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0101 fﬁ@ﬁlﬁiﬁ Phenylketouria(PKU) aﬁ&@ﬁﬁﬂfh Tsovaleric academia (IVA)

0102 (= BiRENE fnfE Homocystinuria 0114 |AEEMIE Propionic acidemia (PA)

0103 |ZBEM: = NER R e Hereditary tyrosinemia 0115 |K_BERMYE » 25— ~ =84 Glutaric aciduria type I, II

0104 | FRTfREEEIMYE Methionine adenosyltransferase deficiency ,MET 0116 | RElE G EE 3-Hydroxy-3-methyl-glutaric acidemia

0105 [HEUEFRIE Maple syrup urine disease (MSUD) 0117 |ZFEETIREEE A B(EBERBZE [3-Methylerotony-CoA carboxylase deficiency

£ ) Y43 Vet 3

0106 |3 ERREM: B E B e Nonketotic hyperglycinemia 0118 ;\éé)f@ﬂb@&@%iﬁ CEHIARERRN Multiple carboxylase deficiency

0107 \BERZBEIE Cystinosis 0119 (=5 Az s Hyperprolinemia

0108 |ZKEEFRAE- N ARG H = E (Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0120 |57 L-Re AR P EMGHZAE | Aromatic L-amino acid decarboxylase deficiency
e . BRI e B S BB 1TV (Ch 1 [Cobalamin C Defect (Methylmalonic Aciduria and
(=W S Vo) 3 .\

0110 B ARE ME Hyperlysinemia 0121 C 7 Homocystinuria, Ch1C type )

0111 |4ERZRMmIE Histidinemia 0122 |BMRIE Alkaptonuria
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Methylmalonic acidemia (MMA)

Citrullinemia
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Argininosuccinic aciduria
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Hyperornithinemia-Hyperammonemia-

0202 Omithine transcarbamylase deficiency 0205 IR Homocitrullinusia Syndrome
0203 |Z. Bkt & R = i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 k5 H#T—E%%?EFZF Argininosuccinic Aciduria
0301 (FFEEEETERE (type I~type IV) Glycogen storage disease (type I~type IV) 0320 [REREE J'“ » Mucohp1dos1s
0302 |BEZHEIE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 |(EAth R 4EH 2 A QB EH BEm)
0303 [EECHAE Gaucher's disease 0322 (7K LA i E R Carbohydrate-deficiencyglycoprotein syndrome
0304 [Fabry [IE CGEAHRIGHE ) Fabry Disease 0323 |EfE Trimethylaminuria '
0305 [[ESULEE Niemann-Pick Disease 0324 |FeRMtEERESEN RE Congenital generalized Lipodystrophy
0306 |G s RERENE 2= SR E Short-chain acyl-CoA dehydrogenase deficiency 0325 |FRSEPSHEIE R R R IE lg/i??:;r;l;;}}aﬁcagﬁl)-coenzyme Adehydrogenase
0307 & LARAS 5 ELBIE Adrenoleukodystrophy (ALD) 0326 |PAHREL R S HEGE = i Pyruvate dehydrogenase deficiency
0308 |Hefile S Ll E R Fatty acid oxidation defect 0327 |HsHEM:sRE Cerebrotendinous Xanthomatosis »
0309 |aHffilikEEE EEgEL = Sulfite oxidase deficiency 0328 ([ 1% B e e ) A B Glut(Glucose Transport) 1 Deficiency Syndrome
0310 |3EE M EERERIE, SRR IE Fructose intolerance, hereditary 0329 |FTIRAIELRIE S EAR B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |EEEE A RY (FRE) Fucosidosis 0330 |EZMEER IR Sitosterolemia
0312 |FE%M: Al E Carnitine deficiency syndrome, primary 0331 |SHHEEGER=IE Molybdenum cofactor deficiency
0313 [MLD JEfERE Metachromatic Leukodystrophy (MLD ) 0332 [{EBEIEEENEE Hypophosphatasia

| 0314 [RraRASHEE Mitochondrial defect 0333 |BR4HREAS BB BE Globoid Cell Leukodystrophy
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0315 |‘&&E ’ ’ porphyria 0334 |F R EREE Barth Syndrome

0316 |0 AR S e Wilson's disease 0335 (Beta Hifiligh= i Beta-Ketothiolase Deficiency

0317 (SR = LI e Congenital hyperlactic acidemia 0336 |92 A AL AT RERE MEHE AT S = e Infantile form Lysosomal Acid Lipase Deficiency
4 \‘% A .IJ hY I \‘/\\ . . . . . . . -

0318 R EEA) AR B S AR B Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z-&8:AfRE ASlEGEE= iE Multiple Sulfatase Deficiency
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Galactosemia

Primary Pulmonary hemosiderosis

[ R

QHolt-Oram ECRE(REE

Biotinidase Deficiency

Holt-Oram Syndrome

Idiopathic or Heritable Ppulmonary Arterial

Andersen [SEEEECO BT IS AR
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-[Progressive intrahepatic cholestasis(PFIC)

, [PEREE Cajl FSTEAIREA 2 2B

EMETTRERY
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K02 [ R LT B B Hypertension (IPAH ~ HPAE) O Nesennziant ; s e | A1o' syndrome

0403 [Alstrom ECYEEEE Alsrtormn Syndrome 0408 |28 B M Hg e dessiE Asphyxiating thoracic dystrophy
0404|152 14 AR B BHHR T Tdiopathic Infantile Arterial Calcification 0409 |46 M AR MR R I B g}‘ﬁ;ﬁgiggﬁﬁ Hypoventilation
0405 %Hﬁé@%ﬁ k Cystic fibrosis

Congenital Interstitial Cell of Cajal Hyperplasis with
Neuronal Intestinal Dyspl

0502

ﬁzl’*”ﬁéaﬁf

%35 fi EBR S RRIEE

Inbon errors of bile acid synthesis

X-linked nephrogenicdiabetes insipidus
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Alagﬂle Syndrome

Autosomal recessive polycystlc kldney dlsease

%%#%H%iml’“ﬁf

Moya moya disease

Alexander %

0602 | 14Tk (5 AU (R B B X-linked hypophosphatemic rickets 0606 |Bartter FCAE{BERE Bartter's syndrome \
0603 |Lowe ECHEREEE Lowe sydrome 0607 (Gitelman FCEMEE Gitelman syndrome
0604 %‘Jﬁ? PR S Hypokalemia, familial

Alexander disease

0702 |MAKASEE B A SNE Agenesis of corpus callosum 0722 |{BRSmE R, Stiffperson syndrome
0703 |25 A8/ NS AR B M Bh R 1 ket Spinocerebellar ataxia(SCA) 0723 |l A ma e bk = Tyrosine hydroxylase deficiency
0704 (=7 THEK SRENE Huntington disease( 3 f{% Huntington's chorea) 0724 |Wolfram FSfE{REE Wolfram syndrome * DIDMOAD
0705 \4EEAMEREERE Tuberous sclerosis(TSC) 0725 | B EMREEM:T S e Hereditary spastic Paraplegia(HSP)
J = | (S L%

0706 | &M {LAE Multiple sclerosis(MS) 0726 Jgi?éé)& R R I MBS Joubert syndrome

o - Pelizaeus-Merzbacher FofE(IE M Ei 2 . ] N
0707 |Zellweger ECRE{REE Zellweger syndrome 0727 L) Pelizaeus-Merzbacher Disease
0708 |FBIFEIE Rett syndrome 0728 |'H 7 FCIE A BEAE SR )L UZE45)E) |Kennedy Disease
0709 |HBEM:HILAZEYEE Spinal muscular atrophy(SMA) 0729 |RIEMEBHIEZ S5 M ER e a8 Familial Amyloidotic Polyneuropathy(FAP)
0710 [Menkes [ JE{7RE Menkes discase 0730 | ZBAEIREININE 2 HEOR L[| aniothenate Rinase Associated

Neurodegeneration(PKAN)




0801
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Hereditary epidermolysis bullosa(EB)

0711 |[HLEEUEMERIRELAECITEA) Amyotrophic lateral sclerosis (ALS) 0731 [Moebius FE(REE Moebius Syndrome «

0712 {Charcot-Marie-Tooth ESJE Charcot-Marie-Tooth Disease(CMT) 0732 |McLeod fEfEEE McLeod Syndrome

0713 |GM1/GM2 ¥R & E e AT RE GM1/GM2 gangliosidosis 0733 |Aicardi-Goutieres FE{RERE Aicardi-Goutieres Syndrome

0714 |Lesch-Nyhan K JE{&EE Lesch-Nyhan syndrome 0734 | ig R eEE Proteus Syndrome

0715 |FeA Rl E SRR R Ataxia telangiectasia 0735 |MECP2 &F&rE{5Rt Methyl CpG binding protein 2 Duplication Syndrom
0716 |FEEEEEZGLZE Sialidosis 0736 |/ INABRE(R=EE Cerebro-Costo-Mandibular Syndrome

0717 |[SeRMB R EUEE & PR TE ;ﬁiﬁfggié&gﬁ? itivity to pain with 0737 |Dravet fiEfBEE Dravet Syndrome

0718 | N1 hAE EREE(ER: Hypothalamic dysfunction syndrome 0738 IS/ EHIE Vanishing White Matter Disease

0719 |Miller Dieker FE{EEE Miller Dieker syndrome 0739 {EBERISEERBIE Hypomyelinating Leukodystrophy(HLD)

0720 Neuronal ceroid lipofuscinosis 0740 WEHEE Hefng A2 BEN ~ #E&R{EM: [Phospholipase A2-associated
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‘Infantile syétémic; hyalinosis
0802 |[@iIR F e B FalE M E EAY) Ichthyosis, lamellar recessive 0810 Meleda B Meleda disease
0803 |4MNEBHE4 R BIE Ectodermal Dysplasias 0811 |Darier &3 (EHEALE) Darier's disease
0804 |HEFFG Collodion baby 0812 |SeRM:AE LA 2IE Dyskeratosis Congenita
- . . Diffuse Non-epidermolytic Palmoplantar
0805 [PRERIHRE Harlequin ichthyosis 0813 | KB R A LIEAE = 7S Keratoderma type Unna-Thost
KIS R e f R AT R fE (3R 2 |Bullous Congenital Ichthyosiform Erythoderma, \
0806 2 (LB ) Epidermolytic Hyperkeratosis 0814 |Netherton FEfREE Netherton Syndrome |
0807 |fRLFHIE Incontinentia p1gment1 0815 |FeRMEE AT B EZRE Giant Congenital Melanocytic Nevus(GCMN)
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Hereditary cytoplasmic body myopathy

Becke1“Muscula1 Dystrophy(BMD) ‘

B S E CRM IR AE)

Osteogenesis imperfecta(OlI)

0902 |SREECHLIAZEYEE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon ECE{BEE Freemam-Sheldon syndrome

0903 |AlH S il 2= 55 Central core myopathy 0912 | RIAL AT Limb-girdle muscular Dystrophy

0904 |Nemaline 4RAR A& Nemaline Rod Myopathy 0913 |Fe R RBE Congenital Muscular Dystrophy

0905 |Schwartz Jampel FSIE{EEE Schwartz Jampel syndrome 0914 |25 f Nl 22 BILSR Multiminicore Disease

0906 |FILIAISRELE Myotonic dystrophy 0915 |Emery-Dreifuss JLEACEE Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 |E:AMAY L AZEGEIE 0916 |GNE #&iimRlEEE GNE Myopathy

0908 [fl/INETREs Myotubular myopathy 0917 |SEFCEEMREERE Stormorken Syndrome

0909 |E/EFRENIASEE Facioscapulohumeral muscular dystrophy

BREERE

Spondyloepiphjseal Dysplasia(SED)

MEHEAERECIVIAG)

Achondroplasia

1009

HPEUE

Split-hand/ Split-foot malformation ( SHFM)




1003 [BEALE (KREAEE) - Osteopetrosis 1010 | B & E R4 Pseudoachondroplastic dysplasia

1004 |#EfTIEBEMERLE Fibrodysplasia Ossificans Progressiva(FOP) 1Q11 |Conradi-Hunermann & JERREE Conradi-Hunermann syndrome
1005 |JFEEME M E K Primary Paget disease 1012 | LB RS B A E Multiple Epiphyseal Dysplasia
1006 (HEEEEEEEE Cleidocranial dysplasia(CCD) 1013 | KRB BRI Hypochondroplasia

McCune Albright FOE(BRE (4415

. ey fee e 1 ~Fei
et McCune Albright syndrome ‘\ 101‘4 %f;ﬁa‘&ﬁj‘& ) Klippel VFC]I Syndrome

FB FLEGIE (kAR AJEE) Marfan syndrome ( A % IZII&U(%EZIE“) B Ehlels Dahlos syndromé IV \
FLEMAMS BB R B LR Waardenburg syndrome ‘ | Beals Syndrome

EEA)@%TE%@ Thalassemia major T 120 PR R IM AL 25 B Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 (1fn/INi T3 RE Thrombasthenia 1207 |5 RMELEAT Bk P4 fEmr i 2 Diamond Blackfan Anemia(DBA)
1204 (FIEREGFERE CHZE Homozygous proetin C deficiency 1208 |FEELEYM: R EEVA M R EE Atypical Hemolytic Uremic Syndrome(aHUS)

1205 | 1-HUBVE E BB I

Protein S Deficiency

T

@ 1- Antitrypsin deficiency 1209 |EEHE S = E

1301 ?ﬁ%@ﬁ&@%ﬁfﬂ?ﬁﬁm‘ﬁﬁ Bruton's aga1ﬁn1ag10bulinemia B o 11306 fIReR D 8 BRZE C;)mplement Component 8 deficiency
1302 | M8 A R Chronic primary granulomatous disease 1307 |IPEX JE{ZE% IPEX Syndrome
1303 [SeRMEREREN B R Congenital Hyper IgE syndrome 1308 (= EBkE A M ERE: Hyper-IgM Syndrome
1304 [Wiskott-Aldrich FE(EEE Wiskott-Aldrich Syndrome 1309 |y FEZEZHE 1 6 Interferon 7 receptor 1 deficiency
1305 BB e B st i Severe combined immunodeficiency 1310 [ MEMmE M KHE Hereditary Angioedema(HAE)
T T T \w‘\\ T % 7 T T d////% T :
1401 [SeRME LIRS EARARG Congenital adrenal hypoplasia 1407 (Kenny-Caffey FCHEREE Kenny-Caffey syndrome
S s IR EC R  JEAT R - (42858 |WAGR Syndrome(Wilms'  tumor-Aniridia-
ME] (o .
1402 {E iRl R B EAEIE Pseudohypoparathyroidism 1408 ¥+ 8 T EREWAGR $ER25 | Genitourinary Anomalies-mentel Retardation
1403 |[RlErF 5 a1 v s [ g o Homozygous familial hypercholesterolemia 1409 | LR 7R EHume: ACTH resistance
1404 |57 SRR Familial hyperchylomicronemia 1410 |5 — B0 ML A 3 D AR B ]2)56 ﬁHCyigrrl‘c’iyV“mn DI-Alpha-Hydroxylase
1405 |BzmAEAE CRROEE) Acromegaly 1411 [Kallmann EEEfRRE Kallmann syndrome

Laron ECAR{ERE (GRS Laron syndrome (Laron dwarfism) Permanent Neonatal Diabetes Mellitus

S

W%@@ﬁié&ﬁﬂ%ﬁ?gkiﬂb Neurofibr&ﬁatois Type H \ 50¢ rBeckWuh Wleemann FCIEREE A Beckwith Wiedemann syndrome
1503 | 1R 4ERERF4TEERE Retinoblastoma 1506 [WREZ I/ S8 Bl A 3% A= i Lymphangioleiomyomatosis(LAM)
GRS ol A - (R Von Hippel-Lindau Disease (VHL)

Neuroblastoma

A EE Apert syndrome Fraser [CyE{5RT Fraser syndrome
1602 |Crouzon FIEREE Crouzon Syndrome 1617 SR M5 IS B NE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
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1603 |FEZE-PEFRECIE Russell-Silver syndrome 1618 [BRSFTIEGERE Kabuki make-up syndrome
1604 |Cornelia de Lange & fE{#EE Cornelia de Lange syndrome 1619 |E-i5-45 (k) A Oto-Palato-Digital syndrome
1605 |X HEHTE ' Fragile X syndrome 1620 |Robinow B E{REE Robinow Syndrome

1606 |CHARGE fEf&ERE CHARGE Syndrome 1621 |Pfeiffer ECIEMRER Pfeiffer Syndrome

1607 |Aarskog-Scott ECIE(ERE Aarskog-Scott syndrome 1622 |$8 (Hk) ERREEERRE Nail-Patella Syndrome

1608 [Smith-Lemli-Opitz fE{EEE Smith-Lemli-Opitz syndrome 1623 |CFC fE{REE Cardiofaciocutancous Syndrome
1609 [Bardet-Bied] FCYEREEE Bardet-Biedl syndrome 1624 [Peter-Plus JE{EEE Peter-Plus Syndrome

1610 I(;és%e; ;; %E;; ArREIRED Larsen syndrome 1625 |Nager fiE{5RE Nager Syndrome

1611 |7 FZRE EE Pierre Robin Syndrome 1626 |Coffin-Siris FEERE Coffin-Siris syndrome

1612 {Treacher Collins [IE(EEF Treacher Collins syndrome 1627 |BRr-TEIEEARE White-Sutton Syndrome
1613 |58 MBI R (R Multiple pterygium syndrome 1628 |Ayme-Gripp JEREE Ayme-Gripp syndrome

1614 |SZEIEIE Noonan syndrome 1629 |Coffin-Lowry JEfE=RE Coffin-Lowry Syndrome
1615 |[FEHTHRIE IG5 M AR B BRFEASE (N AVEE) Costello Syndrome

Prader-WiilE%ﬁﬂ%ﬁm { I ) e e . .

1701 UNERER - IS Prader-Willi syndrome(PWS) 1706 [Rubinstein-Taybi FCHE{ERE Rubinstein-Taybi syndrome
1702 |Angelman FOIEMERECEREEDTIE)- Angelman syndrome(AS) 1707 |Branchio-Oto-Renal fE{EERE Branchio-Oto-Renal Syndrome
1703 | B EEHTER Williams Syndrome 1708 |Kleefstra FEERE Kleefstra Syndrome

DiGeorge's fE{REEECKTE ALIUE)
-

1D

Hutchinson Gilford progeria syndrome
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Klippel-Trenaunay syndrome

1801 |HEIE SRR IRIE T

1 1802 |Cockayne F&.(HaIgLESIFE Mg B Cockayne syndrome 1810 |38 B HA MM i A PR Hereditary Hemorrhagic Telangiectasia
1803 |7HHE B SR AFE R OB (B BT Hallermann-Streiff syndrome 1811 |Stargardt's FRIiE Stargardt's disease
1804 |BZ— HT — BBIE(BERE Tricho-hepato-enteric syndrome 1812 {6 R 1A JeaT it Aniridia
1805 | RMZKIEAE(ERE Congenital Varicella Syndrome 1813 [Kohlmeier-Degos &#E&HE Kohlmeier-Degos Disease
1806 |p AZLFAEfE Werner Syndrome 1814 (FBEM:FPIHFBIE Occult Macular Dystrophy(OMD)
1808 e E A R MR E Campomelic dysplasia with autosomal sex reversal
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