FRERESIRBEFERERFEPAR (2021 RBELEH)

0101 EFRE Phenylketouria(PKU) 0113 |BkEE MR Tsovaleric academia (TVA)

0102 |FEREEEEE MAE Homocystinuria 0114 |NEEIAE Propionic acidemia (PA)

0103 B {EEEEEERE Hereditary tyrosinemia 0115 K EfE - £ 28 Glutaric aciduria type I, I

0104 | & B RE T Methionine adenosyltransferase deficiency ,MET 0116 | ERBe 3-Hydroxy-3-methyl-glutaric acidemia

0105 [SEFEIRE Maple syrup urine disease (MSUD) 0117 |= EEF TREHEES A B{LBEHZA |3-Methylcrotony-CoA carboxylase deficiency

0106 |3 Bl M H B AL i Nonketotic hyperglycinemia 0118 iééii FCBRIRZAE CEVIREFRR Multiple carboxylase deficiency

0107 {BYAFREiE Cystinosis 0119 |5 A it I Hyperprolinemia

0108 [FEHAFRAE- MUE TR ERE (Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0120 5 &k L-E B0 e BEG ZfE  |Aromatic L-amino acid decarboxylase deficiency
I ‘ P B A T I B o BRI [TfE(Ch 1 |Cobalamin C Defect (Methylmaloric Aciduria and

0110 |BErEAARE A Hyperlysinemia 0121 C ) Homocystinuzia, Cb1C ype )

0111 |4HREEE M HE Histidinemia 0122 | R Alkaptonuria

0112 B B Methylmalonic acidemia (MMA)

0206

0320

SEERE

0201 |REEsfE Citrullinemia 004 BT —BEEREE Argininosuccinic aciduria

\ " ) B B R (T - S 2 -5 SR B EE . {Hyperornithinemia-Hyperammonemia-
0202 |ERAEE FEREEEIERR Omithine transcarbamylase deficiency 0205 (R Homocitrullinuria Syadrome
0203 |ZEGRRhERE SR ERER T Nitroacetylglutamate synthetase deficiency (NAG) R T TREBEERL TR Argini inic Aciduri

0301 |FFEEREETRIE (type I~type IV) Glycogen storage disease (fype I~type TV) Mucolipidosis

0302 |EEZEEEE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type V1) 0321 (EMRHE RBHEEER

0303 |EEBRE Gaucher's disease 0322 [BE/KILAahZ BEE H e Carbohydrate-deficiencyglycoprotein syndrome
0304 |{Fabry EE CGETEIRECIE D Fabry Disease 0323 |BLEE Trimethylaminuria

0305 |[EB VLT Niemann-Pick Disease 0324 |SeRK2 BEEESET BiE Congenital generalized Lipodystrophy

0306 [SESRSRF L EABAAT I Short-chain acyl-CoA dehydropenase deficiency | 0325 | ARl = BEERILT AT Eﬁ;d;;f;ﬁﬁc%ﬁmmm Adehydrogenase
0307 |BF ERRIS /B LRE Adrencleukodystrophy (ALD) 0326 |FHRRLEEN AR E Pyruvate dehydrogenase deficiency

0308 |RERhAEELIEHE Fatty acid oxidation defect 0327 FSERERERE Cerebrotendinous Xanthomatosis

0300 |EEH;AEEEE LEFEZ Sulfite oxidase deficiency 0328 (I EREHEEEAGEE Glut{Glucose Transport) 1 Deficiency Syndrome
0310 FREERERTHE, KEERE Fructose intolerance, hereditary 0329 |B¥imAlIBER I HE IR Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 [EREAHEE (FEE) Fucosidosis 0330 (S EEEiE Sitosterolemia

0312 |FEtERgE =R Camitine deficiency syndrome, primary 0331 |sEEHEESER=IE Molybdenum cofactor deficiency

0313 |MLD fE{EEE Metachromatic Leukodystrophy (MLD) 0332 [{EBEREEEESIE Hypophosphatasia

0314 |Brépasitfis Mitochondrial defect 0333 [EEAMPRES S EABE Globoid Cell Leukodystrophy




0315 |&'EiE porphyria 0334 |EERIEEEE Barth Syndrome
0316 |EFEAREIE Wilson's disease 0335 |Beta fifEREGH = fiE Beta-Ketothiolase Deficiency
0317 |FeRME L Rg M E Congenital hyperlactic acidemia 0336 |52 5 B A ESRE ML 1 FEAnEE R = Infantile form Lysosomal Acid Lipase Deficiency
FE R E B IME . el . o ) "
0318 gé FEA) SRALR B B M L Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z&& M RELISEEEE=iE Multiple Sulfatase Deficiency
0319 |FEFAEME Galactosemia 0338 (AEVERFZE Biotinidase Deficiency
04 ~ LFHZHEE SRR
0401 |[REFMEAIMERETEE Primary Pulmonary hemosiderosis 0406 [Holt-Oram ECHE{ERE Holt-Oram Syndrome
. " Idiopathic or Heritable Ppulmonary Arterial Andersen FOEMRRF( O BREEIEBEEEARE ; i
0402 |RrEd s EEMEmMEIiR= B2 Hypertension (IPAH » HPAH) 0407 R ER TR ) Andersen's syndrome
0403 |Alstrom ECYEERE Alsrtom Syndrome 0408 |2 EMEHgRESAE Asphyxiating thoracic dystrophy
0404 [R5 E R SR BIIRER L Micpthie Tnantile Arterial Calcifization 0409 R PRIERATRERE | o veorentition
0405 |ZEREEAEL Cystic fibrosis
05 ~ HE&R& LA
s i . . ) FeRNE Cajal R E4HAEE 446185 |Congenital Interstitial Cell of Cajal Hyperplasis with
¥ 4 fe | S GIT g . -
0501 (HEfTHEZRIEMERE A E Progressive intrahepatic cholestasis(PFIC) 0503 T B A Neuronal Tntestingl Dyspl
0502 |SoRMERERE & R Inbon errors of bile acid synthesis 0504 |Fel S BREEEF Alagille Syndrome
06 ~ WPR 2B '
0601 |BAZYLRARGE X-linked nephrogenicdiabetes insipidus 0605 |EEREEELENETER Autosomal recessive polycystic kidney disease
0602 |MEEE (FAYEREREEE faE R X-linked hypophosphatemic rickets 0606 |Bartter [CAE(EEE Bartter's syndrome
0603 |Lowe [KfEfERE Lowe sydrome 0607 |Gitelman FCIEEERE Gitelman syndrome
0604 |ZR I M{E ISP E Hypokalemia, familial
07 ~ FSERERE RS
0701 |EEEEMEER Moya moya disease 0721 |Alexander E5f% Alexander disease
0702 |BfiEEESEEASE Agenesis of corpus callosum 0722 |[EESfEEEE Stiffperson syndrome
0703 | &8/ NS B LS EiG =R Spinocerebellar ataxia(SCA) 0723 (B {LEEEE = E Tyrosine hydroxylase deficiency
0704 | TURCSErEAE Huntington disease( 3 7% Huntington's chorea) 0724 |Wolfram [KAE(EES Wolfram syndrome * DIDMOAD
0705 |4EEAMERE{RRE Tuberous sclerosis(TSC) 0725 | BEMHEENE T S Hereditary spastic Paraplegia(HSP)
\ | < fiva
0706 |ZZ2&EhE(EfE Multiple sclerosis(MS) 0726 gﬁe;fg AEGREF RIS/ MBI Joubert syndrome
—— _— Pelizaeus-Merzbacher FCE(18 M HE : ] Lo
0707 |Zellweger K E(EEE Zellweger syndrome 0727 BT (L) Pelizacus-Merzbacher Disease
0708 |EBHERIE Rett syndrome 0728 |H i3 ECECA S8 IE B8 1 AL A ZE4ETE) |Kennedy Disease
0709 |EREMENLAZEYEEE Spinal muscular atrophy(SMA) 0729 |RIRMERII RS MR Familial Amyloidotic Polyneuropathy(FAP)
0710 [Menkes FCHEEEE Menkes disease 0730 [S eSS Ea R > MR L s Pantothenate KJpase Associated
Neurodegeneration(PKAN)




0740

|

0711 | EEaE R ROl S M) Amvyotrophic lateral sclerosis (ALS) 0731 |Moebius JEEEE Moebius Syndrome

0712 |Charcot-Marie-Tooth EGiiE Charcot-Marie-Tooth Disease(CMT) 0732 IMcLeod JE{ERE McLeod Syndrome

0713 |GMI/GM2 MEEHTE R TR GM1/GM?2 gangliosidosis 0733 |Aicardi-Goutieres EIEEE Aicardi-Goutieres Syndrome

0714 |Lesch-Nyhan FCIE(EEE Lesch-Nyhan syndrome 0734 B RIEETEERR Proteus Syndrome

0715 |3 AR R (REE Ataxiz telangiectasia 0735 [MECP2 & fEiREE Methyl CpG binding protein 2 Duplication Syndrom
0716 |HEEBE RGN Z A Sialidosis 0736 |BER/NEEFEREE Cerebro-Costo-Mandibular Syndrome

0717 (SRR R S BT gfhjﬁrejsﬁg;jfm‘”‘y i pain vith 0737 |Draver FE(REE Dravet Syndrome

0718 | T EshBe s RE (R EE Hypothalamic dysfunction syndrome 0738 (k& BESHESE Vanishing White Matter Disease

0719 |Miller Dieker JE(EEF Miller Dieker syndrome 0739 |[{EBEHIAL F 8 A8 E Hypomyelinating Leukodystrophy(HLD)

0720 b ismis st Neuronal ceroid lipofuscinosis HEFSE SRR A2 BT YR (EME |Phospholipase A2-associated

neurodegeneration(PLAN)

0801 B EME R SEMK R Heredltary epi&errribi;sis; buﬂosa(EB) 0R00 |BEEII-E B MEFETRAEEE S Infantile systemic hyalinosis
0R00 Bk &SRB BEMIEER) Tchthyosis, lamellar recessive 0810 |Meleda B Meleda disease
0803 I9hPE R 47K BAE Ectodermal Dysplasias 0811 |Darier 9% (EEA{LIE) Darier's disease
0804 |RBRER Collodion baby 0812 e FRMA{EAEE Dyskeratosis Congenita
. . } , = Diffuse Non-epidermoivtic Palmoplantar
’% 4 ) 3 =12
0805 |BE B Harlequin ichthyosis 0813 |FEEE A LERETNE Keratoderma type Unna-Thost
0RO 7J§ A M AT YRR (R Bu}lous Congemtal If:hthyOS}fonn Erythoderma, 0814 [Netherton S22t Netherton Syndrome
Zmi LB ) Epidermolytic Hyperkeratosis
0807 |BELRIE Tncontinentia pigmenti 0815 | R EAEECER (Giant Congenital Melanocytic Nevus(GCMN)

0808

FRIE B8 2L

Oculoentaneous albinism

0001 [FEEMEHERRIRE(EEEY) [Hereditary cytoplasmic body myopathy 0010 | AR RIALARERE Becker Muscular Dystrophy(BMD)

0902 |BREECAN AELIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon FCFERES Freemam-Sheldon syndrome

0903 | BLddZe s Central core myopathy 0012 (RAFEAERE Limb-girdle muscular Dystrophy

0904 [Nemaline SRAXHLPIREEE Nemaline Rod Myopathy 0913 |FeRtEREBEE Congenitzl Muscular Dystrophy

0905 |Schwartz Jampel FCIERES Schwartz Jampel syndrome 0914 | N zERILA Muitiminicore Disease

0006 |ALAISEEE Myotonic dystrophy 0915 |Emery-Dreifuss BlLAERE Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 |EAEIELASEREE 0916 |GNE i flLmeE GNE Myopathy

0908 HVNERE Myotubular myopathy 0917 {SEFTEEMREIRETF Stermorken Syndrome

0909

RIS RE

Facioscapulohumeral muscular dystrophy

BREERE

1001 BB TG Osteogenesis imperfecta(OD) Spondyloepiphyseal Dysplasia(SED)
1002 [ErE&EEAEECVNAF Achondroplasia 1000 \BUFZLRRE Split-hand/ Split-foot malformation ( SHFM)




1003 [BEA{LE CKEGES) Osteopetrosis 1010 |[REEVEEEF = Pseudoachondroplastic dysplasia
1004 (ESTIEEIEMEALE Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann ECEREE Conradi-Hunermann syndrome
1005 ([REgEEREE R Primary Paget disease 1012 |Z#MHERBFEFDIE Multiple Epiphyseal Dysplasia
1006 BHEBEEZEEYE Cleidocranial dysplasia(CCD) 1013 (RERBBREL2E Hypochondroplasia
1007 ;i‘:%‘% Albright FAERRBFEREIER |\ 1 e Albright syndrome 1014 [SEFTEHERE Klippel-Feil Syndrome
T 11 - EHEERE
1101 | LECIE (SR AE) Marfan syndrome 1103 |FoREE4F4AMEF EUAIFRLE)  [Ehlers Danlos syndrome IV
1102 [EBMAE ECIEERE EEIRER) Waardenburg syndrome 1104 |2EEKIEER Beals Syndrome
12 ~ BMIHRER
1202 (EEEFEMEMm Thalassemia major 1206 |FEE¥IETR EMAT ZFRAE Paroxysmal Nocturmal Hemoglobinuria(PNH)
1203 |/ STE Thrombasthenia 1207 |SeRMEMATmBR R A R Diamond Blackfan Anemia(DBA)
1204 |FEEEFELE CHZIE Homozygous proetin C deficiency 1208 |FEEREIMER S [ FE(EE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 | a I-EE AR = E @ 1- Antitrypsin deficiency 1209 |ERE SH=E Protein S Deficiency
13 ~ R
1301 fREiEK (e EEkE H MmiE Bruton's agammaglobulinemia 1306 |FEEED 8 GEZHE Complement Component 8 deficiency
1302 |[FE3EM18 M AZFRER Chronic primary granulomatous disease 1307 |IPEX fiE{EEf IPEX Syndrome
1303 | RS REKED EEER Congenital Hyper IgE syndrome 1308 |ERERREL M EERE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich ECSE(ERE Wiskott-Aldrich Syndrome 1309 |y HHEZZE 1 8464 Interferon 7 receptor 1 deficiency
1305 |BEE SR REERZIE Severe combined immunodeficiency 1310 ZE{EMmEMHKE Hereditary Angioedema(HAE)
| 14 ~ SR
1401 e RXME LIREF A 2EHE4E)  |Congenital adrenal hypoplasia 1407 |Kenny-Caffey ECAEEEE Kenny-Caffey syndrome
1403 |El&FR RS e E R fE Homozygous familial hypercholesterolemia 1409 | FRREZ(REIUME ACTH resistance
1404 | SRt 7 PSR Familial hyperchylomicronemia 1410 |#— BSR4 R D R | iﬁfﬁ;‘ézy"nmn Dl-Alpha-Hydroxylase
1405 |BsPEARE (KREE) Acromegaly 1411 |Kallmann ECEEEE Kallmann syndrome
1406 |Laron ECHRIRIEIEEE Laron syndrome (Laron dwarfism) 1412 [Zk AR A SREFR R Permanent Neonatal Diabetes Mellitus
15 ~ RIEEHEEERN
1501 |FEREE4ERnE(REr S 1Y Neurofibromatosis Type II 1505 |Beckwith Wiedemann FGYE{ERE Beckwith Wiedemann syndrome
1503 |FR4ERE R4 RERE Retinoblastoma 1506 |MEME SR AL RE Lymphangioleiomyomatosis(LAM)
1504 [FREERI4HARTE Neuroblastoma 1507 |BF{a-PREEmEr Von Hippel-Lindau Disease (VHL)
16 ~ SMEEE
1601 |B{ERRE Apert syndrome 1616 |Fraser ECAEEEE Fraser syndrome
1602 |Crouzon [ fE{ERE Crouzon Syndrome 1617 |FeREss e s Ok NME Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome




Prader-Willi FCHEEE

1603 |FEE-FEFHRLE Russell-Silver syndrome 1618 [MRERFTREERT ‘ Kabuki make-up syndrome
1604 |Comelia de Lange FAE{REF Cornelia de Lange syndrome 1619 |E-E5-15 (EL) fEiEEE Oto-Palato-Digital syndrome
1605 |X BEdTiE Fragile X syndrome 1620 |Robinow FCIEERE Robinow Syndrome

1606 |[CHARGE Ef&#f CHARGE Syndrome 1621 |Pleiffer EREEIRRE Pfeiffer Syndrome

1607 |Aarskog-Scott FCREMEEE Aarskog-Scott syndrome 1622 |35 (Hb) HEEBEREE Nail-Patelia Syndrome

1608 |Smith-Lemli-Opitz FE{EEE Smith-Lemli-Opitz syndrome 1623 |CFC fE{REE Cardiofaciocutaneous Syndrome
1609 |Bardet-Biedl FLiEFEEE Bardet-Biedl syndrome 1624 |Peter-Plus SE{EEE Peter-Plus Syndrome

1610 é%‘;? g %ﬁrﬂ;ﬁg ArREIRED Larsen syndrome 1625 |{Nager E5EE Nager Syndrome

1611 FREERE Pierre Robin Syndrome 1626 |Coffin-Siris FE/REE Coffin-Siris syndrome

1612 |Treacher Collins FCAE(REE Treacher Collins syndrome 1627 | BRI IRES White-Sutton Syadrome
1613 |25 81 B8R BTE (RS Multiple pterygium syndrome 1628 |Ayme-Gripp FEMERF Ayme-Gripp syndrome

1614 |E2EEECHE Noonan syndrome 1629 |Coffin-Lowry fEEEE Coffin-Lowry Syndrome
1615 |FEfTHEA IR MEE AR NEAE) [Costello Syndrome

1701 NBESTE] - FOE ) Prader-Willi syndrome(PWS) 1706 [Rubinstein-Taybi FCEEIREF Rubinstein-Taybi syndrome
1702 |Angelman B AEIREE(HEET{H) Angelman syndrome(AS) 1707 |Branchio-Oto-Renal fiE{EEE Branchio-Oto-Renal Syndrome
1703 |ERERETERE Williams Syndrome 1708 (Kleefstra FE/EEF Kleefstra Syndrome

1704 |DiGeorge's FEREFCKE AR DiCeorge's disease

IR

e SR B IR A G (R

1801 [BEHE Hutchinson Gilford progeria syndrome 1809 Klippel-Trenaunay syndrome

1802 |Cockayne Bo (R 81 EMREE Cockayne syndrome 1810 [EEMHMEMERETRE Hereditary Hemorrhagic Telangiectasia
1803 JEE - AR AE(ERE Hallermann-Streiff syndrome 1811 |Stargardt’s FCFE Stargardt's disease

1804 B2 — BT —BBRE(RES Tricho-hepatc-enteric syndrome 1812 |k i fmal A Aniridia

1805 |So KM KERERR: Congenital Varicella Syndrome 1813 |Kohimeier-Degos &&iE Kohimeier-Degos Disease

1806 |Hk AZIRE5E Werner Syndrome 1814 |PREEESEPEEISEIE Occult Macular Dystrophy(OMD)
1808 |(5EiEssE -~ B At R EEE Campomelic dysplasia with autcsomal sex reversal

F AERASETAE HEENECERBIMEERERCEREEL 2618 BHESPFREFSEXRMIZRE(ERBH II0F4A)



