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FEREFESERBEERERRERAER (2026882 EA )
1 ER/AHE R MR

0101

FRRE

Isovaleric academia (IVA)

Phenylketouria(PKU) 0113 |EFLEL I AE
0102 |5 MiEEs (MAE Homocystinuria 0114 (AR MAE Propionic acidemia (PA)
0103 | EEESRREME Hereditary tyrosinemia 0115 |[RZREFRYE - $£— - _ & Glutaric aciduria type |, Il
EE-3- W [} =
0104 | SRR MAE Methionine adenosyltransferase deficiency (MET) 0116 ;;f% 3-FER_MIMAE (ARENH 3-Hydroxy-3-methyl-glutaric acidemia
0105 | %R iE Maple syrup urine disease (MSUD) 0117 |=FPECOMEIBAR (CEBRRZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FEfE = H BZEL M AE Nonketotic hyperglycinemia 0118 |Z R iR =IE Multiple carboxylase deficiency
0107 |BERzRE M5 Cystinosis 0119 |SHbZEE M fE Hyperprolinemia
0108 |&EiREE- MEEIRISHRZ E Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | BEKL-RERRREEERZAE Aromatic L-amino acid decarboxylase deficiency
- \ . . FERN B MEHSMIZEMECDL C |Cobalamin C Defect (Methylmalonic Aciduria and
0110 | = BERZEE MAE Hyperlysinemia 0121 ) Homocystinuria, Ch1C type )
0111 |#ARZEE MAE Histidinemia 0122 |FRRAE Alkaptonuria
0112 (FER_BEME Methylmalonic acidemia (MMA) 0123 |REM4ESE R B AR E Primary Hyperoxaluria
TRne . — %ﬁ%ﬁiﬁﬁ ——— —
0201 (/\BRR M%E Citrullinemia B RSB 7 AR ERRERNBIER |Other Congenital Urea Cycle Disorders
0202 |SIRMEFHEEBIBRTE Omithine transcarbamylase deficiency 0205 :%,%H%Eﬁﬂﬂﬁ-%ﬁﬂﬂﬁ—%ﬂﬁﬁﬁ‘&ﬂﬂﬁ Hypero'rnlth.|nemla—Hyperammonemla-
R EE Homocitrullinuria Syndrome
0203 | ZaERIEEE S U BB TR =2 A Nitroacetylglutamate synthetase deficiency ( Argininosuccinic Aciduria
0301 |FTEEfEWEAE - S5 —BY~ZEMEY Glytogeh s'torage’dlsease (type I~type IV) Trihnethylaminuria
0302 (FHBEEAE - S5—B ~ EAE Mucopolysaccharidoses(type | ~ type VI) 0324 |ERM2SREEEFRAE Congenital generalized Lipodystrophy
0303 |BBERE Gaucher's disease 0325 |cpRls A EHRRT = Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry GE ( JEFHERECEE ) Fabry Disease 0326 |AERL R & BE IR = AE Pyruvate dehydrogenase deficiency
0305 g;ﬁ%&md&ﬁ - BRBREINE - Niemann-Pick Disease (NP) 0327 (BBt =rgiE Cerebrotendinous Xanthomatosis
0306 |fE#is R S ERRZ Short-chain acyl-CoA dehydrogenase deficiency 0328 | R e E IR ErEE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 | B LIRIAREREE Adrenoleukodystrophy (ALD) 0329 |BIAHREIMRBERE AR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |AsHsEL S EIEFRERPE Fatty acid oxidation defect 0330 |G E#zmAE Sitosterolemia
0309 | EE( LB Sulfite oxidase deficiency 0331 |sHEERER= Molybdenum cofactor deficiency
0310 [(EBMREATE RBRE Fructose intolerance, hereditary 0332 | &L B EEAE Hypophosphatasia
0311 | EEREHER (REE ) Fucosidosis 0333 [BRANMEINE BB Globoid Cell Leukodystrophy
0312 |/REF M REER fE Carnitine deficiency syndrome, primary 0334 |EKiEES Barth Syndrome
0313 |MLDYERSE Metachromatic Leukodystrophy ( MLD ) 0335 |Betalfi BRES HAZ i Beta-Ketothiolase Deficiency
1] 323 Tifs 88 e Mk RS = 5 - " s T
0314 |K@se s Mitochondrial defect 0336 isﬁéleﬂﬁnaﬁﬁ MARRABBIR ZE - AF |(Infantile fqrm Lysosomal Acid Lipase Deficiency
SRE (Wolman Disease) )
0315 |%&5EE porphyria 0337 | BB mELAEEs R Z A Multiple Sulfatase Deficiency




0316 |EIMWRRECAE Wilson's disease 0338 |EMEBRZIE Biotinidase Deficiency

0317 |SERMESEFLE MAE Congenital hyperlactic acidemia 0339 |EREEEER SRS Leber hereditary optic neuropathy (LHON)
0318 [HEMNREBEERBEDMEMIELE [Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |EBEEEZES A fiE Transaldolase deficiency

0319 |=+ILHEME Galactosemia 0341 | AN EE TR i Cerebral Creatine Deficiency

0320 |FhEEERE Mucolipidosis 0342 |WfiRZ=(MERBL) B INAEIERAEREE | Thiamine Metabolism Dysfunction Syndromes
0321 |BfR B2 CHEERR 0343 |Shwachman-DiamondfE{&E# Shwachman-Diamond Syndrome

0322

Carbohydrate-deficiencyglycoprotein syndrome

WA SR Z B E R IR

(cDG)

i

RREPOBEEE

Primary Pulmonary hemosiderosis

0406

Holt-OramEGE& 2%

HoIt—Orérﬁ Syndrorhe k

0401
; —r Idiopathic or Heritable Ppulmonary Arterial Andersen ECEE1ZRE(0 BN PR BB M .
£ EX g [ = =

0402 |RFEMFIEBUMEBIRSE Hypertension (IPAH - HPAH) 0407 FBTRE - BE T B R Andersen’s syndrome
0403 |Alstrom FGfEIRE¥ Alsrtom Syndrome 0408 |Z R iR EE Asphyxiating thoracic dystrophy
0404 |$55 82 REIARIE (L Idiopathic Infantile Arterial Calcification 0409 |SERMEPBI AT R R IR Congenital Central Hypoventilation

Syndrome(CCHS)
0405 |&EARMAEL Cystic fibrosis
R LR G

——— gy - — - —
0501 |EfTHR IR AT R B Progressive intrahepatic cholestasis (PFIC) 0503 AR &SJaLEEFEﬁE,‘\H]B‘ﬂiE.Eu{#Ha;EM Congenital lnterstltlal Cell of Cajal Hyperplasis with
BrrBRERE Neuronal Intestinal Dyspl
0502 |SERMERERE S HIEH Inbon errors of bile acid synthesis 0504 |FaIhISBUERRE Alagille Syndrome
0601 |BEE R Nephrogenic Diabetes Insipidus 0605 |BERERBUHSBEBRER Autosomal recessive polycystic kidney disease
0602 |1EE R ERIE BB X-linked hypophosphatemic rickets 0606 |BartterFCfiE{zE% Bartter's syndrome
0603 [LoweCHE{ERE Lowe sydrome 0607 |GitelmanEiEIZEE Gitelman syndrome
0604 | R MK M EE Hypokalemia, familial 0608 |E2{AECHERERE Alport Syndrome
L R e LI N
o = | K4 | 2] Z5
0701 |{FEERMME LR Moya moya disease 0726 J;U@b)ert&ﬁﬂ%ﬁ (RIRAE BB A Joubert syndrome
0702 |BiEE B A Agenesis of corpus callosum 0727 ggﬁlg%?ggﬂerzbacher&ﬁ (mtrRE Pelizaeus-Merzbacher Disease
0703 |& 88/ \BER BRI RIS Spinocerebellar ataxia(SCA) 0728 |H 88 EE (B SR A S EHRE) Kennedy Disease
0704 |F T RECEEISIE Huntington disease (Huntington's chorea) 0729 | RIEEMERID R S M R mEE Familial Amyloidotic Polyneuropathy (FAP)
. - Pantothenate Kinase Associated
I y H 3 25y K2 MY
0705 |&erim{biE Tuberous sclerosis (TSC) 0730 |2 EREs RN 2 MRB (LR Neurodegeneration(PKAN)
N N Multiple sclerosis (MS) /Neuromyelitis Optica S " .
A /3 IRASBESS

0706 |ZEME(LREZ RIPBH BER Spectrum Disorders (NMOSD) 0731 |MoebiusiE&# Moebius Syndrome
0707 |ZellwegerECREIREE Zellweger syndrome 0732 (MclLeodfEI&E# McLeod Syndrome
0708 |EREE Rett syndrome 0733 ]Aicardi-GoutieresfE & ¥ Aicardi-Goutieres Syndrome
0709 |#REiEN AEMIE Spinal muscular atrophy(SMA) 0734 | EEIRATRE 1R EE Proteus Syndrome
0710 |Menkes gt Menkes disease 0735 |MECP2 &2 Reinas Methyl CpG binding Protein 2 Duplication Syndrom,

MECP2 Duplication Syndrome




0711 |ANZEMmERIZRB{EAE(BIEA) Amyotrophic lateral sclerosis (ALS) 0736 |B&Rh/)\REGE(RES Cerebro-Costo-Mandibular Syndrome
0712 |Ef-FER -+ Hr GiE Charcot Marie Tooth Disease, CMT (Hereditary 0737 |Dravet fE{&%% Dravet Syndrome (DS)
Motor Sensory Neuropathy)
0713 [GM1/GM2 R e E AR R TEE GM1/GM2 gangliosidosis 0738 (BB BEEKLE Vanishing White Matter Disease
0714 |Lesch-NyhanECHEI#E% Lesch-Nyhan syndrome 0739 |EEBMOEREE Hypomyelinating Leukodystrophy (HLD)
. li A2- iated d ti
0715 |Hms B SRR R R Ataxia telangiectasia 0740 | eI SR BT A2~ 10imiR Ltk gens | hosPholipase A2-associated neurodegeneration

(PLAN)

0716 | REEBRHRZIE Sialidosis 0741 | 45-EE S HAEIRRE Pitt-Hopkins Syndrome

0717 |ER M B ABRES HHRTIE Congenital insensitivity to pain with anhidrosis(CIPA)| 0742 |CDKL5EAZ fE CDKL5 Deficiency Disorder

0718 | N R ETNAEIEBHERRY Hypothalamic dysfunction syndrome 0743 [FOXGLiE1ESE FOXG1 Syndrome

0719 [Miller DiekerfiE{&%% Miller Dieker syndrome 0744 |BetalR e & B B 2 B ER(LER Beta-Propeller Protein- Associated

Neurodegeneration (BPAN)

Infantile-Onset Ascending Hereditary Spastic

0720 |METTBRIS R ERIRE Neuronal ceroid lipofuscinosis 0745 |BSE CiTHEEEESE ST Paralysis (IAHSP)

0721 |AlexanderfEi Alexander disease 0746 |t ob BRI A BB MR N R g‘;‘r’gﬁ:ﬁ‘:'assem'“*‘”ked'”te”e“”a' Disability

0722 |{EREfEIRRE Stiffperson syndrome 0747 |Schaaf-Yangfe{&# Schaaf-Yang syndrome

0723 |E e S Tyrosine hydroxylase deficiency 0748 'I:;B\CD%?‘&%?EEJZZE%E‘&*?%@EH:'& TBCD gene associated neurodegenerative
R encephalopath

0724 (WolframECfEIRR Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfE /&5 Basilicata-Akhtar syndrome

0725 |EBMEEN T SRS Hereditary spastic Paraplegia (HSP) 0750 |EEREE-BAL A2 hE Chorea-acanthocytosis

e e e e

0801 |EBMRE D BYIKEREE (E/E5E) Hereditary epidermolysis bullosa (EB) 0809 |RRE =S HIIMIREN Infantile systemic hyalinosis

0802 |EBikm e (BREEHIEER) Ichthyosis, lamellar recessive 0810 {Meleda &% Meleda disease

0803 [SMEEEAELRE Ectodermal Dysplasias 0811 |DarierfCis ( EBRAILE ) Darier's disease

0804 |BIRR Collodion baby 0812 |SERMAEIEARRIE Dyskeratosis Congenita

0805 [HEfuimE Harlequin ichthyosis 0813 | BB EALERSR Diffuse Non-epidermolytic Palmoplantar

Keratoderma type Unna-Thost
FGABLAE R M R BER AL ST %82 |Bullous Congenital Ichthyosiform Erythoderma,

0806 ﬁ%{hﬂgg)ﬁﬁﬁiﬁhﬁ B (RR2ARRE Epidermolytigc Hyperkera);osis "t 0814 |NethertonfEf&#f Netherton Syndrome

0807 |BFEKFAE Incontinentia pigmenti 0815 | RMEXRBEEERE Giant Congenital Melanocytic Nevus (GCMN)

0808 |AREER BB {LIE Oculocutaneous albinism

0901 [EEMAMARAREIRE(CEEE) Hereditary cytoplasmic body myopathy 0910 |E=BIN AR ESE Becker Muscular Dystrophy (BMD)

0902 |REGA MR Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonFGE{ZE$ Freemam-Sheldon syndrome

0903 | OBZEALE ( HloPSREHZETs ) Central Core Disease ( Central Core Myopathy ) 0912 |RARIRL R EAE Limb-girdle muscular Dystrophy

0904 |Nemaline#RA N9 5% & Nemaline Rod Myopathy 0913 | SRR ERE Congenital Muscular Dystrophy

0905 {Schwartz Jampel EGEEIR ¥ Schwartz Jampel syndrome 0914 |4 )22 AL Multiminicore Disease

0906 |B AR EAE Myotonic dystrophy 0915 |Emery-Dreifussfl SR EfE Emery-Dreifuss Muscular Dystrophy (EDMD)

0907 |E B E R 0916 |GNEEIRM KL GNE Myopathy

0908 |Al/NEsRE Myotubular myopathy 0917 |SEYEEEARYE(REY Stormorken Syndrome

0909 |E/= BRI K RIE Facioscapulohumeral muscular dystrophy




1001

HBAEAE RBEE)

Split-hand/ Split-foot malformation (SHFM) '

Osteogenesis imperfecta (O1) HFHEE

1002 | BB EBARIE (IVIAR) Achondroplasia 1010 |RMBHRE A= Pseudoachondroplastic dysplasia
1003 |SE AL (KEAEE) Osteopetrosis 1011 |Conradi-HunermannEGREI& £ Conradi-Hunermann syndrome
1004 ETHEB{EHMN R Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRUBRBELDE Multiple Epiphyseal Dysplasia
1005 |[REXMEEERME K Primary Paget disease 1013 | RERBBEE AT Hypochondroplasia
1006 |SHEBEREEEE Cleidocranial dysplasia (CCD) 1014 SRStk Klippel-Feil Syndrome

1 p % b i i e,
1007 g%ﬁ)uneAlbnghtEEﬁﬂ%ﬁ (MAgERK McCune Albright syndrome 1015 BB #HERBE AR Craniometaphyseal Dysplasia
1008 |BEEBERE Spondyloepiphyseal Dysplasia (SED)
1101 | ECHE ($%R ALE) Marfan syndrome 1104 |BECREERE Beals Syndrome
1102 |EB{R1BCAERERYE (BEIRIR) Waardenburg syndrome 1105 |Loeys-Dietz fEfZE# Loeys-Dietz syndrome(LDS)

1103

SEXRGHEBETBNE (FRUE)

Ehlers Danlos syndrome IV

S EMIAERY

BEREREEM

Thalassemia major

R IR SRR D

Diamond Blackfan Anemia (DBA)

1202 1207
1203 |M/MREEIE Thrombasthenia 1208 |FE#L A fREBIA MEIREE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |BEEEFERBECRZE Homozygous proetin C deficiency 1209 |EEESHRZTIE Protein S Deficiency
1205 jol-HiREDBERZ al- Antitrypsin deficiency 1210 |Fe R Mme i m/ MR E T SR ITEE Congenital Thrombotic Thrombocytopenic Purpura
1206 |17 R AT = ARAE Paroxysmal Nocturnal Hemoglobinuria (PNH)
1301 [hEEREREREANE Bruton's agammaglobulinemia 1306 |wis D8R IE Complement Component 8 d‘eficiency
1302 |FEI8 AT ER Chronic primary granulomatous disease 1307 |IPEXEIRBE IPEX Syndrome
1303 |SER SR BEIRECEERR Congenital Hyper IgE syndrome 1308 |E & IKE A MAEIR B Hyper-igM Syndrome
1304 |Wiskott-AldrichEGHEER¥ Wiskott-Aldrich Syndrome 1309 |y TERZER1ERE Interferon y receptor 1 deficiency
1305 |BREESIREHRZE Severe combined immunodeficiency 1310 BB mEMKE Hereditary Angioedema (HAE)

, o ) . ERBEERE - S0 -« 4E88E% - & |WAGR Syndrome(Wilms'  tumor-Aniridia-
1401 | RRMEBE LIREEAZ Congenital adrenal hypoplasia 1408 BEPEBIAEIERY (WAGRYE(REF) Genitourinary Anomalies-mental Retardation)
1402 | R EIPARIREAERE Pseudohypoparathyroidism 1409 |B iR EERERN ACTH resistance
1403 | T REESREELE Homozygous familial hypercholesterolemia 1410 |B—mEmuEERORERGEE g;mgng“mmDLAmm*wwww“e
1404 |ZFKiE SR RN MAE Familial hyperchylomicronemia 1411 |KallmannECRE1ZE¥ Kallmann syndrome
1405 |BiIRALARE (KRIE) Acromegaly 1412 [KAMRETIERR Permanent Neonatal Diabetes Mellitus
1406 |LaronECfRIBAE(REE Laron syndrome (Laron dwarfism) 1413 |MIRAGE fEf& 8% MIRAGE Syndrome

1407

Kenny-Caffey syndrome

Kenny-Caffey CHE&ERF

MigEE

1501

e R R

Neurofibromatosis Type i

Béckwith "

iede‘mannEE‘ﬁﬂiﬁ

Beckwith Wiedemann syndrome

1503

RBEGHNE

Retinoblastoma

MEMEFBINAIBERE

Lymphangioleiomyomatosis (LAM)




1504 | MRH Neuroblastoma 1507 \;/Eo;Hlppel—LlndauﬁEﬂ%ﬁ EREH yon Hippel-Lindau Disease (VHL)
TEIRAE

1601 | B{A4FRIE Apert syndrome E-iE-15 (0 ) fERE Oto-Palato-Digital syndrome
1602 |CrouzonfGREIREE Crouzon Syndrome 1620 [RobinowECHE1EEY Robinow Syndrome
1603 |EE-FHEE Russell-Silver syndrome 1621 |Pfeiffer[CiE1ERE Pfeiffer Syndrome
1604 {?;g;neha de LangeFRAEMRE - ABELIE Cornelia de Lange syndrome 1622 |45 (0t ) EPRESEIERE Nail-Patella Syndrome
1605 |X feiriE Fragile X syndrome 1623 |CFCHEIRRE Cardiofaciocutaneous Syndrome
1606 |CHARGEEI&ES CHARGE Syndrome 1624 |Peters-PlusiEf&#E Peters-Plus Syndrome
1607 |Aarskog-ScottFGiEIR ¥ Aarskog-Scott syndrome 1625 [Nagerfie{z ¥ Nager Syndrome
1608 [Smith-Lemli-OpitzhE1R ¥ Smith-Lemli-Opitz syndrome 1626 |Coffin-Siris fEM&ER¥ Coffin-Siris syndrome
1609 |Bardet-Bied| ECREIREY Bardet-BiedI syndrome 1627 |154%-TEIRAE IR T White-Sutton Syndrome
1610 ;g)rsenEﬁﬁﬂiﬁ(ﬁﬁ%—?ﬁf'rﬂﬁm&ﬂ% Larsen syndrome 1628 |Ayme-GrippfE{EE# Ayme-Gripp syndrome
1611 |KRBB I Pierre Robin Syndrome 1629 |Coffin-LowryfE{E2# Coffin-Lowry Syndrome
1612 |Treacher CollinsECAEER Treacher Collins syndrome 1630 |MyhrefE1&E¥ Myhre Syndrome
1613 | B a1 AR IR RY Multiple pterygium syndrome 1631 |RZTIHNEIREE Sensenbrenner Syndrome
1614 |BEBEAE Noonan syndrome 1632 | F - BEIEEER Keppen - Lubinsky syndrome
1615 [ERTRBEEEEQRMAE (MRAKE)  |Costello Syndrome 1633 |Galloway-Mowat fE{ZR¥ Galloway-Mowat syndrome
1616 |Fraser FGREMRE} Fraser syndrome 1634 |Pierpont fE{EE# Pierpont syndrome
1617 [SERMREMROBE z;en[::)rrzzh|m05|s—Pt05|s—Ep|canthusInversus 1635 |Wiedemann-SteinerfiE {&8¥ Wiedemann-Steiner syndrome
1618 |KabukifiEfa$ Kabuki Syndrome

AT e e 17-pemmRyE . s SR
1701 |Prader-WilliECAEIZEE (/\BERELF) Prader-Willi syndrome (PWS) 1707 {Branchio-Oto-Renal fE{&%$ Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanECHE(&EE (TREETLER) Angelman syndrome (AS) 1708 |Kleefstra fEZEE# Kleefstra Syndrome
1703 |HEREREGAE Williams Syndrome 1709 |XKR-BHRERERRE Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'shEIEERF (KEIAKIE) DiGeorge's Syndrome 1710 |Phelan-McDermid fE1EE$ Phelan-McDermid syndrome
1706 [Rubinstein-TaybiFGiEREF Rubinstein-Taybi syndrome

T o
1801 |BERE Hutchinson Gilford progeria syndrome 1809 R MEFIRE B IEAREIR B Klippel-Trenaunay syndrome
1802 |CockaynefGiE&ERY - /W H|RECHEIERE | Cockayne syndrome 1810 |BEE ML M MEIRRAE Hereditary Hemorrhagic Telangiectasia
1803 /881 8-SR K CAEIRRE Hallermann-Streiff syndrome 1811 [Stargardt's FGfiE Stargardt's disease
1804 |2 - BT - IREIREE Tricho-hepato-enteric syndrome 1812 | R MR Aniridia
1805 | R EKEHEREE Congenital Varicella Syndrome 1813 [Kohlmeier-Degos 4R &1iE Kohlmeier-Degos Disease
1806 [RABIEEE Werner Syndrome 1814 |FBE 4 EHEREAE Occult Macular Dystrophy (OMD)
1808 |FEEREAR R MERIEEE Campomelic dysplasia with autosomal sex reversal | 1815 |FREELRIEBEE Leber Congenital Amaurosis (LCA)

*ERBABETOE  ERBENEEERBZIAEFERERZIERERI200%E - RHBESPHEEBSELRRMIIZRE(EMBILISE3A)







