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EIEATS TS YT [P | Ezs) | ico-o-cmg | icp-10-cmsgaE s
ASeRIERHEE
OALFR Z1EEA (U ¥ Urea cycle disorders (7= &E )
01 Al 01 S RN R Z TR R Rt Congenital Urea cycle disorders 270.6 E72.20
01| o1 02 JIRE R fE Citrullinemia 270.6 E72.23
o1 | o2 03 R s BRI = Nitroacetylglutamate synthetase deficiency,NAG 270.6
synthetase deficiency E7229
01| 03 04 el & F RS RS B = i Ornithine transcarbamylase deficiency 270.6 E72.4
148 05 = B Bl U -2 S E - = T B T e TE (B Hyperornithinemia-Hyperammonemia- 270.6
Homocitrullinuria Syndrome Er24
© A2 fiEFLEE I 1 5 5% Amino acid metabolic disorders / Organic acidemias
02 A2 01 [ R Amino acid metabolic 2709 E72.8
02 | oL 02 |wikREms T Homocystinuria 2704 E72.11
02| oL |1 03 [ ER AR ILE Hypermethioninemia 2704 E72.19
02 | 03 04 R o Pl e Nonketotic hyperglycinemia 270.7 £72.51
02 04 05 S BRI Phenylketouria 270.1 E70.0
02| o5 06 VUGS = i Tetrahydrobiopterin deficiency 270.1 E70.1
02 | 06 07 | Hereditary tyrosinemia 2102 E70.21
02 07 08 R PRIE Maple syrup urine disease 270.3 E71.0
09 09 [AHERILEE Organic acidemias 2709 E71.118
09 | o1 10 EIyqidiibng Isovaleric academia 270.3 E71.110
09 | 02 11 TR ZERIRAE > B8~ S5 AY Glutaric aciduria type T ~ 1T 270.9 type I : E72.3
typell : E71.313
09 | 03 12 Pl IE Propionic academia 270.3 E71.121
09 | 04 13 HH L — FE Methylmalonic acidemia 270.3 E71.120
09 | 05 14 3G -3 AL R BR UE 3-Hydroxy-3-methyl-glutaric acidemia 270.9 E71.118
48 15 BTSSR FRE & (4 e FE R [5) 28 SFAR R B = iE PAH type PKU combine with Sucrase-isomaltase 271.3+270.1
L E74.31+E70.0
deficiency
84 16 e I (U Hyperlysinemia 270.7 £72.3
S 17 SE A e Histidinemia 270.5 E70.41
86 18 = HRE O RREEGAS (LEE R = T 3-Methylcrotonyl-CoA carboxylase deficiency 270.9 E71.19
87 19 SL e LB I Multiple carboxylase deficiency 270.9 D81.819
99 20 en P LI Hyperprolinemia 270.8 £72.50
119 21 75 B L R SRR R A B G = Aromatic L-amino acid decarboxylase deficiency 270.2 00
E70.
118 22 Hifs el KA B Rl R = iE Tyrosine hydroxylase deficiency 270.2 £70.20
23 FHELPN W Of e B BRI (Cbl CHY) Cobalamin C defect ( Methylmalonic aciduria
o E71.120+E72.11
and Homocystinuria,cb1C type
© A3t
05 A3 01 EEEAE Gaucher’s disease 272.7 E75.22
20 02 GM1/GM2H AL HE EE A GM1/GM2 gangliosidosis 330.1 GM1 : E75.19
GM2 : E75.00
52 03 Fabry [CHiE Fabry disease 272.7 E75.21
54 04 Niemann-Pick[CE » #HEE6E RS EEHUE Niemann-Pick disease 272.7 type A : E75.240
type B : E75.241
type C : E75.242
type D : E75.243
other : E75.248
unspedified : E75.249
89 05 MLDJE(ERE Metachromatic Leukodystrophy (MLD ) 330.0 £75.25
06 BRARRERS (B T Globoid Cell Leukodystrophy (Krabbe™ s 330.0 E75.23
07 REAAL ARG AR AR RS = CUBHR 2 Infantile form Lysosomal Acid Lipase Deficiency
; . . 2721 E755
JiE ) (Wolman Disease )
OAAIALE I S H
10 A4 01 EFHEE Galactosemia 2711 E74.21
19 02 FF R (T Glycogen storage disease 271.0 type 0 : E74.09
typel : E74.01
type I : E74.02
type IT : E74.03
type IV : E74.09
type V : E74.04
type VI-IX : E74.09
Von Gierke's : E74.01
147 03 B IS o P e e i 15 G Glut (Glucose Transport) 1 deficiency syndrome 271.8 E74.8
© A5G AL
11 A5 01 HERiE S b/E G Fatty acid oxidation defect 2771.8 E71.30
E71.310
E71.311
E71.312
E71.313
E71.314
E71.318
E71.32
E71.39
11| o1 02 JF B VE R = Carnitine deficiency syndrome, primary 272.9 E71.41
98 03 chERE R L S B R Medium-chain acyl-coenzyme A dehydrogenase 277.8
deficiency (MCAD) E71.311
15 04 i SERS T I = e = e Short-chain acyl-CoA dehydrogenase deficiency 271.8 E71312




12 A6 01 BAERG Mitochondrial defect 277.9 £88.40
12 | o1 02 Kearns-Sayre (X i Kearns-Sayre syndrome 277.8 H49.811
H49.812
H49.813
H49.819
12| 02 03 Leigh [X 2 A M 2 il 2 Leigh disease 3308 G31.82
12 | 03 04 MELASH (B MELAS 758.89 E88.41
12 04 05 MNGIESE(RERE Mitochondrial Neurogastrointestinal 277.9
T A5 B TR S S Encephalopathy Syndrome E88.49
101 06 PR B R A = Pyruvate dehydrogenase deficiency 271.8 744
07 R ERRE Barth Syndrome 759.89 E78.71
© AT/ N
02 | 02 A7 01 |mm§m¢ Cystinosis 270.0 £72.04
28 02 L2 EE Mucopolysaccharidoses 2775 Typel :
E76.01
E76.02
E76.03
Typell :
E76.1
Other :
E76.210
E76.211
E76.219
E76.22
E76.29
Unspecified :
E76.3
41 03 EHEEEAE AT (REE) Fucosidosis 271.8 £771
63 04 HERERE R R Sialidosis 272.7 E771
79 05 FEAREAE Mucolipidosis 272.7 typel : E77.1
type I ~ III : E77.0
type IV : E75.11
102 06 AT R i H B R Neuronal ceroid lipofuscinosis 330.1 £75.4
07 S E AR IS EREL = iE Multiple sulfatase deficiency E75.29
© ABJfE[H| % K, HEE {{#f 5  Cholesterol and Lipid metabolism
46 A8 01 [Gl&F e = B E B AE Homozygous familial hypercholesterolemia 272.0 £780
67 02 G v FUBE SR LR Familial Hyperchylomicronemia 272.3 £78.3
A9 | 03 03 DEEME (FEYE) Sitosterolemia 2720 E78.0
OASHE T
6 A9 01 e R AR B Wilson’s disease 275.1 E83.01
51 02 Menkes JiE(ZEE Menkes syndrome 759.89 £83.09
03 SHIHERER = Molybdenum cofactor deficiency 277.8 E615
OAL0E A LA U 52 AU 3
39 AL0 01 [zellwegeriE(zEE Zellweger syndrome 2179 E71510
73 02 YRR RS e Adrenoleukodystrophy 272.7 E71.511
E71.520
E71.521
E71.528
E71.529
Z1 | 04 03 HAT I BRI S SR B Rhizomelic Chondrodysplasia Punctata 277.8 E71.540
OALLHEAM G
03 All 01 LEE Porphyria 277.1 E80.20
E80.21
E80.29
26 02 Lesch-Nyhan{CyE (B Lesch-Nyhan syndrome 2772 E79.1
N 03 TS N A S LA = Sulfite oxidase deficiency 270.0 E72.19
92 04 K b & ® = B CEREE Carbohydrate-deficiency glycoprotein syndrome 2779 E778
93 05 = FEL R R Trimethylaminuria
277.8 E72.52
94 06 SRV BIEE S ER BT Congenital generalized lipodystrophy 272.6 E£88.1
137 07 RS REE M SR E Cerebrotendinous Xanthomatosis 272.7 E75.5
08 (KA FEEE Hypophosphatasia 275.3 E83.39
E83.31
09 Betalifi fi#B ik = i Beta-Ketothiolase Deficiency 270.3 E71.19
10 ERUES 7SN Biotinidase Deficiency 271.6 D81.810
B S EDE IS
04 Bl 01 EZ easdletng Multiple sclerosis 340 G35
08 02 B ZE L = Amyotrophic lateral sclerosis (ALS) 335.20 G12.21
16 03 e LS [ AIIK=¢i Tiegna c3m Ataxia telangiectasia 334.8 G113
22 04 T E SR Huntington disease( X f#Huntington's chorea) 333.4 G10
31 05 EGIE Rett syndrome 330.8 F84.2
32 06 AREMEAAZEGE Spinal muscular atrophy 335.10 G129
33 07 A8/ NERA B E i Spinocerebellar ataxia 334.3 G1L1
36 08 SEETETELIE Tuberous sclerosis 759.5 Q85.1




71 09 SR BUEE & DHETE Congenital insensitivity to pain with anhidrosis ( 705.0 744
CIPA) )
104 10 JERE (B EFEE — Al Neurofibromatosis type II 237.72 085.02
105 11 Alexander [ Alexander disease 331.89 £75.29
108 12 (ERSERE Stiffperson syndrome 333.91 G25.82
127 13 JEETEREE ey i Hereditary spastic paraplegia 334.1 Gll4
130 14 JoubertECTEERE (M NS IB[H#ER4) Joubert syndrome 759.89 Qua3
135 15 Pelizaeus-Merzbacher (G fE (181 522 AU #{LE ) |Pelizaeus-Merzbacher Disease 330.0 E75.29
136 16 Charcot Maire Toothf& i (EETT P& HERES Z245E)  |Charcot Marie Tooth Disease 356.1 6600
141 17 o 4 2 T (B R A R R A ) Kennedy Disease 335.8 G12.20
G12.21
G12.22
G12.29
144 18 FIEMERE 2 3 M4 Familial Amyloidotic Polyneuropathy 277.3+357.4 E85.1
Bl 18 19 MoebiusiE{EEE Moebius syndrome 352.6 Q87.0
20 McleodfEEEE Mcleod syndrome 758.81 Qu7.8
Q98.8
21 Aicardi-GoutieresiE{EEE Aicardi-Goutieres syndrome 330.0 G31.89
22 W B HETRE (AR Proteus Syndrome 759.89 0873
23 MECP2 & & iEf R Methyl CpG binding protein 2 Duplication 330.8 99.8
Syndrome Q99.
24 BSBh/ N RS Cerebro-Costo-Mandibular Syndrome 759.89 Q87.89
25 Darve tiE{ERE Dravet Syndrome,DS G40.311
26 B B S Vanishing White Matter Disease G37.8
. . 109105 13 H AL 18 A
Pantothenate Kinase Associated
355 i e e i ] SEST R - M B . 27/ \ A (7 T 7S ] iy ks
151 18 [mEmHER R Neurodegeneratian (PKAN ) 2119 G230 A e 2
FB1-27
e e e s Phospholipase A2 associated 109410 H 13 F A vE A
e e e RS- . !
28 i HEE R ARRSA2BRIE 2 th AR B neurodegeneration(PLAN) G23.0 A
C  IPIRAEE 2
96 C1l 01 i B G BRI Idiopathic Infantile Arterial Calcification 747.89 Q288
100 02 Cystic fibrosis 277.00 £84.9
109 03 i ES A B E IR S R Idiopathic or Heritable pulmonary arterial 416.0 127.0
hypertension (IPAH or HPAH ) ) )
126 04 Holt-Oram & i EE Holt-Oram Syndrome 759.89 087.2
140 05 AndersenfXSEERE (0 BN AEAMERTEERE  |Andersen syndrome 359.3-+426.89 £74.09
BE SRR :
146 06 M M SRR Hereditary Hemorrhagic Telangiectasia 448.0 178.0
07 BT Asphyxiating thoracic dystrophy 756.4 Q77.2
08 e R A R e R Congenital Central Hypoventilation Syndrome 327.25 64735
D JM{LRHRE
40 D1 01 LT Z R R I e e Progressive intrahepatic cholestasis,PFIC 751.69 K83.1
41 02 SRR RS & R R R Inborn errors of bile acid synthesis 277.9 E£78.70
117 03 [al-HiiE AR al- Antitrypsin deficiency 2176 E88.01
131 04 SR Cajal (& e E AlIH G 4= & fHig &0t # E % |Congenital Interstitial Cell of Cajal Hyperplasia 750.5 13.8
i1 with Neuronal Intestinal Dysplasia Q43.
D1 | 05 05 [l WO R Alagille Syndrome 759.89 Q44.7
E  BHRCBIR
27 El 01 Lowe [CIE(BEE Lowe syndrome 270.8 £72.03
114 02 Bartter[CfE{#EEE Bartter’s syndrome 255.1 E£26.81
El 03 03 s (B 52 B M T B Autosomal recessive polycystic kidney disease 753.14 Q6119
21 F1 01 TR MR R o R K E Hereditary epidermolysis bullosa 757.39 Q8L9
24 02 JEA e ([ RaRE M (AY) Lchthyosis, lamellar recessive 757.1 Q80.2
56 03 FERE 5 Collodion baby 757.1 080.2
57 04 B (21 Harlequin ichthyosis 757.1 0804
58 05 TKGEFI S RN f SRR AT RO (FER R AL |Bullous Congenital ichthyosiform erythoderma ( 757.1 20.3
JEAE) epidermolytic hyperkeratosis ) Q80.
69 06 SRR AR RAE Ectodermal Dysplasias 757.31 0824
103 07 Meleda &% Meleda disease 757.39 0828
138 08 DarierfCie (FEEALRE) Darier’s disease 757.39 0828
142 09 SRR 2 Dyskeratosis Congenita 757.39 0828
F1 10 10 R S A e e =) Diffuse Non-epidermolytic Palmoplantar 757.39 828
Keratoderma type Unna-Thost Q82
F1 ]| 11 11 BRLTHE Incontinentia Pigmenti 757.33 0823
F1 12 12 NethertonfiE {EEE Netherton Syndrome 757.1 Q803
G HLA#mE
18 Gl 01 SR LA EE Duchenne muscular dystrophy 359.1 G710
49 02 Nemaline4g R HL 4197 5% Nemaline Rod Myopathy 359.0 G712
77 03 Schwartz Jampel F& Jii (B Ef Schwartz Jampel syndrome 756.89 G71.13




81

04

LA ELAE

Myotonic dystrophy

359.2

G71.11

113

05

EEATHEA R 2R

Facioscapulohumeral muscular dystrophy

359.1

G71.0

149

06

MUNERE

Myotubular Myopathy

359.0

G71.2

Gl

07

07

H e RIHLA R E

Becker Muscular Dystrophy

350.1

G71.0

08

Freeman-Sheldon [ Jii: {2 B

Freeman-Sheldon syndrome

759.89

Q87.0

09

AR B AE

Limb-girdle muscular dystrophy

359. 1

G71.0

S RMEAR T

Congenital Muscular Dystrophy

359

G71.0

L ZE R

Central Core Disease

359

G71.2

SN2 AL

Multiminicore Disease

359

G71.2

Emery - Dreifuss L4 &

Emery - Dreifuss Muscular Dystrophy (EDMD)

G71.0

GNEZBIHAIL 2

GNE myopathy

G718

SEFEAEARAE 5

Stormorken syndrome

D69.8

14

Achondroplasia

756.4

Q7.4

29

Osteogenesis imperfecta

756.51

Q78.0

42

Primary Paget disease

731.0

M88.0
M88.1
M88.811
M88.812
M88.819
M88.821
M88.822
M88.829
M88.831
M88.832
M88.839
M88.841
M88.842
M88.849
M88.851
M88.852
M88.859
M88.861
M88.862
M88.869
M88.871
M88.872
M88.879
M88.88
M88.89
M88.9

14

04

Cleidocraninal dysplasia

755.59

Q74.0

50

05

Fibrodysplasia Ossificans Progressiva

728.11

TVIOT TU

M61.111
M61.112
M61.119
M61.121
M61.122
M61.129
M61.131
M61.132
M61.139
M61.141
M61.142
M61.143
M61.144
M61.145
M61.146
M61.151
M61.152
M61.159
M61.161
M61.162
M61.169
M61.171
M61.172
M61.173
M61.174
M61.175
M61.176

88

06

AT

Split-hand/ Split-foot malformation ( SHFM )

hand755.58
foot755.67

Q71.60
Q71.61
Q71.62
Q71.63
Q72.70
Q7271
Q7272
Q72.73

91

07

BROLE

Osteopetrosis

756.52

Q78.2

111

08

(Rt IR

Pseudoachondroplastic dysplasia

756.4

Q77.8

H1

09

09

ZRIEEHREE N RIE

Multiple Epiphyseal Dysplasia

756.56

Q78.3

80

|Eh|ers Danlos syndromeIV

756.83

Q79.6

) MR

35

J1 | 01

Thalassemia major

2824

D56.0
D56.1
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02

i/ MRS TE

Thrombasthenia

287.1

D69.1
116 03 [EERETFEEECH=E Homozygous protein C deficiency 2733 D68.59
Z1 05 04 P& MR TR S AL ZE R E Paroxysmal Nocturnal Hemoglobinuria 283.2 D59.5
05 SRS PR B A (R B Atypical Hemolytic Uremic Syndrome 283.11 D59.3
65 K1 01 JER G B M A B R Chronic primary granulomatous disease 288.1 D71
82 02 e RS RS ERE H ENE (R Congenital Hyper IgE syndrome 288.1 D82.4
122 03 TBEGER R R E R & H ME Bruton’s agammaglobulinemia 279.04 D80.0
123 04 Wiskott- Aldrichf& fiE{z R Wiskott- Aldrich Syndrome 279.12 D82.0
124 05 B E SR I = E Severe combined immunodeficiency 279.2 D81.0
D81.1
D81.2
D81.9
125 06 TR R (5 8ER = Complement Component 8 deficiency 279.8 D841
128 07 IPEX JE(BERE IPEX Syndrome 759.89 (279.8
569.89 - 259.8 - E31.0
758.89)
152 08 ERIEERE OME(RRE Hyper-IgM syndrome 279.05 D80.5
09 vy THEZ 21 Interferon y receptor 1 deficiency 279.4 D84.8
10
e M M /K B Hereditary Angioedema (HAE) D84.1
L A5
25 L1 01 Kenny-Caffey (& iE {7 R Kenny-Caffey syndrome 759.89 Q87.1
30 02 MR IR BRI EEE Pseudohypoparathyroidism 275.49 E20.1
38 03 Vo A (TR (Rl s B ) (B X-linked hypophosphatemic rickets 275.3 E83.31
59 04 Laron (X GRIBEERE Laron syndrome ( Laron Dwarfism ) 259.4 E34.3
61 05 Bardet-Bied X E(#EE Bardet-Biedl syndrome 759.89 87.89
64 06 Alstrom X fiE 5 Alsrtom Syndrome 759.2 87.89
66 07 FREMEL) 5O AL S 2 R S R R Persistent hyperinsulinemic hypoglycemia of 251.1
infancy (PHHI) E16.1
72 08 Wolfram G fiE B Wolfram syndrome » DIDMOAD 277.9 E88.9
74 09 McCune Albright% i {5 EE McCune Albright syndrome 756.59 Q78.1
90 10 MEEE AR B R R ER Campomelic dysplasia with autosomal sex 758.89
Q99.8
reversal
106 11 B ERR R EZ D ACTH resistance 253.4 E27.49
107 12 25-Hydroxyvitamin D1-Alpha-Hydroxylase
SR A4 A RDUFE A o 268.0 E83.32
Deficiency
120 13 Se R FERREE R4 Congenital adrenal hypoplasia 759.1 Q89.1
121 14 KallmannfGiE R Kallmann syndrome 253.4 E23.0
15 KR A SERERR Permanent Neonatal Diabetes Mellitus 775.1 P70.2
M SRS AE RS
13 M1 01 Aarskog-Scott% fiE R Aarskog-Scott syndrome 759.89 Q87.1
37 02 RO (R Waardenburg syndrome 270.2 E70.8
43 03 AR EE Apert syndrome 755.55 Q87.0
60 04 Smith-Lemli-Opitz FJiE B Smith-Lemli-Opitz syndrome 759.89 E78.72
62 05 Larsen[CE(ERE (SHZU-Se R MERREIEERE) Larsen syndrome 755.8
70 06 Beckwith Wiedemann[t jit (&R Beckwith Wiedemann syndrome
75 07 Crouzon(CEERE Crouzon syndrome
78 08 Fraser[CE(#EREE Fraser syndrome
95 09 23 M BREE R Multiple pterygium syndrome
110 10 Cornelia de Langef& i (ZE+ Cornelia de Lange syndrome
132 11 Y S EE R R R Hallerman-Streiff Syndrome
133 12 Br€ 2rans =i Kabuki syndrome
134 13 H-#2-15 (Bh) R Oto-Palato-Digital syndrome
139 14 Conradi-Hunermann& iE{EEE Conradi-Hunermann syndrome
143 15 Treacher Collinsf& fE(RE: Treacher Collins Syndrome
145 16 Robinow % fiE 2B+ Robinow Syndrome
150 17 Pfeiffer[CEERE Pfeiffer syndrome
5+ 1% 5 AREIHIT Pantothenate Kinase+ iated-Netrodegeneration
153 19 5 (B HREEEERE Nail-Patella Syndrome 756.89 Q87.2
N1 | 19 20 CFCHE(ERE Cardiofaciocutaneous Syndrome 759.89 87.89
21 Peters-Plusfi{#Hf Peters-Plus syndrome 743.44 Q134
22 NagerfiE (=& Nager Syndrome 756.0 Q754
23 |CHARGESE(7EE CHARGE Syndrome 759.89 089.8
24 G- T TR (R \White-Sutton syndrome Q99.8
F84.8
F78
25 TR G TR T A BT Costello syndrome Q87.89
26 Ayme-Gr i ppfiEfEEE Ayme-Gripp syndrome Q87.89
27 Cof fin-LowryfEfERE Coffin-Lowry Syndrome 089.8
N etafsts
15 N1 01 AngelmanftfE(#EE /Angelman syndrome 759.89 Q935
45 02 DiGeorge’sfE[#EE DiGeorge’s syndrome 279.11 D82.1




03

Prader-Willi syndrome

759.81

53 Prader-Willi & fiE g Q87.1

68 04 JE AR R ~ RO R - MRS BV - BEEREREE®  |W A G R syndrome ( Wilms® tumor-Aniridia- 759.89
BE (WAGRIEERE) Genitourinary Anomalies-mental Retardation ) Q87.89
97 05 Miller Dieker fii:{z# Miller Dieker syndrome 742.2 Q93.88
112 06 Rubinstein-Taybif& fE R Rubinstein-Taybi syndrome 759.89 Q872
129 07 BT I E R Williams Syndrome 759.89 Q93.89
08 Von Hippel-LindaufE{Ef Von Hippel-Lindau disease 759.6 085.8
09 Branchio-Oto-Renal i {#RE Branchio-Oto-Renal Syndrome (BOR 759.89 Q8789

(BOR JEMERE) Syndrome ) )
Z  HAARPEER A

17 Z1 01 CockaynefX fiEf# R Cockayne syndrome 759.89 Q87.1
23 02 FE Hutchinson Gilford progeria syndrome 259.8 E34.8
55 03 B2-HF-H R Tricho-hepato-enteric syndrome 759.7 Q89.7
04 Stargardt *sECHiE Stargardt’s disease 362.75 H35.50
05 PR M S B A Occult Macular Dystrophy ;0MD 362.76 H35.50
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