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FRERERERGEERERREPMR (20238825 )

01 - MZERE/ BB UH RS

0101 [ZKARRE Phenylketouria(PKU) 0113 |E ki MmAE Isovaleric academia (IVA)
0102 |m=btiERs MAE Homocystinuria 0114 &k MmAE Propionic acidemia (PA)
0103 |iB{EM S iR M hs e Hereditary tyrosinemia 0115 |[R_BEMYE - &— "8 Glutaric aciduria type |, Il
0104 | /= 5Ptk i (e Methionine adenosyltransferase deficiency (MET) 0116 (HEREHHHER 3-Hydroxy-3-methyl-glutaric acidemia
0105 |#3#EFRAE Maple syrup urine disease (MSUD) 0117 |=FEEQEHIBAL BRI 3-Methylcrotony-CoA carboxylase deficiency
0106 |FEfE M= 1 iz ig ¥ Nonketotic hyperglycinemia 0118 |2 3L LR = fiE Multiple carboxylase deficiency
0107 |BtRZEL fE Cystinosis 0119 (=g miE Hyperprolinemia
0108 |*XFRFRfE- FEENRIE &4 i Phenylketonuria-Tetrahydrobiopterin deficiency 0120 (75 & kLM B R Fa R i B RS T = iE Aromatic L-amino acid decarboxylase deficiency
0109 | miE s i Hyperpsirismis 0121 z)ﬁﬁ_&ﬁﬂﬁiﬁﬁﬂﬁﬁﬂfiﬂﬂﬁmbl C ﬁzt:séa;;;g&S:erczcl(gn;tsg;nalomc Aciduria and
0110 |#HR=MEE (E Histidinemia 0122 |RBRAE Alkaptonuria
0111 |FPER M MYE Methylmalonic acidemia (MMA) 0123 |[RE& M5 ERs B R Primary Hyperoxaluria
02 - RRTBERAHBRE

0201 | /I ak M AE Citrullinemia 0204 |EfthR D02 e K REBIRICHIEHE |Other Congenital Urea Cycle Disorders
0202 | Bk S P BN S i Omithine transcarbamylase deficiency 0205 f‘j'%,ﬁmm*ﬁ'%ﬁmi'g’mmﬂm Cpesmra i memilar g penammm e il

EEf Homocitrullinuria Syndrome
0203 |Z,BRELIRRE & BB G fiE Nitroacetylglutamate synthetase deficiency ( NAG ) | 0206 |#lE T —BRF ST 5 Argininosuccinic Aciduria

03 - HittfCHizE
0301 (AT MEFETEEE (type |~type IV) Glycogen storage disease (type I~type IV) 0323 | =& RAE Trimethylaminuria
0302 |FHZHESE (type | ~ type VI) Mucopolysaccharidoses(type | ~ type VI) 0324 (R EREERTRIE Congenital generalized Lipodystrophy
0303 | BB EIE Gaucher's disease 0325 (PiEREilE S EB RMZE Meldllum—chain e
deficiency (MCAD)

0304 |Fabry EGfiE ( AfRimECHE ) Fabry Disease 0326 |AfRRE EE AR AT R = e Pyruvate dehydrogenase deficiency
0305 |ERILEIE Niemann-Pick Disease 0327 |BElR e Cerebrotendinous Xanthomatosis
0306 |HadEhs AR = MABEAZ fiE Short-chain acyl-CoA dehydrogenase deficiency 0328 & ERIEED R LGRS Glut(Glucose Transport) 1 Deficiency Syndrome
0307 (& LA A B EE Adrenoleukodystrophy (ALD) 0329 |BEOIREESREE BB LR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |BElARE EILIEAERPE Fatty acid oxidation defect 0330 (= [EfZ M YiE Sitosterolemia
0309 |aofifé A LA EAS Sulfite oxidase deficiency 0331 |SHEAEEA i Molybdenum cofactor deficiency
0310 |3 E 4RI AMIGE, SR8 RAE Fructose intolerance, hereditary 0332 |{ET4A% ARAGAE Hypophosphatasia
0311 [EEMHESR ( FIEE) Fucosidosis 0333 BRI B kB E Globoid Cell Leukodystrophy
0312 ([R3MERIERER = E Carnitine deficiency syndrome, primary 0334 EERAEIERE Barth Syndrome
0313 |MLDE(ERE Metachromatic Leukodystrophy ( MLD ) 0335 |Betaffi B oh= fif Beta-Ketothiolase Deficiency
0314 |HiARASGRIE Mitochondrial defect 0336 |8252 RR RS AR 1L AR AT BB &R = /iE Infantile form Lysosomal Acid Lipase Deficiency
0315 (=& porphyria 0337 |Z ML NaRe i = iE Multiple Sulfatase Deficiency
0316 |/ 7R EGHE Wilson's disease 0338 |LMERERZ fiF Biotinidase Deficiency
0317 |seR S I ME Congenital hyperlactic acidemia 0339 |EAREGIR SRS Leber hereditary optic neuropathy
0318 [FAMNERIEERIBE D MEMMELE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |{ZRSAsREEA = iE Transaldolase deficiency




0319 | MIE Galactosemia 0341 | KBS BEGR = AE Cerebral Creatine Deficiency
0320 |FPaEIE Mucolipidosis 0342 |TRIR(HERBLHINAEIETIEIESE [Thiamine Metabolism Dysfunction Syndromes
0321 ((HithvRkoBEZHEEER) 0343 |Shwachman-Diamond¥iEf&E% Shwachman-Diamond Syndrome
0322 |WAKIESTHZ RS DR Carbohydrate-deficiencyglycoprotein syndrome

04 ~ (Nl ThRESR A
0401 |J5R 8344 i i 558 25 U HEIE Primary Pulmonary hemosiderosis 0406 |Holt-Oram GIE1RE¥ Holt-Oram Syndrome

" - Idiopathic or Heritable Ppulmonary Arterial Andersen ECIE(#ERT (L BT ISR E R .
= =
0402 (%7314 SRR E 1 i 3h ik = 22 Hypertension (IPAH « HPAH) 0407 (s SRR ) Andersen's syndrome
0403 |Alstrom [CAE{&B¥ Alsrtom Syndrome 0408 |ERMlrEEE Asphyxiating thoracic dystrophy
0404 |45 B RSB RTEAL Idiopathic Infantile Arterial Calcification 0409 | SR IEPIE IR F DI R e gl atior
yndrome(CCHS)

0405 |FiRE A Cystic fibrosis

05 - H{E &M KA

. ) & M A 2 . rF v : "
0501 3ETHRIEMERT AR H R Progressive intrahepatic cholestasis(PFIC) 0503 ?E%ﬁgjja?fﬁﬁﬁmmiaim{#ﬂﬁ%w Cangaital Inte‘rstltlal Cell.of Cajal Hyperplasis with
BrREER Neuronal Intestinal Dyspl

0502 |FERMERBRE & At IS iE Inbon errors of bile acid synthesis 0504 | Pl hirss BRYE 8% Alagille Syndrome

(RN TEN S
0601 |25 E B4R ARYE X-linked nephrogenicdiabetes insipidus 0605 |EREETEESEBEEER Autosomal recessive polycystic kidney disease
0602 |4 EHiR{EEEHIE R X-linked hypophosphatemic rickets 0606 |BartterEGiEIERY Bartter's syndrome
0603 |LoweEGHE(ERE Lowe sydrome 0607 |GitelmanEGiE{ERF Gitelman syndrome
0604 |2 IFEEMmERE Hypokalemia, familial 0608 |EH{RECAEIREE Alport Syndrome

07 ~ B BF =Y 1 48 42
0701 |ZEEH5MMIME R Moya moya disease 0725 [EEMEEET i Hereditary spastic Paraplegia(HSP)
\ A2 e b 37 =

0702 |WiNEEE3E A 0E Agenesis of corpus callosum 0726 J;u%%en&ﬁﬂ;ﬁ(zrﬁEd\nﬁﬁ'”lﬁéﬁ Joubert syndrome
0703 |& HE/ IR 5 ) e 1 R ik Spinocerebellar ataxia(SCA) 0727 ggg%itgg;derzbacherEEﬁE('Ig'&frﬂi Pelizaeus-Merzbacher Disease
0704 |= T IBEEEEAT Huntington disease(¥#Huntington's chorea) 0728 | H i#h3 G (3 BE i 2 14 AL P9 S5 4R 1E) Kennedy Disease
0705 |4 EnEIE(BIE Tuberous sclerosis(TSC) 0729 |RBEMERMIRS SRy i Familial Amyloidotic Polyneuropathy(FAP)
0706 |28 TB{LE/ 8 e a3 Multiple sclerosis(MS)/Neuromyelitis Optica 0730 |sas s mmm > mama s Pantothenate Kinase Associated

Spectrum Disorders( NMOSD)

Neurodegeneration(PKAN)

0707 |ZellwegerEGCHERERE Zellweger syndrome 0731 |MoebiusfiE{ERs Moebius Syndrome

0708 |EREChE Rett syndrome 0732 |McLeodJEfxE% McLeod Syndrome

0709 (% fE 4 A PAZEMETE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfE{#8# Aicardi-Goutieres Syndrome

0710 |MenkesEGIEIERE Menkes disease 0734 |Ei&IRHTAEIRRY Proteus Syndrome

0711 | =Mt RIZEE{LECREA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 fRERE(R B Methyl CpG binding protein 2 Duplication Syndrom
0712 |E40-5EF-H Hr EGIE( Charcot-Marie-Tooth Disease(CMT) 0736 |R&RY/)\REREIREE Cerebro-Costo-Mandibular Syndrome

0713 |GM1/GM2# @ e s FATERE GM1/GM2 gangliosidosis 0737 |Dravet fE{RHE Dravet Syndrome

0714 |Lesch-NyhanECAE{&EY Lesch-Nyhan syndrome 0738 (BB EHEE Vanishing White Matter Disease

0715 |FEFK RN ERoRAE 8% Ataxia telangiectasia 0739 [{EBERHAE R EAREE Hypomyelinating Leukodystrophy(HLD)




Phospholipase A2-associated

0716 |JLRg R =R Z I Sialidosis 0740 |BEPsE R REEAZ2 RN 2 W AR B 1 s .
neurodegeneration(PLAN)

0717 | R RB-ABURYE S AHRITE Congenital insensitivity to pain with anhidrosis(CIPA) | 0741 | Bz4%-22 3% & HiiE (R 8¢ Pitt-Hopkins Syndrome

0718 | MR e ThAE PR TR iE (R Y Hypothalamic dysfunction syndrome 0742 (CDKLS#RZfE CDKLS5 Deficiency Disorder

0719 |Miller DiekerfiE{&## Miller Dieker syndrome 0743 [FOXGLAE(ERY FOXG1 Syndrome

0720 TR IRE it Neuronal ceroid lipofuscinosis 0744 |BetatR ek E MM 2 ibAmRILERT | oo " ropeller Protein- Associated

Neurodegeneration

Infantile-Onset Ascending Hereditary Spastic

0721 |AlexanderE s Alexander disease 0745 (B2528Y T R 81 s ;
Paralysis( IAHSP )

0722 ({E58fE=EY Stiffperson syndrome 0746 |adthchis BN & fHEHE 71 IR AER R ?)I{f;f;a:{—)]l:::lassemlax-Llnked IntellectualDisability
0723 |M&RERE SO AL REEA = HE Tyrosine hydroxylase deficiency 0747 [Schaaf-YangfE{&Rf Schaaf-Yang syndrome
0724 |Wolfram ECRE{%H$ Wolfram syndrome - DIDMOAD

08 - 575 &
0801 |3 {E M ER 57 7 AR 14 K BRAE Hereditary epidermolysis bullosa(EB) 0809 |REI TS IRIBRE M Infantile systemic hyalinosis
0802 |[EikEETE (BB EiEER) Ichthyosis, lamellar recessive 0810 |Meleda &4% Meleda disease
0803 |Sh BB LE A RAE Ectodermal Dysplasias 0811 |DarierfEis ( EEAILAE ) Darier's disease
0804 |BIES5E Collodion baby 0812 |ERMBICARE Dyskeratosis Congenita
0805 |1 e i Harlequinichthyosis 0813 | R fa (LTRSS Dirmse Mon-spicermalitic Balmoplantar

Keratoderma type Unna-Thost

HOBBISE R M RS A B GRR 5R

Bullous Congenital Ichthyosiform Erythoderma,

0806 AL ) Esidenmnlytic Hyperlteratosis 0814 [NethertonfE{1E#¥ Netherton Syndrome
0807 |BE=KIE Incontinentia pigmenti 0815 [ERMBARBEER Giant Congenital Melanocytic Nevus(GCMN)
0808 |AREBEZER{EAE Oculocutaneous albinism
09 + AN PYfmaE
0901 |EEEMInEARINGE(AEESE) Hereditary cytoplasmic body myopathy 0910 |B =TI AL EE Becker Muscular Dystrophy(BMD)
0902 |REECHPIZELEIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon ECRE1ERE Freemam-Sheldon syndrome
0903 |Alch SR EfzZE Central core myopathy 0912 |BFEEUAN SR EEAE Limb-girdle muscular Dystrophy
0904 [Nemaline# ik AL A G L Nemaline Rod Myopathy 0913 [SERMA K& E Congenital Muscular Dystrophy
0905 |Schwartz Jampel EGHE (& Schwartz Jampel syndrome 0914 |4 NihZe s Multiminicore Disease
0906 | AsaEAE Myotonic dystrophy 0915 [Emery-Dreifussill k& Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 [H1ith B AN A ZEHERE 0916 |GNE& i Hlym £ GNE Myopathy
0908 [M/VEjmE Myotubular myopathy 0917 |SEHEEREERF Stormorken Syndrome
0909 (/= MRk AL S B AE Facioscapulohumeral muscular dystrophy
10 - BEARE
1001 |A B RECGE i) Osteogenesis imperfecta(Ol) 1009 |HFH EAE Split-hand/ Split-foot malformation ( SHFM )
1002 |REBRBAZAE(IVIAS) Achondroplasia 1010 |BUHREZBE LS Pseudoachondroplastic dysplasia
1003 |BEALE (KELES Osteopetrosis 1011 [Conradi-HunermannECHAE{#R$ Conradi-Hunermann syndrome
1004 |HEATHEEBMNS Fibrodysplasia Ossificans Progressiva(FOP) 1012 |ZRMBRBEFTE Multiple Epiphyseal Dysplasia
1005 |REMERME R Primary Paget disease 1013 |REMAB BB AT Hypochondroplasia
1006 [HEEHSEERE Cleidocranial dysplasia(CCD) 1014 | RFAMERE Klippel-Feil Syndrome




McCune Albright ECAEIRSF (A HE1E Bk

1007 i) McCune Albright syndrome 1015 |BERRIREE AR Craniometaphyseal Dysplasia
1008 |BREEBEESR Spondyloepiphyseal Dysplasia(SED)

11 - Gt AE kv
1101 |FEFLEGEE (% AJE) Marfan syndrome 1103 |FeR AR S SR (FR R AE) Ehlers Danlos syndrome IV
1102 | BB A& ECREMREE (BEAR IK) Waardenburg syndrome 1104 |EEEAE(#R Beals Syndrome

12 - EEMINEERE

1202 |EaEEEEM Thalassemia major 1206 |5 1478 R M AT &= RIE Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 | /RO RE Thrombasthenia 1207 |Fo R AT AT MERE S FE % & 1 Diamond Blackfan Anemia(DBA)
1204 |AERESFERBECHRZE Homozygous proetin C deficiency 1208 |FEBaEVA R 58 IEIRRE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |al-HiEE A REER = A al- Antitrypsin deficiency 1209 |EBESIHRZAE Protein S Deficiency
13 + BB ER

1301 (HEIBEEREREQIE Bruton's agammaglobulinemia 1306 (tHEERN8ERZfE Complement Component 8 deficiency
1302 (B RS ER Chronic primary granulomatous disease 1307 [IPEXAEIRRE IPEX Syndrome
1303 [FERES RBEIRE OERERR Congenital Hyper IgE syndrome 1308 |& S EIkE O MIEER Hyper-lgM Syndrome
1304 Wiskott-AldrichECHE {2 8¥ Wiskott-Aldrich Syndrome 1309 |y TiEERRR LA Interferon y receptor 1 deficiency
1305 |mEEARRERZAE Severe combined immunodeficiency 1310 [EEEMEMKIE Hereditary Angioedema(HAE)

14 - AR R
1401 |SER MBS LIRBBEAZFRBERE) Congenital adrenal hypoplasia 14 | SRS < AL - 1T S+ I [WAGRSyrkdrome(Milime’” Aamiar-Aniridia-

AE R REE (R B (WAGRAE (%)

Genitourinary Anomalies-mental Retardation)

1402 |{RHEl R IR IS BEAE Pseudohypoparathyroidism 1409 | B EIRE fERit ACTH resistance
1403 | AT RKESRERDE Homozygous familial hypercholesterolemia 1410 |B—mEme gt ROKER @ éi}i{jgs;‘y‘”tam'“ LAl pier ey ase
1404 (FKiEE S 2L ARG M A Familial hyperchylomicronemia ‘| 1411 [KallmannEGRE(z 2% Kallmann syndrome
1405 |RebighEAE (FKB2AE) Acromegaly 1412 [KAMR SRR R IB Permanent Neonatal Diabetes Mellitus
1406 |LaronECHRfEAE(REE Laron syndrome (Laron dwarfism) 1413 |Mirage fiE &% Mirage Syndrome
1407 |Kenny-Caffey ECAE{&EY Kenny-Caffey syndrome

15 « RIERMEIBERE
1501 (4R G MHRyE R e — /Y Neurofibromatosis Type || 1505 |Beckwith WiedemannEGiEi#RE Beckwith Wiedemann syndrome
1503 |18 48RE Al e Retinoblastoma 1506 |#ES M35 A P8 A E Lymphangioleiomyomatosis(LAM)
1504 |dmARE} 4 AR Neuroblastoma 1507 | B 1A-MIBRERRT Von Hippel-Lindau Disease (VHL)

16 - SMREE

1601 |BMBEHFECHE Apert syndrome 1617 |FER M MG O R/ ViE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1602 |CrouzonEGHE(REY Crouzon Syndrome 1618 | AEIREY Kabuki make-up syndrome
1603 |#EZ=-mFHNE Russell-Silver syndrome 1619 |E-E#-15 (it ) MEiZeF Oto-Palato-Digital syndrome
1604 |Cornelia de LangeEGHE 28 Cornelia de Lange syndrome 1620 |Robinow EGfEf# B Robinow Syndrome
1605 |X KEifriE Fragile X syndrome 1621 |PfeifferRAEIREY Pfeiffer Syndrome
1606 |CHARGEJE{R=#¥ CHARGE Syndrome 1622 |5 ( Bt ) BPRESEREE Nail-Patella Syndrome
1607 |Aarskog-ScottECREIREE Aarskog-Scott syndrome 1623 |CFCHEfZEE Cardiofaciocutaneous Syndrome




1608

Smith-Lemli-Opitzfi 8

Smith-Lemli-Opitz syndrome

1624

Peter-PlusfiEfzR¥

Peter-Plus Syndrome

1609

Bardet-Bied|GAE{EEF

Bardet-Biedl syndrome

1625

NagerfEf&Hf

Nager Syndrome

1610

LarsenEGHE B (SAZ- 55 A M IR (NI E (2

Larsen syndrome

1626

Coffin-Siris fE{&RE

Coffin-Siris syndrome

id)
1611 | K7 i #%8 [CYE Pierre Robin Syndrome 1627 (1B F5-ERE R R White-Sutton Syndrome
1612 |Treacher CollinsECSE {2 % Treacher Collins syndrome 1628 |Ayme-GrippfEfxfE Ayme-Gripp syndrome
1613 | SR EARIEAEIR RS Multiple pterygium syndrome 1629 |Coffin-LowryfE{##E Coffin-Lowry Syndrome
1614 | ZEmEEE Noonan syndrome 1630 |MyhrefiE{ZERf Myhre Syndrome
1615 |eHiRiS BN EARMIE(NREALRE)  |Costello Syndrome 1631 |7RFR fhimANRER B¥ Sensenbrenner Syndrome
1616 |Fraser EGRE{ZRE Fraser syndrome 1632 |52 h - BE M E eI B Keppen - Lubinsky syndrome
17 - RERER
1701 zﬁf)er'W’”'EE?IE{EEE#’J\H#E@WJ VI der-willi syndrome(PWS) 1706 |Rubinstein-TaybiFGiiE {& Rubinstein-Taybi syndrome
1702 |AngelmanECRE{R BE( MR 44T i) Angelman syndrome(AS) 1707 |Branchio-Oto-Renal fiEf&E} Branchio-Oto-Renal Syndrome
1703 (&4 AR HT UAE Williams Syndrome 1708 |Kleefstra fEERE Kleefstra Syndrome
1704 |DiGeorge'she & £ (XS A FOAE) DiGeorge's disease
18 ~ Hfth 3 #H5% A RARE
1801 |RE%E Hutchinson Gilford progeria syndrome 1809 [SEREEIRRERZ 2 A0 AE (&R Klippel-Trenaunay syndrome
1802 |Cockayne EG (5L Bl EC) AE % B¥ Cockayne syndrome 1810 |#E 4 W M4 M EHRAE Hereditary Hemorrhagic Telangiectasia
1803 |ia#h & - LB AR R Hallermann-Streiff syndrome 1811 |Stargardt's ECHE Stargardt's disease
1804 |52 - I - I5fElR B Tricho-hepato-enteric syndrome 1812 |Fe R MRl Aniridia
1805 [Fo R KGIEIEERY Congenital Varicella Syndrome 1813 |Kohlmeier-Degos #RE1E Kohlmeier-Degos Disease
1806 R ABYRESE Werner Syndrome 1814 |MIEHE B EE Occult Macular Dystrophy(OMD)
1808 ke B AR A RIEAE Campomelic dysplasia with autosomal sex reversal | 1815 |#&{HEG5E K R IFAE Leber Congenital Amaurosis( LCA)

*ARERAGETAE  BREANEESTRE A ERER 2 ERIEEL2801E - BHHBEHBEEFSBEAREMI ZRRENA1129458)
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