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N R R 4 B2 ICD-9-CM #5485 —
(A FFHEF) 100824

Ex

, P X &3
ARER (¥ IR RS ) C0-8-CHITRR

1 o ~hydroxylase deficiency | o —#8ibigsh 2 95 1% 8% 268.0
3-Hydroxy-3-methyl-glutaric acidemia |[3-& HE-3-F & /X 8 oz 270.9
3-Methylcrotonyl-CoA carboxylase ZHRE GG A BICEE R SR 270.9
deficiency

Aarskog-Scott syndrome Aarskog-Scott KJE 1% 8% 759. 89
Achondroplasia BEBFARADE 756, 4
ACTH resistance B _EBR AR EHutE 253.4
Adrenoleukodystrophy B EE &% 272.7
Alagille Syndrome TR & BRI 1% BF 759. 89
Alexander disease Alexander K% 331. 89
Alsrtom Syndrome Alstrom Kz % 2% 759. 2
Amino acid metabolic B AR B AR R R 270.9
disorders(Aminoacidopathies)

Amyotrophic lateral sclerosis (ALS) L E 45 PR & AR ALgE 335. 20

Andersen syndrome

Andersen FKE 1% B (o0 6543 FEoE B 38 A1k B f| 359. 3+426. 89

WEAERE T RERY)

Angelman syndrome Angelman KE 1% #F 759. 89
Apert syndrome FlaH KE 755.hb
Aromatic L-amino acid decarboxylase ¥ E L-RABRR S AR E 270. 2
deficiency

Asphyxiating thoracic dystrophy B AN L EE 756. 4
Ataxia telangiectasia AR K B B YR TR R B 334. 8
Autosomal recessive polycystic kidney |f8# & 22r&4 % &M FRER 753 14
disease

Bardet-Bied]l syndrome RBardet-Biedl K {&#f 759, 89
Bartter’ s syndrome Bartter K& &#8% 2550, 1
Becker Muscular Dystrophy B % AALA & A 359. 1
Beckwith Wiedemann syndrome Beckwith Wiedemann iz 1% 2% 759. 89
Bruton' s agammaglobulinemia &4 RAR £ R 3 G 279, 04
Bullous Congenital ichthyosiform KO RRM GG Bk s (R BARN 757. 1

erythoderma (epidermolytic

BB E )
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F X EE

X (4 BB 22 ICD-9-C MR
hyperkeratosis)
Campomelic dysplasia with autosomal sex|4a45%F 7~ R A M 5] 881 758. 89
reversal
Carbohydrate-deficiency glycoprotein [|#Kib&-$k% BER G EFERF 277.9
syndrome
Cardiofaciocutaneous Syndrome CFC 128 759. 89
Carnitine deficiency syndrome, primary|&R#ME stz & 272.9
Cerebrotendinous Xanthomatosis B B 8 Gtay T
Charcot Marie Tooth Disease Charcot Maire Tooth Fui (34744 48 M4 Bk 366. 1

BELE)

Chronic primary granulomatous disease |/RME12 b A 3 B85 288. 1
Citrullinemia TNk B o JE 270. 6
Cleidocraninal dysplasia WEBRTHEFEY 755. 59
Cockayne syndrome Cockayne B JE1&#f 759. 89
Collodion baby BRE R 57 1
Complement Component 8 deficiency Rt 8 E 279. 8
Congenital adrenal hypoplasia AARAMFEREFT AL 759. 1
Congenital generalized lipodystrophy |AXE2EBEHEERRE 272. 6
Congenital Hyper IgE syndrome SRMH REIRE S E EIEH 288. 1
Congenital insensitivity to pain with |/ R REERE &6 &FE 705.0
anhidrosis (CIPA)
Congenital Interstitial Cell of Cajal |& &M Cajal KM E e heg 4 4685 E b 48 750.5
Hyperplasia with Neuronal Intestinal |T#F &%
Dysplasia
Congenital Urea cycle disorders S RM IR E B RN S SR 270. 6
Conradi-Hunermann syndrome Conradi-Hunermann K& 1% 2% 756. 59
Cornelia de Lange syndrome Cornelia de Lange K& 1% & 759, 89
Crouzon syndrome Crouzon KJE 1% %% 1560
Cystic fibrosis F R EALE 277.00
Cystinosis Jot. B B o s 270. 0
Darier’ s disease Darier KiE (£ & AMLHR) 757. 39
Diffuse Non-epidermolytic Palmoplantar|g& & i® & A1t 5 8) 74 757. 39
Keratoderma type Unna-Thost
DiGeorge’ s syndrome DiGeorge’ s jEfZ# 279. 11
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IR A A (4 S EASEME AL 2 ) ICD-9-CM#RHS
Duchenne muscular dystrophy RERIARHFRE 359. 1
Dyskeratosis Congenita ARAMALREESE TAT. 39
Ectodermal Dysplasias SRR AER RE 757. 31
Ehlers Danlos syndromeIV FREHABREF FoH 756. 83
Fabry disease Fabry KJE 272. 7
Facioscapulohumeral muscular dystrophy|& & FFBELAL & 5 359. 1
Familial Amleidotic Polyneuropathy E AR AR % 3 Ay 48k 277.3+357.4
Familial Hyperchylomicronemia RS 3R Aok o 272.3
Fatty acid oxidation defect RS 5 B BALAE R 4178 271.8
Fibrodysplasia Ossificans Progressiva |#47#: FAbPEAL % 728. 11
Fraser syndrome Fraser Kz {%#% 759. 89
Freeman-Sheldon syndrome Freeman-Sheldon £ J& 1% & 759. 89
Fucosidosis £ RBARMET (BHE) 271.8
Galactosemia F FUE 271. 1
Gaucher’ s disease HERE 272.7
Glut (Glucose Transport) 1 deficiency |B§f % BME & & 42056008 271.8
syndrome
Glutaric aciduria typeI ~ O KB ARE > H A oA 270. 9
Glycogen storage disease AT EE 6 FR 271.0
GM1/GM2 gangliosidosis GM1/GM2 #4 43 & H A5 BE A 330.1
Hallerman-Streiff Syndrome B R - ER KR REER 756. 0
Harlequin ichthyosis B E B AR 757. 1
Hereditary epidermolysis bullosa HALECE A X S 757. 39
Hereditary Hemorrhagic Telangiectasia [iBA%4: 4 dodd o B 3 TRIE 448. 0
Hereditary spastic paraplegia EEMEEMET F MR 334. 1
Hereditary tyrosinemia R G B R B T 270. 2
Histidinemia B B oo JiE 2l 5
Holt-Oram Syndrome Holt-Oram B & 1% 2 759. 89
Homocystinuria 2 B B B 270.4
Homozygous familial B) &--F F kM & AE B 8% s 272.0
hypercholesterolemia
Homozygous proetin C deficiency FIARASTFEAE Cozam 273.3
Huntington disease( X#% Huntington's |¥ T3 K FESE 333. 4
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IR (b xR A E) ICD-9-CM#RTE
chorea)
Hutchinson Gilford progeria syndrome |F#£i% 259. 8
Hyper-IgM syndrome B R RHE G M EEH 279. 05
Hyperlysinemia o) iafE B K B o 270. 7
Hypermethioninemia % BN B o o 270. 4
Hyperornithinemia-Hyperammonemia-Homoc |5 & & B dn i - & £ A — 3 N BE B o 1% 270. 6
itrullinuria Syndrome i a
Hyperprolinemia % B Bt B Ao fE 270.8
Hypophosphatasia AR A B S BRE 275. 3
Idiopathic Infantile Arterial 4535 M B L B B AR AL E 747. 89
Calcification
Inborn errors of bile acid synthesis |% RPEAEEE & K IE5E 277.9
Incontinentia Pigmenti BERAE 757. 33
[PEX Syndrome IPEX Ef% %% 759. 89 (279.8 »

569. 89 259.8 >
758. 89)
Isovaleric academia £ R BR o E 270. 3
Joubert syndrome Joubert RJE4ZEEE ( FHeM B 8|2F4F R 759. 89
£)

Kabuki syndrome kIR 3R 1% B 759. 89
Kallmann syndrome Kallmann Bz 1% B 253.4
Kearns-Sayre syndrome Kearns-Sayre R.E1%## 277.8
Kennedy Disease Hidb KE (R BN R85 ) 335. 8
Kenny-Caffey syndrome Kenny-Caffey HKJE1% 8% 759. 89
Laron syndrome (Laron Dwarfism) Laron K A4R1E 1% 8% 259. 4
Larsen syndrome Larsen K& 1% 2 (%ﬁ%—ﬁ“ok'fﬂﬁmﬁﬁ%ﬁ%ﬁ)l 1958
Lchthyosis, lamellar recessive Bk b (B RISHEMER) 757. 1
Leigh disease Leigh K & F 29054 865 % 330. 8
Lesch-Nyhan syndrome Lesch-Nyhan K& 1% % 2772
Lowe syndrome Lowe KJEDEBF 270. 8
Maple syrup urine disease ARNE TR 270. 3
McCune Albright syndrome McCune Albright RoE1&2f 756. 59
Mcleod syndrome Mcleod %1% 2% 758. 81
Medium-chain acyl-coenzyme A PeERS A EE £ QB R4S E 277.8
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b X ERF

| N (R 2 E) |CD-9-CM#RTE
dehydrogenase deficiency (MCAD)
MELAS MELAS 7z 1% 2% 758. 89
Meleda disease Meleda &% 57,34
Menkes syndrome Menkes 7 1% &f 759. 89
Metachromatic Leukodystrophy (MLD) MLD s 1% 8% 330.0
Methylmalonic acidemia _ L - R T 270. 3
Miller Dieker syndrome Miller Dieker iE1%%f 742. 2
Mitochondrial defect Hr &7 B B2 PG AR
Mitochondrial Neurogastrointestinal MNGIE = 1% 2% 277.9
Encephalopathy Syndrome R RRMEAY & B B RGR B IR A
Moebius syndrome Moebius J 1% & 352. 6
Molybdenum cofactor deficiency fAHEER S E 277.8
Mucolipidosis FEREH E 22T
Mucopolysaccharidoses 55 % BE 277.5
Multiple carboxylase deficiency %M B ALERER 2 270.9
Multiple Epiphyseal Dysplasia HHMEESETADRE 756. 56
Multiple pterygium syndrome % 35k B oAk B % BF 759. 89
Multiple sclerosis % MR ALE 340
Myotonic dystrophy LA 58 A 359. 2
Myotubular Myopathy AN E R 359. 0
Nail-Patella Syndrome 76 (BE) FHRFEES 756. 89
Nemaline Rod Myopathy Nemaline &% 1K AL A 5 4 359. 0
Netherton Syndrome Netherton JE 1% 2% 7a7. 1
Neurofibromatosis type I RS EERS A 237,72
Neuronal ceroid lipofuscinosis AR UM AR SR MR 330. 1
Niemann-Pick discase Niemann-Pick Kz » #8E8hA5 bR I 9o, T
Nitroacetylglutamate synthetase T BE 3% BEBE A Ak BB 2 JE 270.6
deficiency, NAG synthetase deficiency “
Nonketotic hyperglycinemia JEERM B H R B 270.7
Organic acidemias H % Bk 270. 9
Ornithine transcarbamylase deficiency | BcBk & F e384 2 5 270. 6
Osteogenesis imperfecta REAREE 756. 51
Osteopetrosis B LR 756. 52
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ICD-9-CM#wHS

Oto-Palato-Digital syndrome

H-#7-15 (&) BEH

759. 89

PAH type PKU combine with
Sucrase-isomal tase deficiency

SR R ER AR AP R ARRR ) 4 i B ARR 2 R

271, 34270, 1

Pantothenate Kinase Associated 2 B B B B B 2 A s R AR R R 277.9
Neurodegeneration (PKAN)
Paroxysmal Nocturnal Hemoglobinuria M5 R R b E R 283. 2
Pelizaeus-Merzbacher Disease Pelizaeus-Merzbacher K& (1% 52 & A 5% 330.0
AR )
Persistent hyperinsulinemic FFEE M4 LA G B 5 bR E 251.1
hypoglycemia of infancy (PHHI)
Peters-Plus syndrome Peters-Plus /& & #% 743. 44
Pfeiffer syndrome Pfeiffer Koz 1% 2% 55, b
Phenylketouria B SR E 270. 1
Porphyria REE 97 1
Prader-Willi syndrome Prader-Willi K& 1% %% 759. 81
Primary Paget disease BAMEMMTE R 731.0
Primary PulmonaryHypertensionPPH BV BT 8 Ak 3 R 416.0
Progressive intrahepatic AT R BTG RE 751. 69
cholestasis, PFIC
Propionic academia 7 B S0 JE 270. 3
Pseudoachondroplastic dysplasia BHBREFEFTFAL 756. 4
Pseudohypoparathyroidism fHE &) F K AR ARAE 275.49
Pyruvate dehydrogenase deficiency 7 B A B A RLBREL 2 JE 271. 8
Rett syndrome 545 RUE 1% #F 330. 8
Rhizomelic Chondrodysplasia Punctata |[RRifsgZEkiRB4F AR 277.8
Robinow Syndrome Robinow K& 1% 8% 759. 89
Rubinstein-Taybi syndrome Rubinstein-Taybil K& 1% & 759. 89
Schwartz Jampel syndrome Schwartz Jampel ROE/EEF 756. 89
Severe combined immunodeficiency BREASD LRMRZIE 279. 2
Short-chain acyl-CoA dehydrogenase MLk EE £ DRSS R 277.8
deficiency
Sialidosis MEREE R R LR 212, 1
Sitosterolemia i EEEeE (HEHE) 272.0
Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz KoEf%#% 759. 89
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Spinal muscular atrophy PRI SR 335. 10
Spinocerebellar ataxia BB B B AL B AR 1 A B 334. 3
Split-hand/ Split-foot malformation HFRAE hand755. 58

( SHFM) foot755. 67
Stargardt’ s disease Stargardt ' s K& 362. 75
Stiffperson syndrome 18 58 1% 2% 333. 91
Sulfite oxidase deficiency DB A LB S 270.0
Tetrahydrobiopterin deficiency o § A 2 270. 1
Thalassemia ma jor FRGEFEMLE R 282. 4
Thrombasthenia Ao/ NAR S TTIE 287. 1
Treacher Collins Syndrome Treacher Collins K 1% &% 756. 0
Tricho-hepato-enteric syndrome B -I- B 1% B 759. 7
Trimethylaminuria L ¥ 277. 8
Tuberous sclerosis & MAEEE 759.5
Tyrosine hydroxylase deficiency Be R Bg fe LB SR 2 F 270. 2
Von Hippel-Lindau disease Von Hippel-Lindau £ 1% &% 759, 6
W AGR syndrome (Wilms' BAWMKESG Sl - MBREE - FER 759. 89
tumor-Aniridia-Genitourinary srE ER (WA GREMERE)

Anomalies-mental Retardation)
Waardenburg syndrome A RIEAEBF 271, 2
Wolfram syndrome Vol fram [KuE i 2F 277.9
Williams Syndrome R AR KR AR B 759. 89
Wilson' s discase B ARE 275, 1
Wiskott- Aldrich Syndrome Wiskott~ Aldrich K5 1% & 279. 12
X~linked hypophosphatemic rickets MR A el s B (g 273.3







