PAE | ESREAC) | 1cD-9-c™m | ICD-10-CM
ASERMEAH R
OALJRZIEER I FH Urea cycle disorders (Il EUE )
Al 01 e R PR ZEER (e Congenital Urea cycle disorders 270.6 E72.20
02 NG AE Citrullinemia 270.6 E72.23
03 R o B ER = Nitroacetylglutamate synthetase 270.6 E72.29
deficiency, NAG synthetase deficiency
04 SR 2 R B AR IEER = fiE | Ornithine transcarbamylase deficiency 270.6 E72.4
05 & B I - = AU -2 I |Hyperornithinemia-Hyperammonemia- 270.6 E72.4
JEI M (A Homocitrullinuria Syndrome
© A2 RrELlEI5 1R (R H 2 E Amino acid metabolic disorders / Organic acidemias
A2 01 [racRi vt Amino acid metabolic 270.9 E72.8
disorders(Aminoacidopathies)
02 1= PR ITE Homocystinuria 270.4 E72.11
03 15 A e [T Hypermethioninemia 270.4 E72.19
04 RV = H e i Nonketotic hyperglycinemia 270.7 E72.51
05 REAPRIE Phenylketouria 270.1 E70.0
06 VO RFLIENSER = fE Tetrahydrobiopterin deficiency 270.1 E70.1
07 8 {8 M = B B T Hereditary tyrosinemia 270.2 E70.21
08 HEHE PR E Maple syrup urine disease 270.3 E71.0
09 AN I i Organic acidemias 270.9 E71.118
10 NI E Isovaleric academia 270.3 E71.110
11 PRZEEIRIE » 55—~ 555 |Glutaric aciduria type I ~ T 270.9 type I : E72.3
typell : E71.313
12 PIRRITIE Propionic academia 270.3 E71.121
13 FRERPN —l&TiE Methylmalonic acidemia 270.3 E71.120
14 3-GFA-3-F R K T RRIUE 3-Hydroxy-3-methyl-glutaric acidemia 270.9 E71.118
15 BRI PR & D RG] 28 |PAH type PKU combine with Sucrase- 271.3+270.1 E74.31+E70.0
SEENGEL = E isomaltase deficiency
16 e R Hyperlysinemia 270.7 E72.3
17 AH el TUE Histidinemia 270.5 E70.41
18 = AR ShRENEAE(LEEZ |3-Methylcrotonyl-CoA carboxylase 270.9 E71.19
= 5E deficiency
19 %S LGS = e Multiple carboxylase deficiency 270.9 D81.819
20 1= i R I [T R Hyperprolinemia 270.8 E72.59
21 LR RS kR e FL S |Aromatic L-amino acid decarboxylase 270.2 E70.9
=E deficiency
22 FigHz i A BB = iE Tyrosine hydroxylase deficiency 270.2 E70.20
© ASFSE IR
A3 01 EEEE Gaucher’s disease 272.7 E75.22
02 GM1/GM2 IR EEFHS EEFSE  |GM1/GM2 gangliosidosis 330.1 GM1 : E75.19
GM2 : E75.00
03 Fabry [GHE Fabry disease 272.7 E75.21
04 Niemann-PickEGIE » #5880 |Niemann-Pick disease 272.7 type A : E75.240
AT type B : E75.241
type C : E75.242
type D : E75.243
other : E75.248
unspedified : E75.249
05 MLDYE(EE: Metachromatic Leukodystrophy ( MLD ) 330.0 E75.25
06 ERAAEAS 0 B = Globoid Cell Leukodystrophy (Krabbe™ s 330.0 E75.23
disease)




OAd K L EWIE T

Ad 01 FFLEMmE Galactosemia 271.1 E74.21
02 HFHiE L FRIE Glycogen storage disease 271.0 type 0 : E74.09
type I : E74.01
type I : E74.02
type Il : E74.03
type IV : E74.09
type V : E74.04
type VI-IX : E74.09
Von Gierke's : E74.01
03 WS I & e g A bl 4B | Glut (Glucose Transport ) 1 deficiency 271.8 E74.8
syndrome
© ASHEHLIE AL
A5 01 HEHhEs & LE B Fatty acid oxidation defect 277.8 E71.30
E71.310
E71.311
E71.312
E71.313
E71.314
E71.318
E71.32
E71.39
02 JE & VE A G = Carnitine deficiency syndrome, primary 2729 E71.41
03 s L | B R G L= E  |Medium-chain acyl-coenzyme A 277.8 E71.311
dehydrogenase deficiency ( MCAD )
04 T SERERE £ S e T Short-chain acyl-CoA dehydrogenase 277.8 E71.312
deficiency
© AGHI &S TR
A6 01 i 4 R B Mitochondrial defect 277.9 E88.40
02 Kearns-Sayre [CRE(ERE Kearns-Sayre syndrome 277.8 H49.811
H49.812
H49.813
H49.819
03 Leigh X IS A BaR e Leigh disease 330.8 G31.82
04 MELASYE(ER: MELAS 758.89 E88.41
05 MNGIEfE R Mitochondrial Neurogastrointestinal 277.9 E88.89
45 M 4 5 BB 22 {8% | Encephalopathy Syndrome
-
06 PRI B HG SR ER = E Pyruvate dehydrogenase deficiency 271.8 E74.4
07 e (R Barth Syndrome 759.89 E78.71
O AT/ BB,
AT 01 BB (T Cystinosis 270.0 E72.04
02 FEZHEE Mucopolysaccharidoses 277.5 E76.3
03 [&staisls (EFtE)  [Fucosidosis 2718 E77.1
04 SR ZER = Sialidosis 272.7 E77.1
05 FEREEE Mucolipidosis 272.7 type I : E77.1
type I ~ II : E77.0
type IV : E75.11
06 LTI A E BE R Neuronal ceroid lipofuscinosis 330.1 E75.4
© ASBJEENE K F5E {5t 55 Cholesterol and Lipid metabolism
A8 01 E&THRiEESEERME |Homozygous familial hypercholesterolemia 272.0 E78.0
02 S M = L EE SR T Familial Hyperchylomicronemia 272.3 E78.3
03 TEEME (FEYM) Sitosterolemia 272.0 E78.0
O AT
A9 01 R AR T Wilson’s disease 275.1 E83.01
02 Menkes JE{ZEE Menkes syndrome 759.89 E83.09
03 HERE G = E Molybdenum cofactor deficiency 277.8 E61.5




OALOHE (LR R E R

Al0 01 ZellwegertE{“ (3= Zellweger syndrome 277.9 E71.510
02 = LRSS O E BT Adrenoleukodystrophy 272.7 E71.511
E71.520
E71.521
E71.528
E71.529
03 A Bl BE S 28 5K B |Rhizomelic Chondrodysplasia Punctata 277.8 E71.540
OALLEAAH
All 01 LB E Porphyria 277.1 E80.20
E80.21
E80.29
02 Lesch-Nyhan (G e (R Lesch-Nyhan syndrome 277.2 E79.1
03 aohi RS EEREL Sulfite oxidase deficiency 270.0 E72.19
04 K LS = MR EEEE | Carbohydrate-deficiency glycoprotein 277.9 E77.8
syndrome
05 BT Trimethylaminuria 277.8 E72.52
06 SRR BHEEESE RN B  |Congenital generalized lipodystrophy 272.6 E88.1
07 HSSS e o S R Cerebrotendinous Xanthomatosis 272.7 E75.5
08 (R REEEHAE Hypophosphatasia 275.3 E83.39
E83.31
09 Betalii fifE i = fit Beta-Ketothiolase Deficiency 270.3 E71.19
B o 2 S
B1 01 S B MERE BIE Multiple sclerosis 340 G35
02 e e e (s Amyotrophic lateral sclerosis (ALS) 335.20 Gl12.21
03 RSN B ISR E (=R | Ataxia telangiectasia 334.8 G11.3
04 =T IEE FERTE Huntington disease( X ffHuntington's 333.4 G10
05 Pt B R (R Rett syndrome 330.8 F84.2
06 B EEMEHLIAZEYEE Spinal muscular atrophy 335.10 G12.9
07 B EE/ NSRBI EENE T 2 E | Spinocerebellar ataxia 334.3 G11.1
08 SEETMERE(E Tuberous sclerosis 759.5 Q85.1
09 SRR R BURVE & FF4E T-E | Congenital insensitivity to pain with 705.0 L74.4
anhidrosis ( CIPA)
10 YCE A AR (RS Neurofibromatosis type II 237.72 Q85.02
11 Alexander (5" Alexander disease 331.89 E75.29
12 (ERaE (Rt Stiffperson syndrome 333.91 G25.82
13 EE MR M BiE Hereditary spastic paraplegia 334.1 Gl11.4
14 JoubertFCIEERE (SEME/INE |Joubert syndrome 759.89 Q04.3
e )
15 Pellzaeus MerzbacherfGfiE (12 |Pelizaeus-Merzbacher Disease 330.0 E75.29
A el B R BB T )
16 Charcot Maire ToothfGiE(#{T [Charcot Marie Tooth Disease 356.1 G60.0
PERRER A S )
17 Hif il KE (B B B LA |Kennedy Disease 335.8 G12.20
ZEYEIE) Gl12.21
G12.22
G12.29
18 FEME TR e 25 38 1 1 4% 5 2% | Familial Amyloidotic Polyneuropathy 277.3+357.4 E85.1
19 MoebiusyiE{EE: Moebius syndrome 352.6 Q87.0
20 McleodE(EEE Mcleod syndrome 758.81 J43.0
21 Aicardi-GoutieresfiE [ fE Aicardi-Goutieres syndrome 330.0 G31.89
22 e R TR EE Proteus Syndrome 759.89 Q87.3
23 MECP2 4 & EEEE Methyl CpG binding protein 2 Duplication 330.8 Q99.8
Syndrome
( MECP2 Duplication Syndrome )
24 SR NAEE (B Cerebro-Costo-Mandibular Syndrome 759.89 Q87.89




C IPIRTER SRS

C1 01 T o B H BhHAREE (e Idiopathic Infantile Arterial Calcification 747.89 Q28.8
02 TR LT Cystic fibrosis 277.00 E84.9
03 JE 2% M At Eh R = BR Primary PulmonaryHypertensionPPH 416.0 127.0
04 Holt-Oram G E(EEE Holt-Oram Syndrome 759.89 Q87.2
05 AndersenfCEMEEE (CaEf{#EE |Andersen syndrome 359.3+ E74.09
BES AR © $PHE 426.89
AR )
06 8 B T R I R TR Hereditary Hemorrhagic Telangiectasia 448.0 178.0
07 = SR R EE Asphyxiating thoracic dystrophy 756.4 Q77.2
08 SRt FE M SRR 2 S (B B+ | Congenital Central Hypoventilation 327.25 G47.35
D JH{bLA&mEE
D1 01 HETT M B MR BT N I s B2 E | Progressive intrahepatic cholestasis,PFIC 751.69 K83.1
02 S RN RN S R b Inborn errors of bile acid synthesis 277.9 E78.70
03 al-YiiEE s E al- Antitrypsin deficiency 277.6 E88.01
04 SR Cajal G [ 4 4= & Congenital Interstitial Cell of Cajal 750.5 Q43.8
DEfEETRA T 88 B Hyperplasia with Neuronal Intestinal
05 Rl S B (R Alagille Syndrome 759.89 Q44.7
E EBWK 2 S E
El 01 Lowe FCE{BRE Lowe syndrome 270.8 E72.03
02 Bartter (G E R RE Bartter’s syndrome 255.1 E26.81
03 Beu i galE M 22 B MR BB | Autosomal recessive polycystic kidney 753.14 Q61.19
Fesiis
F1 01 BB MR i S R K RE Hereditary epidermolysis bullosa 757.39 Q81.9
02 JEIR E e ( EESfEMEEE  |Lchthyosis, lamellar recessive 757.1 Q80.2
03 RS 5L Collodion baby 757.1 Q80.2
04 B 5 B g Harlequin ichthyosis 757.1 Q80.4
05 TK RIS Ko fa s 41 B2 iE | Bullous Congenital ichthyosiform 757.1 Q80.3
CREGARRIEF{LEEYE)  lerythoderma (epidermolytic
06 YN B3 A R BLE Ectodermal Dysplasias 757.31 Q82.4
07 Meleda B ¥ Meleda disease 757.39 Q82.8
08 DarierfCyE (FZEALFE) Darier’s disease 757.39 Q82.8
09 SR B EE Dyskeratosis Congenita 757.39 Q82.8
10 RS AL E SRS Diffuse Non-epidermolytic Palmoplantar 757.39 Q82.8
Keratoderma type Unna-Thost
11 ZL T Incontinentia Pigmenti 757.33 Q82.3
12 NethertonJiE {7 EE Netherton Syndrome 757.1 Q80.3
G PlLpms
Gl 01 EEEIT AL AT Duchenne muscular dystrophy 359.1 G71.0
02 NemalineZg. A BJL A Ip5 8 Nemaline Rod Myopathy 359.0 G71.2
03 Schwartz Jampel [ E(ZEEE Schwartz Jampel syndrome 756.89 G71.13
04 AR BEIE Myotonic dystrophy 359.2 G71.11
05 H S LT Facioscapulohumeral muscular dystrophy 359.1 G71.0
06 BN Myotubular Myopathy 359.0 G71.2
07 Hre BIH AT Becker Muscular Dystrophy 359.1 G71.0
08 Freeman-Sheldon [ JE = EE Freeman-Sheldon syndrome 759.89 Q87.0
09 R AR S BT Limb-girdle muscular dystrophy 359. 1 G71.0




WO A SIE

Achondroplasia

756.4

Q774

B I

Osteogenesis imperfecta

756.51

Q78.0

ISR 3R

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

04

Cleidocraninal dysplasia

755.59

Q74.0

05

Fibrodysplasia Ossificans Progressiva

728.11

M61.10
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
M61.177
M61.178
M61.179

M61.18

M61.19

06

R

p

dn
ol
ffl
bl

Split-hand/ Split-foot malformation (

SHFM )

hand755.58
foot755.67

Q71.60
Q7161
Q71.62
Q71.63
Q72.70
Q72.71
Q72.72
07273

07

HE AL

Osteopetrosis

756.52

Q78.2

08

BT~

Pseudoachondroplastic dysplasia

756.4

Q77.8

09

LM E RS AN RE

Multiple Epiphyseal Dysplasia

756.56

Q783




| 4hGRaHSNE

11 | 01 PeRaEgraisssE S0 |Ehlers Danlos syndromelV 756.83 Q79.6
J MR
J1 01 BRI Thalassemia major 282.4 D56.0
D56.1
02 [/ hR 8 ST Thrombasthenia 287.1 D69.1
03 EERFEETFELECH = |Homozygous proetin C deficiency 273.3 D68.59
04 PR & 1 7K T I 4T ZE PR Paroxysmal Nocturnal Hemoglobinuria 283.2 D59.5
05 SRS ME PR B A MU (B B Atypical Hemolytic Uremic Syndrome 283. 11 D59. 3
K Ry
K1 01 JE 3 M8 A S e Chronic primary granulomatous disease 288.1 D71
02 SRS I ER R HEE(RREE | Congenital Hyper IgE syndrome 288.1 D82.4
03 FEER (R RIEERE O MME  |Bruton’s agammaglobulinemia 279.04 D80.0
04 Wiskott- Aldrich & E(zERE Wiskott- Aldrich Syndrome 279.12 D82.0
05 B B ST = Severe combined immunodeficiency 279.2 D81.0
D81.1
D81.2
D81.9
06 e R (8= iE Complement Component 8 deficiency 279.8 D84.1
07 IPEX JE{EEE IPEX Syndrome 759.89 ( E31.0
279.8 »
569.89 »
259.8 »
08 SRR R I ME(EEE Hyper-1gM syndrome 279.05 D80.5
09 vy THEZEZRE LG Interferon y receptor 1 deficiency 279.4 D84.8
L NG ER
L1 01 Kenny-Caffey X fiE (ERE Kenny-Caffey syndrome 759.89 Q87.1
02 BB AR IR EEEE Pseudohypoparathyroidism 275.49 E20.1
03 PR (AR EE (o) #E | X-linked hypophosphatemic rickets 275.3 E83.31
04 Laron [C R {EE(ERE Laron syndrome ( Laron Dwarfism ) 259.4 E34.3
05 Bardet-Bied |G EREEE Bardet-Biedl syndrome 759.89 Q87.89
06 Alstrom[G fE (R Alsrtom Syndrome 759.2 Q87.89
07 Frag: o) bR RIRE B 25l 45 | Persistent hyperinsulinemic hypoglycemia of 251.1 E16.1
(U infancy (PHHI)
08 WolframE& fiE (EEE Wolfram syndrome - DIDMOAD 277.9 E88.9
09 McCune Albright (G e {5 E McCune Albright syndrome 756.59 Q78.1
10 IS E RN B R MR EAE] Campomelic dysplasia with autosomal sex 758.89 Q99.8
reversal
11 B R R ACTH resistance 253.4 E27.49
12 1o-FA LEGEL = fE (R la-hydroxylase deficiency 268.0 E25.0
13 KRR PRS2 Congenital adrenal hypoplasia 759.1 Q89.1
14 Kallmannt& g (EEE Kallmann syndrome 2534 E23.0
M SRR
M1 01 Aarskog-Scott (X E(ERE Aarskog-Scott syndrome 759.89 Q87.1
02 FLAMAMR R Waardenburg syndrome 270.2 E70.8
03 EARIE Apert syndrome 755.55 Q87.0
04 Smith-Lemli-Opitz [ E(EEE Smith-Lemli-Opitz syndrome 759.89 E78.72
05 LarsenfCE(ERE (BEZ-4 KM |Larsen syndrome 755.8 Q74.8
HE AT fE(EERE )
06 Beckwith Wiedemann[& i {#E+ |Beckwith Wiedemann syndrome 759.89 Q87.3
07 CrouzonXJE{7RE Crouzon syndrome 756.0 Q75.1
08 FraserfCEEEE Fraser syndrome 759.89 Q87.0
09 BRI R Multiple pterygium syndrome 759.89 Q79.8
10 Cornelia de Lange[& i {EE: Cornelia de Lange syndrome 759.89 Q87.1
11 Y - AR T T (R B Hallerman-Streiff Syndrome 756.0 Q87.0
12 IR E (R Kabuki syndrome 759.89 Q89.8
13 H-#E-45 (k) EEEE Oto-Palato-Digital syndrome 759.89 Q87.0
14 Conradi-Hunermannf&iEf#EEE | Conradi-Hunermann syndrome 756.59 Q77.3
15 Treacher CollinstC iR Treacher Collins Syndrome 756.0 Q75.4
16 Robinow G E(EE: Robinow Syndrome 759.89 Q87.1
17 Pfeiffer (e {7E: Pfeiffer syndrome 755.55 Q87.0




18 V2 B EE e R 1H4E 3R 14 | Pantothenate Kinase Associated 277.9 G23.0
PR Neurodegeneration (PKAN )
19 f5 (Bb) HHEEEEFRE Nail-Patella Syndrome 756.89 Q87.2
20 CFCYE(EE: Cardiofaciocutaneous Syndrome 759.89 Q87.89
21 Peters-PlusfiE fE=E Peters-Plus syndrome 743.44 Q134
22 NagerfE R Nager Syndrome 756.0 Q75.4
23 CHARGEE{#EE CHARGE Syndrome 759.89 Q89.8
N Zeigsts
N1 01 Angelman{iEREEE Angelman syndrome 759.89 Q93.5
02 DiGeorge’sfE(ZRE DiGeorge’s syndrome 279.11 D82.1
03 Prader-Willi EC (=R Prader-Willi syndrome 759.81 Q87.1
04 JE R AR EC R ~ R R~ MRS |W A G R syndrome ( Wilms’ tumor- 759.89 Q87.89
B EERERTEEEE (WA |Aniridia-Genitourinary Anomalies-mental
G RIE(ERE) Retardation )
05 Miller Dieker fEfEEE Miller Dieker syndrome 742.2 Q93.88
06 Rubinstein-Taybi (% fiE (R Rubinstein-Taybi syndrome 759.89 Q87.2
07 JEFRHT TG (R Williams Syndrome 759.89 Q93.89
08 Von Hippel-LindaujiE =R Von Hippel-Lindau disease 759.6 Q85.8
09 Branchio-Oto-Renal JE{#EE: Branchio-Oto-Renal Syndrome ( BOR 759.89 Q87.89
( BOR JEEE) Syndrome )
Z  HAR A B R
Z1 01 Cockaynef& jiE (&R Cockayne syndrome 759.89 Q87.1
02 FE Hutchinson Gilford progeria syndrome 259.8 E34.8
03 E2-HF-IIEIRRE Tricho-hepato-enteric syndrome 759.7 Q89.7
04 Stargardt *sEGfE Stargardt’s disease 362.75 H35.50
05 T M e DT A Occult Macular Dystrophy ;0MD 362.76 H35.50




