FRERESERHBFEREHRAERPAR (2020 REEER )

01 ~ R e AR RRE
0101 AR ERfE Phenylketouria(PKU) 0113 | &£ kMg iE Isovaleric academia (IVA)
0102 |=MepEmE fE Homocystinuria 0114 |ARZIEE Propionic acidemia (PA)
0103 | B = BE R ik Hereditary tyrosinemia 0115 |[X=MeimE » &— -~ & Glutaric aciduria type I, 1I
0104 |= HHRERIMAE Methionine adenosyltransferase deficiency ,MET 0116 |HREER VR E 3-Hydroxy-3-methyl-glutaric acidemia
0105 |HEkERIE Maple syrup urine disease (MSUD) 0117 [ZHREETHEHES A BILBEERGZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FEEEM:= H RelE M iE Nonketotic hyperglycinemia 0118 |Z& ¥ CERER = IE (B ZEBEETZE) |Multiple carboxylase deficiency
0107 |BthzlgiE Cystinosis 0119 |= FReis fE Hyperprolinemia
0108 |ZEHRFRE- MO EAMES L= |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0120 | EHE L-HeREgiEHi i AL EB G = T Aromatic L-amino acid decarboxylase deficiency
0110 [EmE s Plypeilysiemis 0121 |FEP = B R bR R (R CbL C T) Cobalamm C ?efect (Methylmalonic Aciduria and
Homocystinuria, Cb1C type )
0111 |AHRE R fE Histidinemia 0122 |HEPRIE Alkaptonuria
0112 [EFZEERN —FRIMIE Methylmalonic acidemia (MMA)
02 - REBRCGHETE
0201 /BB TE Citrullinemia 0204 |K5RE T —BREERELZIE Argininosuccinic aciduria
0202 | E Bl S B B AL G5 = JiE |Omithine transcarbamylase deficiency 0205 15 A ML -5 2 -5 T B LR % Hypero;‘nithl:nen'lia-Hyperammonemia—
B Homocitrullinuria Syndrome
0203 |ZERFpEls S = i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |{&HE | —EEREE L= i Argininosuccinic Aciduria
' 03 ~ FAtfUEHERE
0301 |FFEEEEREAE (type I~type V) |Glycogen storage disease (type I~type IV) 0320 |ZEHESEE Mucolipidosis
0302 [FEZEEE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 |(HAt R IEZ HEEER)
0303 [[EERIE Gaucher's disease 0322 |ir7K{b&Hh=BEE QEER Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry BiE CEAREGIGE) Fabry Disease 0323 |EfAJE Trimethylaminuria
0305 B2 UCYE Niemann-Pick Disease 0324 (e XKML BIEEEENRE Congenital generalized Lipodystrophy
0306 | fEREHIEL % SEREL = IE Short-chain acyl-CoA dehydrogenase deficiency 0325 (WPEERERLNL = SR ZAE g/i;(il;larglc-;h;;\ldncajél)-coenzyme Adehydrogenase
0307 | _LARAE B '8 R E Adrenoleukodystrophy (ALD) 0326 |PIHAEE SRR S NG E =T Pyruvate dehydrogenase deficiency
0308 |HERilEEALIE 6k Fatty acid oxidation defect 0327 |FiRee 1 SR E Cerebrotendinous Xanthomatosis
0309 |SEAflLE S CEEER S Sulfite oxidase deficiency 0328 |Fis & R A 2 e s i e Glut(Glucose Transport) 1 Deficiency Syndrome
0310 |#&{E MR EATTE, SEREFRIE  [Fructose intolerance, hereditary 0329 |FzihmZdEhREE#EF R Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |EsEiE G EE (BEE)  |Fucosidosis 0330 |2 EERMIE Sitosterolemia
0312 |EEM: A igEk= E Carnitine deficiency syndrome, primary 0331 |EHFFmERL = iE Molybdenum cofactor deficiency
0313 |MLD fEf#ERE Metachromatic Leukodystrophy ( MLD) 0332 |{EREELEEERE Hypophosphatasia
0314 [fréREsEtfE Mitochondrial defect 0333 |BRAMBEAS 5 & 380 Globoid Cell Leukodystrophy




0315 |‘REfE porphyria 0334 |EEERAEEEF Barth Syndrome
0316 |EEIARIGEE Wilson's disease 0335 |Beta Wi AREBEL = fE Beta-Ketothiolase Deficiency
0317 |FeRtEmE AL E Congenital hyperlactic acidemia 0336 |98 G A EERSEE 1 AR IR = fiE Infantile form Lysosomal Acid Lipase Deficiency
0318 gﬁ%g%ﬂﬁ%%i@fﬁﬁ» *|Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |28 h B HE R EE= it Multiple Sulfatase Deficiency
0319 |FLMEME Galactosemia 0338 |EHRBERZIE Biotinidase Deficiency
: _ 04 ~ LFHThRERER
0401 | 3 M i (8388 2 LR AE Primary Pulmonary hemosiderosis 0406 |Holt-Oram ERIEERE Holt-Oram Syndrome
0402 |FE & MERhEike= BEE Primary Pulmonary Hypertensio,PPH 0407 %;;g&@ﬁgz ; }Eﬁ%ﬁﬁiﬁ%ﬁﬁ;ﬁﬁ% Andersen's syndrome
0403 |Alstrom ECTE{FERE Alsrtom Syndrome 0408 |ZE B ERREIAHE Asphyxiating thoracic dystrophy
0404 |45 1 2R SR EHARAE{ b Idiopathic Infantile Arterial Calcification 0409 |SeRMEFREMER R R IEEE Congenital Central Hypoventilation Syndrome
0405 | BEAAEAE(L Cystic fibrosis
s 05 ~ JH bR &REA
0501 |55 B Pl 8 Progressive intrahepatic cholestasis,PFIC 0503 5::5’%& Caﬁl ER RS ET 4T 4 & /B 1 | Congenital Interstitial Cell of Cajal Hyperplasis with
TR BREY Neuronal Intestinal Dyspl
0502 | R MERERE & pRIEE Inbon errors of bile acid synthesis 0504 (Mar & BROE AR Alagille Syndrome
. | 06 ~ MR F SR A
0601 |BFPREIFR ARE X-linked nephrogenicdiabetes insipidus 0604 | IEMEASMEME Hypokalemia, familial
0602 |tERkE A EREERE () (fE  [X-linked hypophosphatemic rickets 0605 |E HafE i H 2 BEME R B Autosomal recessive polycystic kidney disease
0603 |Lowe EGHE{REEE Lowe sydrome 0606 |Bartter FCIERERE Bartter's syndrome
' ' 07 ~ FEER AR
0701 |EERER B B=H Moya moya disease 0720 |Fh&ETTIEREIE1EE FERRE Neuronal ceroid lipofuscinosis
0702 |BiEASSEE A 2IE Agenesis of corpus callosum 0721 |Alexander G375 Alexander disease
0703 |/ N R B BN fmsR ISR | Spinocerebellar ataxia 0722 |{EASFEIRERE Stiffperson syndrome
0704 |57 TR SERE Huntington disease( X% Huntington's chorea) 0723 |lgRzme e, LhsG = iE Tyrosine hydroxylase deficiency
0705 |&EETMERE{CE Tuberous sclerosis 0724 |Wolfram [CHE(REE Wolfram syndrome > DIDMOAD
0706 |Z635 MERE{LRE Multiple sclerosis 0725 |HE{E MR SR T S Hereditary spastic Paraplegia
0707 |Zellweger ECRE(Z=RF Zellweger syndrome 0726 |Toubert E&SEIREE(S HEME/ NS 15|21 & B AR ) | Toubert syndrome
0708 [FifFECEREE Rett syndrome 0727 {PEI%?GHS_MMZMC}H PR S R Pelizacus-Merzbacher Disease
0709 | % REMERAZENE Spinal muscular atrophy 0728 |HiEE (A BEEREIER AT ) Kennedy Disease
0710 [Menkes EIE{ERE Menkes disease 0729 |FRIEMERABE S St 1A 52 Familial Amyloidotic Polyneuropathy
0711 |WLEGHERIZETE(LEGHAA) |Amyotrophic lateral sclerosis (ALS) 0730 S RE B ORI MR L e i b
0712 |Charcot-Marie-Tooth FCIE Charcot-Marie-Tooth Disease 0731 [Moebius fE{EEE Moebius Syndrome




0713 |GM1/GM2 t84EEREFAEEERUE |GM1/GM2 gangliosidosis 0732 [McLeod JE{REE McLeod Syndrome
0714 |Lesch-Nyhan EJEfERE Lesch-Nyhan syndrome 0733 |Aicardi-Goutieres FEEEE Aicardi-Goutieres Syndrome
0715 |FLRdesifUmEFERIEERE  |Ataxia telangiectasia 0734 |E S FEHTREERE Proteus Syndrome
0716 |LiEREEFZE Sialidosis 0735 |MECP2 4&& EEEE Methyl CpG binding protein 2 Duplication Syndrom
0717 |Fe R MR BURE & 4% |Congenital insensitivity to pain with anhidrosis 0736 |RERD/INERIERERF Cerebro-Costo-Mandibular Syndrome
0718 | 1R IhREEBEE (=R Hypothalamic dysfunction syndrome 0737 |Dravet GE{RE Dravet Syndrome
0719 [Miller Dieker fE{REEE Miller Dieker syndrome 0738 BB &l E Vanishing White Matter Disease
08 ~ B
0801 |3 {80 M= B7 o3 /K i Hereditary epidermolysis bullosa 0809 |B A& S MBI EE: Infantile systemic hyalinosis
0802 |J@ik fe k(2 AE PR EAY) (Ichthyosis, lamellar recessive 0810 |Meleda &7 Meleda disease
0803 |7 /E 3 A4 RIE Ectodermal Dysplasias 0811 |Darier &% ( FEAILIEE) Darier's disease
0804 |fZpEEL Collodion baby 0812 |Se KA 2E Dyskeratosis Congenita
0805 B fo e Harleauin felithyids 0813 | R e fa AR = Diffuse Non-epidermolytic Palmoplantar
Keratoderma type Unna-Thost
0806 |7k A5 R e fa il i 4 74 |Bullous Congenital ichthyosiform erythoderma 0814 |Netherton JfE{ZEE Netherton Syndrome
0807 | LERE [ncontinentia pigmenti 0815 | RMEARBIBEEGERE Giant Congenital Melanocytic Nevus
0808 |HRAA Kz B {LIE Oculocutaneous albinism
09 ~ HLAREE
0901 |32 M 4T B A P e B Lo Hereditary cytoplasmic body myopathy 0910 |E FERYRIL A S8 Becker Muscular Dystrophy(BMD)
0902 |ZEEELC BN ZE4EE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon (X EfERE Freemam-Sheldon syndrome
0903 | AIL AR SR-gih 25 Central core myopathy 0912 g%ﬁj}'éﬁﬂf’i%‘ﬁ(% MWE-FBE-F Iili;;lb—girdle SUSE AT SRRy (s 24 (a0
0904 [Nemaline &R A Py 2 Nemaline Rod Myopathy 0913 S RMERLREE Congenital Muscular Dystrophy
0905 |Schwartz Jampel BT EEE Schwartz Jampel syndrome 0914 |24 N ZE AL Multiminicore Disease
0906 Bl AE EIE Myotonic dystrophy 0915 |Emery-Dreifuss FILACTEAE Emery-Dreifuss Muscular Dystrophy
0907 |ELAth AR AYZE4IE 0916 |GNE #bifi Il 75 2 GNE myopathy
0908 (HIl/IVE R Myotubular myopathy 0917 |SEFLEEFRFE (RS Stormorken syndrome
0909 |ESAFREALEEE Facioscapulohumeral muscular dystrophy
10 ~ BERE
1001 |BEA2E CGEREEE) Osteogenesis imperfecta 1008 |EatdsERE Spondyloepiphyseal Dysplasia(SED)
1002 [fREEBFASECVNAG)  |Achondroplasia 1009 |MFHEE Split-hand/ Split-foot malformation ( SHEM )
1003 |BEALE REAEHE) Osteopetrosis 1010 (RIE#E#RE 2 Pseudoachondroplastic dysplasia
1004 |#EFTHEFARMERLR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann S HE{EEE Conradi-Hunermann syndrome
1005 |[REMEEMEE R Primary Paget disease 1012 | %83 ERREEFDIE Multiple Epiphyseal Dysplasia
1006 [$HEHEE &5 R Cleidocranial dysplasia 1013 | RERE & H A Hypochondroplasia




1007 géﬁ‘g;g%t PR e Cune Albright syndrome 1014 [4ER Gl Klippel-Feil Syndrome
e 1~ G e
1101 | FLECSE (Baisk AE) Marfan syndrome 1103 |SeREeE4TAAME R H S uAY Ehlers Danlos syndrome IV
1102 |ELEMEE R EERR(EEEEER)  |Waardenburg syndrome 1104 |HLEECFE{ERE Beals Syndrome
| 12 ~ AEIMINAESR T
1202 |EAREFEMEE Thalassermnia major 1206 |PEE&e1478 R 4T R E Paroxysmal Nocturnal Hemoglobinuria
1203 |ifi/) iRz ST Thrombasthenia 1207 |SeRME4h4lmek 4 & Diamond Blackfan Anemia
1204 |[FEARSTFELDY CHZ/E |Homozygous proetin C deficiency 1208 |JRHLAUMEPRFA MAEBERE Atypical Hemolytic Uremic Syndrome
1205 | o 1-PifsaE B Gk = iE a 1- Antitrypsin deficiency 1209 (FEE'E S HEZ5E Protein S Deficiency
| 13 ~ BT
1301 |[fAETER (EEEEKEH MME |Bruton's agammaglobulinemia 1306 |#ff8RD 8 Th=IE Complement Component 8 deficiency
1302 |RE& 418 14 A ZF R Chronic primary granulomatous disease 1307 |IPEX fEfREES IPEX Syndrome
1303 |fe RS e ahkE A E fE(#EF Congenital Hyper IgE syndrome 1308 [FHREEREE M EER Hyper-IgM Syndrome
1304 |Wiskott-Aldrich ECIE{EEE Wiskott-Aldrich Syndrome 1309 | v THEZEZHE | Bia Interferon 7 receptor 1 deficiency
1305 | EE MR & R R E = IE Severe combined immuncdeficiency 1310 |35 {804 1fn 2t 7K HEE Hereditary Angioedema
14 ~ NGEER
1401 g\éﬁi%ﬁﬂ%ﬁ%ﬁﬁ‘%@iﬁ% Congenital adrenal hypoplasia 1407 |Kenny-Caffey BSEIERE Kenny-Caffey syndrome
= e — — —
1402 | B4R R BRI AESE Pseudchypoparathyroidism 1408 ggﬁgg%—w Tgf o {gﬁ Sgi'% e geigijz:f;ﬁffn\gﬁmeﬁlﬁo};eﬁgﬁfm
1403 |[E&FEREM SEEREME  (Homozygous familial hypercholesterolemia 1409 B LR 2R E DM ACTH resistance
1404 | ZR M= FLEERUALITIE Familial hyperchylomicronemia 1410 |1 @ -F&{EEGEE = TEERE 1 @ -hydroxylase deficiency
1405 |HZmRAEARE (KRBZIE) Acromegaly 1411 |Kallmann EIEMRERE Kallmann syndrome
1406 |Laron [CARMRIEEEE Laron syndrome (Laron dwarfism) 1412 |7k A4 FVEPR A Permanent Neonatal Diabetes Mellitus
15 ~ RIER AHAEEA R
1501 |FHESERMERTEIREFSE 1 Neurofibromatosis Type II 1505 |Beckwith Wiedemann ECIE{ERE Beckwith Wiedemann syndrome
1503 1R 48R R4 AR Retinoblastoma 1506 [HRES /S SV AL A B AR Lymphangioleiomyomatosis(LAM)
1504 |#heE R4 AR Neuroblastoma 1507 @ {a-MEEER Von Hippel-Lindau(VHL)
16 ~ SMRRE
1601 |B{a%FERIE Apert syndrome 1615 |FafrdEid [C M ER B BAFEECNEAE)  |Costello Syndrome
1602 |Crouzon FCIE(EEF Crouzon Syndrome 1616 |Fraser EGIE Fraser syndrome
1603 |4 Z-FEFH IE Russell-Silver syndrome 1617 |SeR 2R e L NEE S;iljigﬁgh1mos1s-Pt051s-Eplcanthus Inversus
1604 |Cornelia de Lange ECHiE{BRE Cornelia de Lange syndrome 1618 [ REt Kabuki make-up syndrome
1605 |X HEdriE Fragile X syndrome 1619 |E-#5-55 (Rk) fE(ERE Oto-Palato-Digital syndrome




1606 |[CHARGE Eh& T CHARGE association 1620 [Robinow FCIE(HERF Robinow Syndrome
1607 |Aarskog-Scott B RE(REEE Aarskog-Scott syndrome 1621 |Pfeiffer B&dE{ERE Pfeiffer Syndrome
1608 |Smith-Lemli-Opitz FEMEEE Smith-Lemli-Opitz syndrome 1622 |15 (k) FEEEERER Nail-Patella Syndrome
1609 |Bardet-Biedl K E{EEE Bardet-Biedl syndrome 1623 |CFC & {sEtt Cardiofaciocutaneous Syndrome
1610 I{;ggi ;Eg ;-QE Eﬁf R R Larsen syndrome 1624 |Peter-Plus SE{ERE Peter-Plus Syndrome
1611 |F7FHEEE IE Pierre Robin Syndrome 1625 |Nager fEfREE Nager Syndrome
1612 [EEAT T ARET R (RS Treacher Collins syndrome 1626 |Coffin-Siris JE{FEEE Coffin-Siris syndrome
1613 | 2538 B IRAE (RS Multiple pterygium syndrome 1627 |- TE T E (R White-Sutton Syndrome
1614 |22EHIE Noonan syndrome

17 - ZERRE
1701 Prader-Willi FAEARE Prader-Willi syndrome 1706 |Rubinstein-Taybi ECIE(EEE Rubinstein-Taybi syndrome

UNBEEH] - #IZTEET)

1702 |Angelman ECAE(REE(REEETHE) |Angelman syndrome 1707 |Branchio-Oto-Renal JiF {55 Branchio-Oto-Renal Syndrome
1703 |EBRHTECE Williams Syndrome 1708 |Kleefstra fEERE Kleefstra Syndrome
1704 |DiGeorge's fE{EREIKE A E) DiGeorge's disease

18 ~ At IHE A B A
1801 |F-EIE Hutchinson Gilford progeria syndrome 1809 |FeRIEFFARIA T2 B FEAE(REF Klippel-Trenaunay syndrome
1802 |Cockayne ER(FISEAER)EEEE |Cockayne syndrome 1810 [ZEH{EE i M M E TR IE Hereditary Hemorrhagic Telangiectasia
1803 |78 - 5 {3 I B =R+ Hallermann-Streiff syndrome 1811 |Stargardt’ s EGHE Stargardt’ s disease
1804 |52 — BF— BBIE (R Tricho-hepato-enteric syndrome 1812 |SeRtd: fEedi] A aniridia
1805 |SeFRMKIgE(ERE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos %F&rfiE Kohlmeier-Degos Disease
1806 | AT By Werner Syndrome 1814 |IBETE =BT E Occult Macular Dystrophy
1808 (MEfE5E A BRI EA{E] Campomelic dysplasia with autosomal sex reversal
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