ERERESERBFERERRERMAR (2021 RELEH)

01 ~ EFEER/AREAHER
0101 |=FHEFRAE Phenylketouria(PKU) 0113 | £ KEE M E Isovaleric academia (IVA)
0102 |= B RERE ME Homocystinuria 0114 |FAEEMIE Propionic acidemia (PA)
0103 |38 {# M= BS e fs (E Hereditary tyrosinemia 0115 |[k—EEMmaE » &— ~ =& Glutaric aciduria type I, I
0104 |/& FHkEEEE Methionine adenosyltransferase deficiency ,MET 0116 |EFFEL U EE 3-Hydroxy-3-methyl-gluteric acidemia
0105 [HEMERRIE Maple syrup urine disease (MSUD) 0117 |=REE TR A B{EBEZEFHZE |3-Methylcrotony-CoA carboxylase deficiency
0106 |JEER TS H FElk fE Nonketotic hyperglycinemia 0118 iﬁ?&?ﬁfb@@@%iﬁ EARERR Multiple carboxylase deficiency
0107 |BXRZEEIE Cystinosis 0119 |EfReEE ME Hyperprolinemia
0108 [#EEERIE- N EEMES = (Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0120 |75 & L-FrERLERRFE EERER = fE  |Aromatic L-amino acid decarboxylase deficiency
0110 (SEEEEREIMIE Hyperlysinemia 0121 ?i;ﬁ — B B B I £=(Chl gglfnaéil;;aniri?fé%tl(é%g;g;malomc Acithuria and
0111 |4ERzlginiE Histidinemia 0122 |BFRIE Alkaptonuria
0112 |FFER _BEME Methylmalonic acidemia (MMA)
02 - REEBEHER
0201 |/AFEEREMAE Citrullinemia 0204 |MERE T —BEBERERZIE Argininosuccinic aciduria
0202 | FREERERTIE Omithine transcarbamylase deficiency 0205 ;%ﬁ,{igﬂﬁﬂﬁ~%ﬁtmﬁ—%m5§@m iﬁi;gﬁﬁiﬁ%?ﬁggmmema_
0203 |ZBEsRRE R S RRBEER=IE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [fEhg T — BB R ZIE Argininosuccinic Aciduria
03 - EffiHEE
0301 |FFEEEEFEEE (type I~type IV) Glycogen storage disease (type I~type IV) 0320 [BEREENE Mucolipidosis
0302 |[ELZEEESE (type I ~ type V) Mucopolysaccharidoses(type I ~ type VI) 0321 |(EfM kB AHESER)
0303 [FEKE Gaucher's disease 0322 [BRAKIEETRZ BEE O E(ER Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry BCE (CEARERECAE ) Fabry Disease 0323 |RBIE Trimethylaminuria
0305 ([[E=TCHEE Niemann-Pick Disease 0324 |SeRKIEESFEEESEFRE Congenital generalized Lipodystrophy
0306 |MiERERTEL A S BT E Short-chain acyl-CoA dehydrogenase deficiency 0325 PRSI BE =B BEEEZTIE lg/izi:;?;}zaﬁcﬁl)-coenzyme AEOREs
0307 |B LARIS BB Adrenoleukodystrophy (ALD) 0326 |AEEEEEERT SEER = E Pyruvate dehydrogenase deficiency
0308 |BERSEESCIERRRE Fatty acid oxidation defect 0327 (ASREE=REE Cerebrotendinous Xanthomatosis
0309 |EEfrfEE S ChEEh= Sulfite oxidase deficiency 0328 |IEIE REESEEH=ERE Glut(Glucose Transport) 1 Deficiency Syndrome
0310 [EEMEEBEAMIE, FERERE Fructose intolerance, hereditary 0329 |BOAmEIEEIRER B E TR Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 EEAHHEE (FEE) Fucosidosis 0330 |ZEEEmE Sitosterolemia
0312 |EsEMAEmEt=IE Carnitine deficiency syndrome, primary 0331 |$HEREsER=IE Molybdenum cofactor deficiency
0313 [MLD fEBEF Metachrematic Leukodystrophy (MLD ) 0332 (EEERERRNEE Hypophosphatasia
0314 |HI&RAatrFE Mitochondrial defect 0333 [BRAHREAS BB EE Globoid Cell Leukodystrophy




0315 |&E 5 porphyria 0334 |EEREEEE Barth Syndrome
0316 |[EEAEKE Wilson's disease 0335 |Beta FifEESGEZ GE Beta-Ketothiolase Deficiency
0317 |SeRM SRR ME Congenital hyperlactic acidemia 0336 |58 B ARG RL 4 FERrEsF =i Infantile form Lysosomal Acid Lipase Deficiency
= AEE =B == == _ .
0318 Eé M4 SR AR & TR B A Persistent hyperinsulinemic hypoglycemia of infancy | 0337 | MR EERSEEEE= = Multiple Sulfatase Deficiency
0319 |EFHEMAE Galactosemia 0338 |EETEHZE Bictinidase Deficiency
04 ~ LFRZHRE AR
0401 (FR2& MR 8 UFEE Primary Pulmonary hemosiderosis 0406 |Holt-Oram ECHEREE Holt-Oram Syndrome
R W - Idiopathic or Heritable Ppulmonary Arterial Andersen FUEREF(LETEERIEE ;
S i e Hypertension (IPAH ~ HPAH) M7 lemmree: T EmmmEy Ao’ syndome
0403 |Alstrom ESSEEEE Alsrtom Syndrome 0408 |ZEE MR EE Asphyxiating thoracic dystrophy
0404 (55 MR ST BHARER A diopathic Tnfanfile Aterial Calcification 0409 | R DB RA R RERE | oneenital Ceontal Hypoventilation
Syndrome(CCHS)
0405 |ZEiRaE4E{L Cystic fibrosis
05 ~ JEERGFEH
i . . . : SeARME Cajal ECEIE4HREE A S (85 |Congenital Interstitial Cell of Cajal Hyperplasis with
f == ¢ E By i
0501 |ETTHREEFAETFEE Progressive intrahepatic cholestasis(PFIC) 0503 R Neuronal Tntestinal Dyspl
0502 |FoRMEIERE & Rk Inbon errors of bile acid synthesis 0504 |PafIBERIE(EEE Alagille Syndrome
06 ~ IMNRZHEETH
0601 |BEREIRARE X-linked nephrogenicdiabetes insipidus 0605 |BRERHEESEETER Autosomal recessive polycystic kidney disease
0602 MRS EAVEREESEE (& X-linked hypophosphatemic rickets 0606 |Bartter ECEERE Bartter's syndrome
0603 [Lowe ELIEIREE Lowe sydrome 0607 |Gitelman ECE(ZEE Gitelman syndrome
0604 |ZFHEME(RMESEE Hypokalemia, familial
07 ~ FSER R
0701 | EERIEMERER Moya moya disease 0721 |Alexander EL9R Alexander disease
0702 |BfiEEEEBEAEE Agenesis of corpus callosum 0722 ((BRSTEMEEE Stiffperson syndrome
0703 |5/ NS B L EEERG BT Spinocerebellar ataxia(SCA) 0723 |BEFEEE R LESEA = E Tyrosine hydroxylase deficiency
0704 | THEE SEEEE Huntington disease(3{#% Huntington's chorea) 0724 |Wolfram ECFEfERE Wolfram syndrome * DIDMOAD
0705 |4E5EFMEER{EAE Tuberous sclerosis(TSC) 0725 | BEHESEET BRE Hereditary spastic Paraplegia(HSP)
3 e ¢ [ 2]
0706 |Z & MEmE(LAE Multiple sclerosis(MS) 0726 Zg?f;fi AERE(RIR I/ MBI 0 Joubert syndrome
[ - Pelizacus-Merzbacher BSiE(IB MR E . .
0707 |Zellweger [KIEIEEE Zellweger syndrome 0727 BT L) Pelizacus-Merzbacher Disease
0708 |TEFEE Rett syndrome 0728 |Hr i FE (G S8 AERE 1AL AZE4EHE) (Kennedy Disease
0709 | B EEIER AELRE Spinal muscular atrophy(SMA) 0729 |RIRMER MRS aERE Familial Amyloidotic Polyneuropathy(FAP)
3 . - Pantothenate Kinase Associated
s 3 B s WA |- =y
0710 [Menkes EEREE Menkes disease 0730 |ZBEEE R ERRE: ~ R LR NeirodegenerationPRAN)




0711 [

]

e canre SitnymmEet:

FlEEsE AR DECHEA) Amyotrophic lateral sclerosis (ALS) 0731 |Moebius FEfERE Moebius Syndrome
0712 |Charcot-Marie-Tooth FSfE Charcot-Marie-Tooth Diseass(CMT) 0732 Mcleod FEEES MecLeod Syndrome
0713 |GM1/GM2 #8& S Er R RIE GM1/GM?2 gangliosidosis 0733 |Aicardi-Goutieres FEIREF Aicardi-Goutieres Syndrome
0714 Lesch-Nyhan EE{REE Lesch-Nyhan syndrome 0734 | ERIRETEEET Proteus Syndrome _
0715 [EFSSAMMEIRRERE Ataxia telangiectasia (735 MECP2 4r&EIERf Methyl CpG binding protein 2 Duplication Syndrom
0716 |EEREEZELZIE Sialidosis 0736 |HEBh/NEEFE(RRE Cerebro-Costo-Mandibular Syndrome
077 PERURREMESHETE | o oo pan il | 0727 {Dravet BB Dravet Syndrome

osis(CIPA)

0718 | TR ThEE BB (ERE Hypothalamic dysfunction syndrome 0738 (FSEEHEE Vanishing White Matter Disease
0719 |Miller Dieker FEIREF Miller Dieker syndrome 0730 {ESESS OB e Hypomyelinating Leukodystrophy(HLD)
0720 (PR TTIERERE R E GERE Neuronal ceroid lipofuscinosis 0740 SAARTIREREES A2 BRI IER(YE |Phospholipass AZ-associaied

neurcdegeneration(PLAN)

0901

AN R EC R |

ereditary cytoplasmic body myopathy

TE A AR

0801 [HE{H M= 57 o A K FE Hereditary epidermotysis bullosa(EBR) Infantile systemic hyalinosis
0802 |/Eik B EEREEERE) Ichthyosis, lamellar recessive 0810 [Meleda &% Meleda disease
0803 |SMEBRELE T RIE Ectodermal Dysplasias 0811 (Darer 5% (BEA{LE) Darier's disease
0804 |BBRES Colledion baby 0812 |FeRiEAE{ERERE Dyskeratosis Congenita
y . . Diffuse Non-epidermolytic Palmoplantar
0805 |BE & S e Harlequin ichthyosis 0813 |EEREE{LERETR Kerstoderma type Umna-Thost
yIbidl HE S B £ < i i
0806 TGREIS R SRR AT I (R Y Bu.llous Congemtal Ichmyosﬁonn Erythoderma, 0814 |Netherton F=iERE Netherion Syndrome
EBEE{LBER) Epidermolytic Hyperkeratosis :
0807 |[BELTETE Incontinentia pigmenti | 0815 |REERBIEEERE Giant Congenital Melanocytic Neviis(GCMN)
0808 |HRHE Rz H/LE Oculocutaneous albinism :

Recker Muscular Dystrophy(BMD)

0902 |ZERIALAZESEE Duchenne muscular dystrophy (DMD} 0911 |Freemam-Sheldon B EEREF Freemam-Shelden syndrome

0903 |Bll A REHZER Central core myopathy 0012 |BOS R Limb-girdle muscular Dystrophy

0904 {Nemaline &HiRFNLAIGEE Nemaline Rod Myopathy 0913 |SeFREALA B Congenital Muscular Dystrophy

0905 |Schwartz Jampel FCEIRES Schwartz Jampel syndrome 0914 | &/ 22 LR Multiminicore Disease

0906 |FILAISEIE Myotonic dystrophy 0915 |Emery-Dreifuss A4 Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 |EA A AEEE (0016 |GNE ZEimAlfRE GNE Myopathy

0908 (HL/NEREE Myotubular myopathy 0917 |SFFEEEIRTEIRET Stormorken Syndrome

1001

EE LR ERE

HETERECEEED

Facioscapuloh

eral muscular dystroph

Osteogenesis imperfecta(QOl}

1008

THEEES

Spondyloepiphyseal Dysplzsia(SED)

1002

FEBEASEC(NVIASR

Achondroplasia

1009

HFHEE

Split-hand/ Split-foot malformation ( SHFEM )




1003 | BEA{LE (KELAEH) Osteopetrosis 1010 [(BRESRBEZEEF2 Pseudoachondroplastic dysplasia
1004 (ZEFTHEE1EMELE Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann X JE(ERE Conradi-Hunermann syndrome
1005 |[EEMERIERE Primary Paget disease 1012 |Z#EEHRBERADE Multiple Epiphyseal Dysplasia
1006 |REETEFEE Cleidocranial dysplasia(CCD) 1013 | RERBEEEFDE Hypochondroplasia
1007 g‘g‘g Albright EIEREHERELER |/ e Albright syndrome 1014 [ Tieme Klippel-Feil Syndrome
11 - EHFEERE
1101 |5 FLECEE (B0¥k AJE) Marfan syndrome 1103 |SeREEGAGEEENR (L)  [Bhlers Danlos syndrome IV
1102 |ELE B EEEE(EEERRR) Waardenburg syndrome 1104 |EE LEEEE Beals Syndrome
12 - EMIEERE
1202 (EADEEME Thalassemia major 1206 |FEEF MR R MEAT = FRAE Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 /MRS TTE Thrombasthenia 1207 e RMELMIREAEEEEM  |Diamond Blackfan Anemia(DBA)
1204 [FEREFEQE CHZE Homozygous proetin C deficiency 1208 (FEHAAIEREAMEERE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 | e l-HiBRE O ESH = iE ¢ 1- Antitrypsin deficiency 1200 |EHE ST Protein S Deficiency
13 ~ BEER
1301 |[fFFElER G EERE S ME Bruton's agammaglobulinemia 1306 |FERERk{D 8 BAZE Complement Component 8 deficiency
1302 |RE SR IER Chronic primary granulomatous disease 1307 |IPEX fE{ERE IPEX Syndrome
1303 |eREERESES E EfERE Congenital Hyper IgE syndrome 1308 |=RESRES M EEEE Hyper-IeM Syndrome
1304 [Wiskott-Aldrich ECHERRE Wiskott-Aldrich Syndrome 1309 |y TEZZE 1 61& Interferon 7 receptor 1 deficiency
1305 (RER R GBI Severe combined immunodeficiency 1310 EEEDEMKE Hereditary Angicedema(HAE)
14 ~ WA
1401 | REE EREEA2GFESERE)  |Congenital adrenal hypoplasia 1407 (Kenny-Caffey ECAE(REEE Kenny-Caffey syndrome
1403 |[E)&F 2R 1R v B FE B o Homozygous familial hypercholesterolemia 1400 | FRREZ{REIUME ACTH resistance
1404 (SRR FLES AR M Bl Byperchylimieroner 1410 |B—EREMIEEEE D (REEYIR R %iffcfgy"mm Ll Liporony oee
1405 |BmARAE (REHE) Acromegaly 1411 |Kallmann ECHE{EEE Kallmann syndrome
1406 |Laron ECAR{EREERE Laron syndrome (Laron dwarfism) 1412 |k KR4 FRABR IR Permanent Neonatal Diabetes Mellitus
15 ~ PIEE ISR |
1501 | aE e RRE — A Neurofibromatosis Type I 1505 |Beckwith Wiedemann ECEREE Beckwith Wiedemann syndrome
1503 |{R4BAE4HARE Retinoblastoma 1506 |FHREEMmE g AL A 4 Lymphangioleiomyomatosis(LAM)
1504 |HE&Et4mRERE Neuroblastoma 1507 |EfF{0-FREEERE Von Hippel-Lindau Disease (VHL)
16 ~ SMEIRE
1601 |B{REFICRE Apert syndrome 1616 |Fraser ECERERE Fraser syndrome
1602 |Crouzon ECiE(EEE Crouzon Syndrome 1617 |Fo R R EERE O/ NE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome




1603 |EBEE-FEFBEIE Russell-Silver syndrome 1618 [FREEEEE Kabuki*make-up syndrome
1604 |Comelia de Lange ECEE(ERE Comelia de Lange syndrome 1619 |E-E5-#5 (Bb) fEFEEE Oto-Palato-Digital syndrome
1605 |X HEHTRE Fragile X syndrome 1620 |Robinow ECIE(EEE Robinow Syndrome
1606 |[CHARGE fEfR#EE CHARGE Syndrome 1621 |Pfeiffer ECEEIREE Pfeiffer Syndrome
1607 |Aarskog-Scott ECREEEE Aarskog-Scott syndrome 1622 |f5 (BL) BEEBEEE Nail-Patella Syndrome
1608 [Smith-Lemli-Opitz fE{EREF Smith-Lemli-Opitz syndrome 1623 |CFC fEIEEE Cardiofaciocutaneous Syndrome
1609 |Bardet-Biedl ERfEEEE Bardet-Bied] syndrome 1624 |Peter-Plus fEERF Peter-Plus Syndrome
1610 %%zi ;é’ %ITE E?; ArEiEES) Larsen syndrome 1625 |Nager SEIREE Nager Syndrome
1611 |FZFIEEEAE Pierre Robin Syndrome 1626 |Coffin-Siris EEEE Coffin-Siris syndrome
1612 |Treacher Collins ECE/REE Treacher Collins syndrome 1627 |EF-EEEEST White-Sutton Syndrome
1613 | a3 ARBRIE(RERT Multiple pterygium syndrome 1628 |Ayme-Gripp FEIREEE Ayme-Gripp syndrome
1614 |[B2EIECIE Noonan syndrome 1629 |Coffin-Lowry SE{EEF Coffin-Lowry Syndrome
1615 | S R B MESE A EEE(VNE AJE) |Costello Syndrome
17 ~ EEEE

1701 ija\c;z%léh EE}%Z@;E;) Prader-Willi syndrome(PWS) 1706 |Rubinstein-Taybi ECREMERF Rubinstein-Taybi syndrome
1702 |Angelman ECIEIERE(IREEDLAE) Angelman syndrome(AS) 1707 |Branchio-Oto-Renal SEZEF Branchio-Oto-Renal Syndrome
1703 |ELEELTECSE Williams Syndrome 1708 |Kleefstra SEMERF Kleefstra Syndrome
1704 |DiGeorge's FE(EEF(IKE A IE) DiGeorge's disease

18 ~ B HERN
1801 |FEFRE Hutchinson Gilford progeria syndrome 1809 |FeRMREIRETE & IEAEREEE Klippel-Trenaunay syndrome
1802 |Cockayne FX (FI| R )EEEE Cockayne syndrome 1810 [BEMH MMM ERRERE Hereditary Hemorrhagic Telangiectasia
1803 [(B&hE-HIEHKEERF Hallermann-Streiff syndrome 1811 |Stargardt's ECJE Stargardt's disease
1804 |22 —HF—BEEE Tricho-hepato-enteric syndrome 1812 |Fe AT Aniridia
1805 |SeRtE/K S iElREE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 45 & 1iE Kohlmeier-Degos Disease
1806 |FR AR EEE Wermner Syndrome 1814 |[REMEIEAEE Occult Macular Dystrophy(OMD)
1808 |5Ef58B R RAERIERE Campomelic dysplasia with autosomal sex reversal

P AEEASEFAE  SAENECERBEYEERERIERESR 2618 BB PREERSEFARMINZRE(EFTHAB 1054 H)




