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0101 [AERFRIE Phenylketouria(PKU) 0112 |FER g IMiE Methylmalonic acidemia (MMA)

0102 (= BEAEEE MIE Homocystinuria 0113 | &G IMUE Isovaleric academia (IVA)

0103 |3 M e B e i e Hereditary tyrosinemia 0114 |FABZIE Propionic acidemia (PA)

0104 |/&= FR A e A (T i Methionine adenosyltransferase deficiency ,MET 0115 |JX—B&IfE » 55— ~ — &Y Glutaric aciduria type I, I

0105 [HE0eE PR IE Maple syrup urine disease (MSUD) 0116 |HREEARHRE 3-Hydroxy-3-methyl-glutaric acidemia

0106 |JEMREME & H ek M e Nonketotic hyperglycinemia 0117 | = PR SHERS A (LR ZE 3-Methylcrotony-CoA carboxylase deficiency

0107 (BepEmgiE Cystinosis 0118 |8 M BT = IF (EMEBEZRE) |Multiple carboxylase deficiency

0108 |*ERALRIE- MUE S = fF |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 |/SiAHiR&mE M fiE Hyperprolinemia

0110 | & B AR ME Hyperlysinemia 0120 |25 ME L-Fe A a8 2L mG = i Aromatic L-amino acid decarboxylase deficiency

0111 |4 REeRe s \sdnen 0121 | FFEEPS — e e s et i (Cb1 C AY) Cobalamnll C Defect (Methylmalonic Aciduria and
Homocystinuria, Cb1C type )

: 02 ~ FREMEEHAEY

0201 |/\FR&inAE Citrullinemia 0204 |k5RE T _EERE B = E Argininosuccinic aciduria

0202 | FLicle S F AL AL B4 Z A Omithine transcarbamylase deficiency 0205 (8 SRk - FF 2 - B0 R AR | O inemia Sperammonemia
Homocitrullinuria Syndrome

0203 |Z s ig o i = Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [#&f& T el £ = iE Argininosuccinic Aciduria

' _ ' 03 ~ FARHRY

0301 |FFAEEERIE (type I~type IV) Glycogen storage disease (type I~type IV) 0320 |AEPEEE Mucolipidosis

0302 [BLZEMESE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 |(EHAth AR FE 2 A S BR)

0303 |[EZTEAE Gaucher's disease 0322 |AKL &= i R Carbohydrate-deficiencyglycoprotein syndrome

0304 |Fabry CRE GAEFRIREE) Fabry Disease 0323 (B AJE Trimethylaminuria

0305 |[E=2UCwiE Niemann-Pick Disease 0324 | RME2=BIFEEEASF RIE Congenital generalized Lipodystrophy

0306 4T HERERHTE 2 S lEHL = iE Short-chain acyl-CoA dehydrogenase deficiency 0325 | $ERgHATE QB R = E Me‘dl.u L e e g
deficiency (MCAD)

0307 |B RIS EABE Adrenoleukodystrophy (ALD) 0326 |7 Hii B @ AR B = i Pyruvate dehydrogenase deficiency

0308 |FeHf&EALIERGRE Fatty acid oxidation defect 0327 |HiSiRa M S e i Cerebrotendinous Xanthomatosis

0309 |soffi et E LRBE > Sulfite oxidase deficiency 0328 (RS ifr e 5 B E i 1R P Glut(Glucose Transport) 1 Deficiency Syndrome




0310 |3 (M AT, SREEFRIE  |Fructose intolerance, hereditary 0329 BB EIRIR A B A R Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |‘=ikE Rl RE (G4ERE)  |Fucosidosis 0330 |Z. BRI T Sitosterolemia
0312 |JE S84 AwRER = 5iE Carnitine deficiency syndrome, primary 0331 |$BtREHL = fiE Molybdenum cofactor deficiency
0313 |MLD fEfz#E Metachromatic Leukodystrophy (MLD ) 0332 {EBEREEEREE Hypophosphatasia
0314 |KI4R A& Mitochondrial defect 0333 |ER4HAEAS BB R BE Globoid Cell Leukodystrophy
0315 |&'BHE porphyria 0334 |EICHE(ERE Barth Syndrome
0316 R RE #RCAE Wilson's disease 0335 |Beta Wit fiEffiat = fiE Beta-Ketothiolase Deficiency
0317 |Fe Rt E AR M E Congenital hyperlactic acidemia 0336 BB 5ARAHEHERE MEASHIREE = AE Infantile form Lysosomal Acid Lipase Deficiency
A=l U 3 A ) . ) . ) . .

0318 ﬁiggﬁ BB FIBREITH Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |28 1457 B2 AERAHL = iE Multiple Sulfatase Deficiency
0319 [FAMEMAE Galactosemia 0338 |4V EBEE = iE Biotinidase Deficiency

| 04 ~ LHThEESEA
0401 |5 S5 tEpt i 'E ;) (BT Primary Pulmonary hemosiderosis 0406 |Holt-Oram (& EEEE Holt-Oram Syndrome

o . . Andersen ECAEAREE (0B RREREE B M ,
0402 (IR &5 MR EhAR = BT Primary Pulmonary Hypertensio,PPH 0407 R RS © PR TR e ﬁj)“ Andersen's syndrome
0403 |Alstrom [ yEIERE Alsrtom Syndrome 0408 | B HRRE B E Asphyxiating thoracic dystrophy
0404 |EstE B8R SR BRI L Idiopathic Infantile Arterial Calcification 0409 |t REMEHGRAR R IEERE Congenital Central Hypoventilation Syndrome
0405 |BEEARBEAEML Cystic fibrosis
! 05 ~ FE&GILH
o ‘ L — o . . FeRM: Cajal (R EVE4IAEIS & S G EHE TR ERE

0501 AEF T SRRIERT PIHES | 7WRRTAE |Progressive intrahepatic cholestasis,PFIC 0508 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |5 Rt it & i I TkE Inbon errors of bile acid synthesis 0504 |FThy S BRE (RS Alagille Syndrome

" = __ 06 ~ AR 2SR
0601 |BRBYGRERHE X-linked nephrogenicdiabetes insipidus 0604 |FiGEMAK M EPRE Hypokalemia, familial
0602 |MEBRE{EAERRLE f#F | X-linked hypophosphatemic rickets 0605 |l Aaks it B 2 T M- B R Autosomal recessive polycystic kidney disease
0603 |Lowe [CAE{REE Lowe sydrome 0606 |Bartter FCE{EEE Bartter's syndrome




07 ~ JSERERtHaR R B

0701 |EERERE M E PR Moya moya disease 0719 [Miller Dieker FEfFEF Miller Dicker syndrome

0702 BRI B 2IE Agenesis of corpus callosum 0720 (1148 I A AS 4 B (R Neuronal ceroid lipofuscinosis

0703 |# 88/ NS BB/ F 7 J50%86E [Spinocerebellar ataxia 0721 |Alexander XI5 Alexander disease

0704 |7 THHES SERIE Huntington disease( S F#% Huntington's chorea) 0722 |{BASEM=RE Stiffperson syndrome

0705 |&5ETHERE L E Tuberous sclerosis 0723 |FEREIE R LRBEL ZIE Tyrosine hydroxylase deficiency
0706 |23 R LIE Multiple sclerosis 0724 {Wolfram [CJE(ERF Wolfram syndrome * DIDMOAD
0707 |Zellweger [CRE(REE Zellweger syndrome 0725 [HE {4 RSBV T B Hereditary spastic Paraplegia

0708 |FRiFECEREE Rett syndrome 0726 |Joubert ECREMERE ( FRIGEME/ MG H A2 ) Joubert syndrome

0709 |ErHEMEAILAZEGEE Spinal muscular atrophy 0727 [Pelizacus-Merzbacher FCHiE (184 R AUNEHE(LIE ) |Pelizacus-Merzbacher Disease

0710 [Menkes FCIE{ERE Menkes disease 0728 [H i [IE (A REEEREMEN AZESIE ) Kennedy Disease

0711 |ANZE%EMEHIZEECH 3 A) [Amyotrophic lateral sclerosis (ALS) 0729 |F IR 1 2 25 a2 Familial Amyloidotic Polyneuropathy
0712 |Charcot-Marie-Tooth ESIE Charcot-Marie-Tooth Disease 0730 |72 T S i < FhaS R L Ei?gggg:;eegiﬁ)fe, ?iz(/fli]ated

0713 |GM1/GM2 HEEEEF AEERIRIE  |GM1/GM2 gangliosidosis 0731 |Moebius FEfBEEE Moebius Syndrome

0714 |Lesch-Nyhan ECIEGRE Lesch-Nyhan syndrome 0732 |McLeod fiEfEE McLeod Syndrome

0715 |HBL T EIERAEIEEE  |Ataxia telangiectasia 0733 |Aicardi-Goutieres JEfFEE Aicardi-Goutieres Syndrome

0716 |ERLEFZRERZIE Sialidosis 0734 (R EHTAE (AT Proteus Syndrome

0717 | R R G BE & A T2 [Congenital insensitivity to pain with anhidrosis | 0735 [MECP2 47 & (¥ gﬁgfﬁrﬁp G IrgngproIcing Bup iGaHen
0718 | 1R EEThAE Pl (5 Hypothalamic dysfunction syndrome 0736 (1SR NEFRE (RS Cerebro-Costo-Mandibular Syndrome
0801 [ {HPEF K7 o3 Rt 7K REE Hereditary epidermolysis bullosa 0809 (B2 5AEY -2 B I i i Infantile systemic hyalinosis

0802 |k fafim ( BASfErEEEAY)  |Ichthyosis, lamellar recessive 0810 [Meleda &% Meleda disease

0803 |SNILJEIE A A BIE Ectodermal Dysplasias 0811 |Darier F9F (EEHEARE) Darier's disease

0804 |IBRES, Collodion baby 0812 |Se R MEA LA IE Dyskeratosis Congenita

0805 [t S B Harlequin ichthyosis 0813 (BRI Fa{ LA e =i Egg;zgf;zisieg:ay_%ggmoplamar
0806 |/K EAISe R M IEIE4L & E  |Bullous Congenital ichthyosiform erythoderma | 0814 [Netherton i fBiE+ Netherton Syndrome

0807 |{LFEAFHIE Incontinentia pigmenti 0815 e RME AR BEERE Giant Congenital Melanocytic Nevus

0808 |HRIA Kz H /LA Oculocutaneous albinism
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0901 |38 {31 P44 RE st R e HY L 9ps 428 Hereditary cytoplasmic body myopathy 0909 (IS PRAEAN A i Facioscapulohumeral muscular dystrophy
0002 |ZE2& EC Il PR ZE e Duchenne muscular dystrophy (DMD) 0910 [H e YAl AT Becker Muscular Dystrophy(BMD)
0903 | AL A St 2= K Central core myopathy 0911 |Freemam-Sheldon E&AE{BERE Freemam-Sheldon syndrome
0904 [Nemaline &R RRIL AR Nemaline Rod Myopathy 0912 |BEAE AU BECSS 2A B ~ 55 2B Y ~ 95 2D &) |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0905 |Schwartz Jampel FCHEIREEE Schwartz Jampel syndrome 0913 A KMERILEEE Congenital Muscular Dystrophy
0906 |HILAISEE fiE Myotonic dystrophy 0914 |25t Nt ZE RIS Multiminicore Disease
0907 | HA A AL A ZE S 0915 |Emery-Dreifuss ALAEfE Emery-Dreifuss Muscular Dystrophy
0908 |BN/INE TR 25 Myotubular myopathy
| 10 - BERS
1001 | BEAREHE (BEEEEELE) Osteogenesis imperfecta 1008 |'Ea8Ed 5 HLE Spondyloepiphyseal Dysplasia(SED)
1002 BB E R EMECINNAFSE)  |Achondroplasia 1009 |B4F-2L e SE Split-hand/ Split-foot malformation ( SHEM )
1003 BB A{LE (REGEE) Osteopetrosis 1010 |fEM#E B A4 Pscudoachondroplastic dysplasia
1004 [EFTMEEARMELE Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann [ fE{EEE Conradi-Hunermann syndrome
1005 (s E 3% Primary Paget disease 1012 (Z3ME S E A2 Multiple Epiphyseal Dysplasia
1006 |BEEEIE S H S E Cleidocranial dysplasia 1013 |[REKBEEAEIE Hypochondroplasia
1007 Qf/frﬁg@? %I}g)ﬁ PTG (o McCune Albright syndrome 1014 |5 R Sk 88 Klippel-Feil Syndrome
| | 11 ~ (G AE e
1101 [B8 LEGHE (Wgk AE) Marfan syndrome 1103 |FeREE4TAH RS H 3B U AY Ehlers Danlos syndrome IV
1102 [ELBAS ICAEEBF(EEARYE)  |Waardenburg syndrome 1104 | R HEAEIERE Beals Syndrome
| | f 12 ~ BEIEERE
1202 |EEAUEEMEE M Thalassemia major 1206 |Feid 1415 [ T 4T ZZPRIE Paroxysmal Nocturnal Hemoglobinuria
1203 |1/ MR JTHE Thrombasthenia 1207 |Se kM a4l ek F A FE g & i Diamond Blackfan Anemia
1204 |FIERETFELE CHZ2iE  |Homozygous proetin C deficiency 1208 (FEHLAYME PR 385 AR A Atypical Hemolytic Uremic Syndrome
1205 | a 1-biE A g = iE a 1- Antitrypsin deficiency 1209 |EEE'E S Gz hF Protein S Deficiency
' 13 ~ SREHRIR
1301 |[fAEIHK R R AERE T fufE  |Bruton's agammaglobulinemia 1306 |#ERER S 8 B iE Complement Component 8 deficiency
1302 |54 M8 i A 2 Hif s Chronic primary granulomatous disease 1307 [IPEX fiF{efs IPEX Syndrome
1303 |SeKME Bk EE 1 E fE(#ET |Congenital Hyper IgE syndrome 1308 | & e Bk E H M EeEE Hyper-IuM Syndrome
1304 |Wiskott-Aldrich G EEEE Wiskott-Aldrich Syndrome 1309 | v FHEZESE 1 B Interferon v receptor 1 deficiency
1305 |BREE R &AL i Severe combined immunodeficiency 1310 (25 {2044 ifn A P 7K et Hereditary Angioedema




14 ~ RSTINEIA

1401 | XM LIRS EA S (FEMAESE) |Congenital adrenal hypoplasia 1407 [Kenny-Caffey ECHEMERE Kenny-Caffey syndrome
—_ ; . L T R BRRY - SEMITHE - MESSEE - EEE  |WAGR Syndrome(Wilms' — tumor-Aniridia-
y |:l| 5 B B ) i .
1402 | fBeieE] FHARBREAEAE Pseudohypoparathyroidism e [EBUEFEEE (W A G RGEIEEE) Genitourinary Anomalies-mental Retardation)
1403 |[El&F R = BE B2 M iE Homozygous familial hypercholesterolemia | 1409 | R 2R EHiME ACTH resistance
1404 | Z2 114 v L BEORT M iE Familial hyperchylomicronemia 1410 |1 a -FRALAEEL = fEFRE 1 & -hydroxylase deficiency
1405 |FEimAR AE (RESE) Acromegaly 1411 |Kallmann E&E{ERE Kallmann syndrome
1406 |Laron SR {FIEEEE Laron syndrome (Laron dwarfism) 1412 |7k A e 4= BUBE PR R Permanent Neonatal Diabetes Mellitus
T 15 ~ RIEH ARG
1501 |[feneXaEafe e = RS Y Neurofibromatosis Type II 1505 |Beckwith Wiedemann EIEMREEE Beckwith Wiedemann syndrome
1503 |1R4ERE 4R Retinoblastoma 1506 |HkE= M08 S o AL A 3 46 Lymphangioleiomyomatosis(LAM)
1504 |f&EEHAMATRE Neuroblastoma 1507 |EA{0-MREE RS Von Hippel-Lindau(VHL)
16 ~ SMEIRE
1601 |B{ARHICE Apert syndrome 1615 |FEAfERS (X 58 B 0 B FEE CNEBAEE) Costello Syndrome
1602 |Crouzon [CE{EEE Crouzon Syndrome 1616 |Fraser X JE Fraser syndrome
1603 |ZEE-TaFEEIE Russell-Silver syndrome 1617 |4 RS2 g 8/ NS 531;%2225 himosis-Ptosis-Epicanthus Inversus
1604 |Cornelia de Lange ECREREE Cornelia de Lange syndrome 1618 [FREE(ZAE(EEE Kabuki make-up syndrome
1605 |X REHTIE Fragile X syndrome 1619 |E-#i5-f5 (Hb) EIEEF Oto-Palato-Digital syndrome
1606 |CHARGE & IEE CHARGE association 1620 |Robinow & REfREEE Robinow Syndrome
1607 |Aarskog-Scott [ iE{ERE Aarskog-Scott syndrome 1621 |Pfeiffer B RE{B:EE Pfeiffer Syndrome
1608 |Smith-Lemli-Opitz fE{EEE Smith-Lemli-Opitz syndrome 1622 1#5 (HE) FEEERE(EE Nail-Patella Syndrome
1609 |Bardet-Bied] EIEZRE Bardet-Bied] syndrome 1623 |CFC fiEfeEE Cardiofaciocutaneous Syndrome
Larsen ECIE{ER
N -Plus JiE(E - d
1610 e D) Larsen syndrome 1624 |Peter-Plus fiF{REE Peter-Plus Syndrome
1611 |7 FRZEEECAE Pierre Robin Syndrome 1625 [Nager JE{Z:EE Nager Syndrome
1612 [BEAN-F MASYT EC SE (R Treacher Collins syndrome 1626 |Coffin-Siris FEREE Coffin-Siris syndrome
1613 | 28514 BEIRIEE (2B Multiple pterygium syndrome 1627 |14 - TR EE White-Sutton Syndrome
1614 (S3FEECHE Noonan syndrome




17 ~ Zetofl sy

1701 Erﬁgir’;_;;%ljh\ %ﬂig;ﬁ;) Prader-Willi syndrome 1706 [Rubinstein-Taybi [CEEEE Rubinstein-Taybi syndrome
1702 |Angelman K fEERE(IREEDTIR) Angelman syndrome 1707 |Branchio-Oto-Renal fE{&HF Branchio-Oto-Renal Syndrome
1703 |ERERITECIE Williams Syndrome 1708 |Kleefstra JE{ERE Kleefstra Syndrome
1704 |DiGeorge's fEMZEEF (KB/AKRIE)  |DiGeorge's disease

L TREE 7y £
1801 |R-EHE Hutchinson Gilford progeria syndrome 1809 (SR MARARIEHE = HE AE (% 5+ Klippel-Trenaunay syndrome
1802 |Cockayne B (AgRIE)EERE |Cockayne syndrome 1810 &M M M EIERIE Hereditary Hemorrhagic Telangiectasia
1803 7SS - S EA K [CAEMREE Hallermann-Streiff syndrome 1811 (Stargardt’ s EGHE Stargardt’ s disease
1804 |82 — BT — B fE(REE Tricho-hepato-enteric syndrome 1812 |Fe TR M fi T aniridia
1805 | RME/KIGEEEE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos &F&1iE Kohlmeier-Degos Disease
1806 | ABYREIE Werner Syndrome 1814 FREM:FHFEALBIE Occult Macular Dystrophy
1808 |‘EIERE AR B R 14 RIEE Campomelic dysplasia with autosomal sex reversal
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