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Methylmalonic acidemia (MMA)
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Citrullinemia
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FHEAERAE 0112 |FERN ZEEMmE
0102 |ERtRERE IIE Homocystinuria 0113 | R kEEME Isovaleric academia (IVA)
0103 |E{H M= ERFEER MLE Hereditary tyrosinemia 0114 |NEEIMAE Propionic acidemia (PA)
0104 (= FAH R B IIEE Methionine adenosyltransferase deficiency MET 0115 [[R—BBnE » £— - =& Glutaric aciduria type I, II
0105 |[fEERIE Maple syrup urine disease (MSUD) 0116 |HREBAH RS 3-Hydroxy-3-methyl-glutaric acidemia
0106 |JFHERME = H ERR IIE Nonketotic hyperglycinemia 0117 | =HEAC TR A BT E 3-Methylcrotony-CoA carboxylase deficiency
0107 |WEHEREE Cystinosis 0118 |ZEER LB E EEBEERTE) [Multiple carboxylase deficiency
0108 |ZEERPRIE- IOEAUESELZ FE |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 [ERERES ME Hyperprolinernia
0110 |=EraERRIiE Hyperlysinemia 0120 D5 &R L- e AL RE SRR s Bl b = Aromatic L-amino acid decarboxylase deficiency
0111 Histidinemia 0121 | FPEEPT = Bt s BB R (1 C ) Cobalamin C Defect (Methylmalonic Aciduria and

Homocystinuria, Cb1C type )

Argininosuccinic aciduria

0202

Bt s PR IR E

Omithine transcarbamylase deficiency

e S R E - R 2 ML - T e B L (R

Hyperornithinemia-Hyperammonemia-
Homeocitrullinuria Syndrome

ZEBBRORBRZE

N1troacetylglutamate synthetase deficiency (NAG)

_ %E‘ET Ea%?f’r&lif“

Argininosuccinic Aciduria

0301 |FFEEEETRE (type I~type IV) Glycogen storage disease (type I~type V) 0320 ?:‘:’EE’E JiE Mucolipidosis

0302 |BEZ5HEE (type I ~ type V) Mucopolysaccharidoses(type I ~ type VI 0321 |(FHAth R IEZ B R E =R

0303 |BEKE Gaucher's disease 0322 | EE T BEE B E(REE Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry FiE GEFRERERE)  |Fabry Discase 0323 |BLAUE Trimethylaminuria

0305 BB ITTTE Niemann-Pick Disease 0324 e R B IEE EE L BIE Congenital generalized Lipodystrophy

0306 (AUFEREAEGESSS A |Shortchain acyl-Co dehydrogenase deficiency | 0925 |so SIS RS M £ A BB S 7 ey costre Adehydrogenzse
0307 B BRI 0 B AEE Adrenoleukodystrophy (ALD} 0326 |ANEELEERR S EEZ Pyruvate dehydrogenase deficiency

0308 |3EHAEE B LIE RS Faity acid oxidation defect 0327 i S E Cerebrotendinous Xanthomatosis

0309 |aefiEe e (EEEELE Sulfite oxidase deficiency 0328 |FEIE IR S iRt s s Glut(Glucose Transport) 1 Deficiency Syndrome
0310 | B RIE-RTHE, SRELFRAE |Fructose intolerance, hereditary 0329 | RI B # SR R Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 [EER AT (BME)  |Fucosidosis 0330 |2 EREmE Sitosterolemia

0312 |FREFMEPIEbEL= fE Carnitine deficiency syndrome, primary 0331 |FHHARRER = Molybdenum cofactor deficiency

0313 |MLD {E(EEE Metachromatic Leukodystrophy (MLD ) 0332 ({EhisEatsE Hypophosphatasia

0314 (RréRREERRE Mitochondrial defect 0333 (BReffEiS B ERBE Globoid Cell Leukodystrophy

0315 |“&BE porphyria 0334 |BBECAE(REEE Barth Syndrome
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Primary Pulmonary hemosiderosis

Holt Oram EE,EE{I,%%

0316 |EiEEEE Wilson's disease 0335 |Beta B fREREZE Beta-Ketothiolase Deficiency "

0317 |Fe kit = FLBR M AE Congenital hyperlactic acidemia 0336 |88 SRR A ERAE RS M HE N B = Infantile form Lysosomal Acid Lipase Deficiency
: = B 2 )/ . L . .

0318 gﬁ%gﬁ BRE BT Persistent hyperinsulinemic hypoglycemia of infancy | 0337 {258 MR BEASREER= Multiple Sulfatase Deficiency

0319 (AL PEME Galactosemia 0338 E%?E&Hir Biotinidase Deficiency

Holt-Oram Syndrome
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Cystic fibrosis

Progressive intrahepatic cholestasis,PFIC

0401 0406
, s . . Andersen BE{RRY (LEFEEMEERE BEE .
0402 |BREFM BT S BYE Primary Pulmonary Hypertensio,PPH 0407 FREL R ; SR TR ) Andersen's syndrome
0403 |Alstrom [KIE(REE Alsrtom Syndrome 0408 |25 E MRl ®aE Asphyxiating thoracic dystrophy
0404 1541458 R EIIRIE{ L Idiopathic Infantile Arterial Calcification 0409 |SeRtE P EERRT BIEREE Congenital Central Hypoventilation Syndrome
0405 [BETRERAEL '
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Congemtal Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
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Inbon errors of bile acid synthesis

X-linked nephrogenicdiabetes insipidus
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Hypokalemia, familial

0602 |MEEREAVEHIEEEE  (X-linked hypophosphatemic rickets 0605 |E PR B ES IERTER Autosomal recessive polycystic kidney disease
0603 |Lowe X IEERE Lowe sydrome 0606 Baftter EET‘ {J?‘L—E? Bartter's syndrome

0701 | B LN M B Moya moya discase 0720 1‘31@75%1‘?&55?%%%&%{“ Neuronal ceroid lipofuscinosis

0702 | B A 2E Agenesis of corpus callosum 0721 |Alexander X% Alexander disease

0703 15R8/NER{LIEEIE T SATEHE | Spinocerebellar ataxia 0722 |{BESTERES Stiffperson syndrome

0704 (== THER SERE Huntington disease( X f& Huntington's chorea) 0723 | R R B R L AB G = E Tyrosine hydroxylase deficiency
0705 |GEERMERE{RE Tuberous sclerosis 0724 [Wolfram K JE{EEE Wolfram syndrome » DIDMOAD
0706 |Z 3R LaE Multiple sclerosis | 0725 |EEMEEMT BRE Hereditary spastic Paraplegia

0707 |Zellweger FIEIREE Zellweger syndrome 0726 |Joubert ECJERRY ( TR/ NSBEREFAE) Joubert syndrome

0708 |Ftg B E(REE Rett syndrome 0727 |Pelizacus-Merzbacher ECHE (1B {4 R ERIFSTE{LAE ) |Pelizacus-Merzbacher Disease

0700 | AEM:AILZESEE Spinal muscular atrophy 0728 [H#BMERE (GSREMEN REEE Kennedy Disease

0710 |Menkes B&iE{REE Menkes disease 0729 | HEM: ROl R 2 St reh A g Familial Amyloidotic Polyneuropathy
0711 (ANZEEMERIRE{LECHEA) |Amyotrophic lateral sclerosis (ALS) 0730 [’Z BB R BERE: ~ # R EMRRER ;a;tro;;l:;:i;ir;anse’ 1;;2?;:;? ted

0712 |Charcot-Marie-Tooth E&JE Charcot-Marie-Tooth Disease 0731 [Moebius JEMREE Moebius Syndrome




0713 |GM1/GM2 tHERERE BafEteE

GM1/GM2 gangliosidosis

McLeod FEMERF

McLeod Syndrome

0714 |Lesch-Nyhan % EEfREE

Lesch-Nyhan syndrome

Aicardi-Goutieres FEERE

‘Aicardi-Goutieres Syndrome

0715 [FEFBAEMMERERIEESE  |Ataxia telangiectasia 0734 | 8IEHTEREE Proteus Syndrome
0716 HERBRBTIE Sialidosis 0735 |MECP2 4R & fEIREE g’ﬁiﬁw binding proein 2 Duplication
0717 | R M- 8UEVE & FrETRE |Congenital insensitivity to pain with anhidrosis 0736 |I&Eh/NAELEf%EE Cerebro-Costo-Mandibular Syndrome
0718 | PR T ThAE S EEE Hypothalamic dysfunction syndrome 0737 |Dravet fE{ERE Dravet Syndrome

0738

0719 [Miller Dieker SERRE

BB WEKEE

Miller Dieker syndrome

Hereditary epidermolysis bullosa
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Vanishing White Matter Disease

0801 Infantile systemic hyalinosis

0802 |EiRAMiR (BRBMEER) |Ihthyosis, lamellar recessive 0810 |Meleda &% Meleda disease

0803 |SMNEEHE 4R BIE Ectodermal Dysplasias 0811 [Darier IR (BEEALE) Darier's disease

0804 |FBRES Collodion baby 0812 [Se R EA2E Dyskeratosis Congenita

0805 [BEE: SRR Herlequin ichthyosis 0813 | BB B P AR R oPaaer
0806 |ZKEEIS R EBHEMAZE | Bullous Congenital ichthyosiform erythoderma | 0814 |Netherton E{REE Netherton Syndrome

0807 (2T LHHE Incontinentia pigmenti 0815 | RMEREIR TR Giant Congenital Melanocytic Nevus

0808 |ARHZFZ B {BIE

0901

Oculocutaneous albinism

Hereditary cytoplasmic body myopathy

R AREE
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Becker Muscular Dystrophy(BMD)

byl e il R R
0902 |FREEECHAZELEE Duchenne muscular dystrophy (DMD) 0911 [Freemam-Sheldon FCIEREE Freemam-Sheldon syndrome
0903 (/LA Sty 2= Central core myopathy 0912 |RFERINABIEGE 2A & - S5 2B M - 52D EY)  |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0904 [Nemaline 48RRI IR EE Nemaline Rod Myopathy 0913 SRS EBE Congenital Muscular Dystrophy
0905 |Schwartz Jampel ECJE(REE Schwartz Jampel syndrome 0914 2548 NGy 2= FILi Multiminicore Disease
0906 |ALAISEEE Myotonic dystrophy 0915 |Emery-Dreifuss S EE Emery-Dreifuss Muscular Dystrophy
0907 |E YR AZETRE 0916 |GNE Eismh e GNE myopathy
0908 |RIl/IVE R Myotubular myopathy 0917 |SRFEEEAR FEfRRE Stormorken syndrome

0909 |E/=RTRERI S BAE

Facioscapulohumeral muscular dystrophy

1001 |BeBAF2iE () Osteogenesis imperfecta 1008 |[BEE B RE Spondyloepiphyseal Dysplasia(SED)

1002 [EREEBEARIECVIAR)  |Achondroplasia 1009 (HFHERE Split-hand/ Split-foot malformation ( SHFM )
1003 (BER{LE CKELAEE) Osteopetrosis 1010 (BB EHEE R 2 Pseudoachondroplastic dysplasia

1004 EFTHEBE{EMER Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann [KE(ERE Conradi-Hunermann syndrome
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1005 |HEst-BpME X Primary Paget disease 1012 |83 EREEARE Multiple Epiphyseal Dysplasia
1006 BB HEERERY Cleidocranial dysplasia 1013 [REEFEFARIE Hypochondroplasia
1007 McCune Albright B E(REH(H McCune Albright syndrome 1014 |Se REEHER 22 Klippel-Feil Syndrome

1406

1501

Laron syndrome (Laron dwarfism)

Neurofibromatosis Type II

1101 [BFLECHE (iR AJE) Marfan syndrome 1103 (o ReEHAHM R FEHEmE Ehlers Danlos syndrome IV
1102 [EEBARRERIEREE(EEIRER)  |Waardenburg syndrome 1104 %EE&F 1ERE Beals Syndrome
1202 |EREHEMEE Thalassemia major 1206 |FEES fﬁ&ﬁﬁﬁﬂ@?ﬁr Paroxysmal Noctumal Hemoglobinuria
1203 | MEEEITE Thrombasthenia 1207 |PeR 4T mER T 4 FEREtE e Diamond Blackfan Anemia
1204 |HEEREFERE CH=4E  |Homozygous proetin C deficiency 1208 |FEULBYMEFR BEA N (R Atypical Hemolytic Uremic Syndrome
1205 | 1-$ifEE HERERZE a 1- Antitrypsin deficiency 1200 |BEEE SHZiE Protein S Deficiency
1301 ?ﬁ%mﬂﬁﬁf BB E A M |Bruton's agammaglobulinemia 1306 [Hafgrk{n 8 Bh=IE Complement Component 8§ deficiency
1302 ([HEHE8 AT ER Chronic primary granulomatous disease 1307 |IPEX EE{REf IPEX Syndrome
1303 [SEREEEESREN E fE{EE |Congenital Hyper IgE syndrome 1308 |BREEREN M fE{ER Hyper-IgM Syndrome
1304 |Wiskott-Aldrich ECAEREE Wiskott-Aldrich Syndrome 1300 |y FEESR G Interferon v receptor 1 deficiency
1305 |[BRERESHEGEHRTE Severe combined immunodeficiency 1310 iﬁ{iﬁr I‘ﬁ]ﬁl’“‘l‘iﬂiﬁﬁ Hereditary Angioedema
1401 [SLRES RS ETE (FE49E) |Congenital adrenal hypoplasia 1407 Kenny-Caffey EIE ﬂ?‘ﬁ Kenny-Caffey syndrome
e . FEFIRICHER - fRITHR -« MESRY - &t |WAGR Syndrome(Wilms'  tumor-Aniridia-
f cl[ A "
1402, BRIERI RIS AR Pseudchypoparathyroidism 1408 ERFERRE (W A GRIERED) Genitourinary Anomalies-mental Retardation)
1403 |[E & FE ik = B E R MmE Homozygous familial hypercholesterolemnia | 1409 |5 iR EF{REHi4E ACTH resistance
1404 | 2215 M = FLEE RN MILE Familial hyperchylomicronemia 1410 |1 o 5B/ EEEERZE(ERT 1 & -hydroxylase deficiency
1405 |BZimAEREE CRREEE) Acromegaly 1411 |Kallmann & FE{REE Kallmann syndrome
Laron ECPR{BRE{RRE 1412 7J<7xfi¥ﬁ$§€¥)§ﬁr

Permanent Neonatal Diabetes Mellitus

Beckwith Wiedemann syndrome

Neuroblastoma

1%?1%{5 RISIEREE

TSR R A Beckwnh Wiedemann FSEE{ERE
1503 |1R4EF B emAER Retinoblastoma 1506 |2 & S AL Ak 4 E Lymphangioleiomyomatosis(LAM)
1504 | RI4HARRE 1507

1601 |B{R4FEE Apert syndrome 1615 ﬁﬁﬁ?‘z&%&%fﬁiﬁﬁfﬂlﬁar (fJ\%/KF ) Costello Syndrome
1602 |Crouzon EIE{REEE Crouzon Syndrome 1616 |Fraser BiE Fraser syndrome




1701 | r-WllﬁE‘—ﬂ%ﬁ B
CNERF ~ FEERE)

1603 |GEE-FEFHEEIE Russell-Silver syndrome 1617 |Fe R A= NG O3 NVE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome

1604 |[Cornelia de Lange FSiE(REE Cornelia de Lange syndrome 1618 |SREELIE R Kabuki maké-up syhdrome

1605 |X AEHTE Fragile X syndrome 1619 |H-&5-%5 (Bb) fE{ZEE Oto-Patato-Digital syndrome

1606 {CHARGE Jf-& 7 CHARGE association 1620 |Robinow ECIE(ZEE Robinow Syndrome

1607 |Aarskog-Scott X EIERE Aarskog-Scott syndrome 1621 |Pfeiffer FOIERER Pfeiffer Syndrome

1608 |Smith-Lemli-Opitz FEEEE Smith-Lemli-Opitz syndrome 1622 |5 Cit) FSEBEREE Nail-Patella Syndrome

1609 |Bardet-Bied] [&EIRRE Bardet-Bied] syndrome 1623 |CFC fEfREE Cardiofaciocutancous Syndrome

1610 gésg;_ ;_é‘;f f{f;;{ ) Larsen syndrome 1624 |Peter-Plus E{ER¥ Peter-Plus Syndrome

1611 | EERE Pierre Robin Syndrome 1625 |Nager JERES Nager Syndrome

1612 | =R AAHTECIEREE Treacher Collins syndrome 1626 |Coffin-Siris fEfREE Coffin-Siris syndrome

1613 | B RARBE(REE Multiple pterygium syndrome 1627 [ET-REUEE IR White-Sutton Syndrome
LERIERAE Noonan syndrome

Prader-Willi syndrome

1706 [Rubinstein-Taybi BCHE{EEE

Rubinstein-Taybi syndrome

1702 |Angelman ERIFRER(IREETTE)

Angelman syndrome

1707 |Branchio-Oto-Renal fFE{REE

Branchio-Oto-Renal Syndrome

1703 |ERERATIGE

Williams Syndrome

1708 {Kleefstra EIBHE

Kleefstra Syndrome

1501 |

1704 |DiGeorge's fE ﬂiﬁ? (ﬂimmEﬁ,r )

DiGeorge's disease

Hutchinson Gilford progeria syndrome

1809 5‘%% ﬁ?ﬁﬁﬁﬁﬁ?ﬁ’ﬁlﬂkf“ fREE

Klippel-Trenaunay syndrome

1802 [Cockayne Bt (AHLAKEREEE

Cockayne syndrome

1810 |4 i M i E TR A

Hereditary Hemorrhagic Telangiectasia

1803 PEEhE- SRR IR AEREE

Hallermann-Streiff syndrome

1811 |Stargardt’ s ERE

Stargardt’ s disease

1804 |52 —IF —IBAEMRRE

Tricho-hepato-enteric syndrome

1812 | oK AT I

aniridia

1805 | RMAKREREE

Congenital Varicella Syndrome

1813 |Kohlmejer-Degos 4F&E

Kohlmeier-Degos Disease

1806 |RAZLFERE

Werner Syndrome

1814 REMESIEEI R TE

QOccult Macular Dystrophy

1803

AR AT BB MRIER R

Campomelic dysplasia with autosomal sex reversal
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