajal X F 5 ‘w¥z 3 2 750.5
Hyperplasia with Neuronal Intestinal [& & g4 ‘g8 v & ¥
Dysplasia
132 Hallerman-Streiff Syndrome AL LR A N iE 756.0
133 Kabuki syndrome I N 759.89
134 Oto-Palato-Digital syndrome B-#g-dy (&) g iE#H 759.89




=

. g e ICD-9-CMAEIE
B B LA (¢ + pREREY)
135 Pelizacus-Merzbacher Disease Pelizacus-Merzbacher = ;& 330.0
(Bt d 3% )
136 Charcot Marie Tooth Disease Charcot Maire Tooth * ;& 356.1
(&7 BA S b )
137 Cerebrotendinous Xanthomatosis el R R 2727
138 Darier’s disease Darier % 757.39
(<51 p)
139 Conradi-Hunermann syndrome Conradi-Hunermann = ;& iz % 756.59
140 Andersen syndrome Andersen = i g # (&R 359.3+
REG D PR G b 426.89
SRR
141 Kennedy Disease H B g 335.8
(F REU RE R X )
142 Dyskeratosis  Congenita EX AT Do 757.39
143 Treacher Collins Syndrome Treacher Collins = Jg & ¥ 756.0
144 Familial Amyloidotic Polyneuropathy | 7% i 4 #4040 sppm e || 277.3+357.4
145 Robinow Syndrome Robinow = jt iz ## 759.89
146 Hereditary Hemorrhagic Telangiectasia S QLA e Lk 448.0
147 Glut (Glucose Transport) 1 deficiency ik F &Pﬁ%b%w%ﬁié% Fe 271.8
syndrome
148 Hyperornithinemia-Hyperammonemia- |8 5 *%f& & JE-% £ o JE-8 1 270.6
Homocitrullinuria Syndrome VB v JE TR TE B
149 Myotubular Myopathy el E R % 359.0
150 Pfeiffer syndrome Pfeiffer = i 1% 3% 755.55
151 Pantothenate Kinase Associated |Z & B jpopis B B2 40 AT (2 271.9
Neurodegeneration (PKAN) P
152 Hyper-IgM syndrome B AL Y Mg iz 279.05
153 Nail-Patella Syndrome dp (ib) ° ¥F g i3 756.89
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