FRERESERBERERRERMAZR (20268225 )

01 - BZEE/BAHEBRAMER
0101 |KEIfRAE Phenylketouria(PKU) 0113 | & /E#s MmAE Isovaleric academia (IVA)
0102 | = bthE s M Homocystinuria 0114 |FRB&IM%E Propionic acidemia (PA)
0103 |i={E 45K I e e Hereditary tyrosinemia 0115 /R _MERAE - 55— - 8 Glutaric aciduria type |, Il
0104 |= 9P Hil=EE M AE Methionine adenosyltransferase deficiency (MET) 0116 ;g%-s-aagm_ﬁmﬁ ( AR 3-Hydroxy-3-methyl-glutaric acidemia
0105 | ¥EREE Maple syrup urine disease (MSUD) 0117 | =P EETBMBAR LB R ZAE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FFERM = H Rk MAE Nonketotic hyperglycinemia 0118 | e ERBIR = RE Multiple carboxylase deficiency
0107 |Wehk e MAE Cystinosis 0119 |ShERzES M= Hyperprolinemia
0108 |3 FRAE- TN S E RIS IR i Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | EEL-REEERE EiE = iF Aromatic L-amino acid decarboxylase deficiency
- . . BER M MEHSMEEMDECDL C |Cobalamin C Defect (Methylmalonic Aciduria and
=] 4 A
0110 | =&t M AE Hyperlysinemia 0121 ) Homocystinuria, Cb1C type )
0111 (#RR&EE MAF Histidinemia 0122 | BRAE Alkaptonuria
0112 |BFER _BLMAE Methylmalonic acidemia (MMA) 0123 (R S &M BRI Primary Hyperoxaluria
02 - REBEENHER

0201 /i fEzR8 MAE Citrullinemia 0204 [HthRD 7 A MR ERIBCHER |Other Congenital Urea Cycle Disorders
0202 | B E PEREERHETiE Omithine transcarbamylase deficiency 0205 :%,%;H%E&ﬂ]lﬁ—.%%ﬂ]]ﬁ~%mnﬂ§ﬂﬂﬁ e Ealas s pEnaTIITE

AE R B¥ Homocitrullinuria Syndrome
0203 |7 i s izl 5 AL G ER = IiE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [#ElET _ BB XTI Argininosuccinic Aciduria

03 - EftiHERE
0301 (HEEREE 8~ 50Na Glycogen storage disease (type |~type IV) 0323 | =HEMRFRIE Trimethylaminuria
0302 |HEmBAE £ M~ ERH Mucopolysaccharidoses(type | ~ type VI) 0324 |EAUEEIEEEETRAE Congenital generalized Lipodystrophy
0303 |BE R Gaucher's disease 0325 |hepis R A EBRRT Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry EGFE ( JETRIGEGIE ) Fabry Disease 0326 |PIAh ks B8 AR &= Al ih = iE Pyruvate dehydrogenase deficiency
i _Pj FE , B EBEDRAS e

0305 g;ﬂn&gg;glckﬁﬁ R RRE Niemann-Pick Disease (NP) 0327 |RSbt =it Cerebrotendinous Xanthomatosis
0306 |%ESEAE AL RE = EREER = fiE Short-chain acyl-CoA dehydrogenase deficiency 0328 |HéMERIEE B EERE RS Glut(Glucose Transport) 1 Deficiency Syndrome
0307 | B iR B L&A Adrenoleukodystrophy (ALD) 0329 (BihIRBE RS HBE R Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |HeihEE E{CIERREAME Fatty acid oxidation defect 0330 |2 EEEMmAE Sitosterolemia
0309 (T A AR Sulfite oxidase deficiency 0331 (SHEHPBER = fE Molybdenum cofactor deficiency
0310 |EEMRENME, S8 KEE Fructose intolerance, hereditary 0332 |1ET4REERRBIE Hypophosphatasia
0311 (EBREAHER (FHEE) Fucosidosis 0333 |BRANAANG O B R AR Globoid Cell Leukodystrophy
0312 |[REE M4 PIERER = fE Carnitine deficiency syndrome, primary 0334 |EEEIZE Barth Syndrome
0313 |MLDYEZES Metachromatic Leukodystrophy ( MLD ) 0335 |BetalifiBfEtk = fiE Beta-Ketothiolase Deficiency

Cl 1] 323 fids BE A L4 g = . - = g
0314 |1 i Mitochondrial defect 0336 5;5%‘&;& AERL\ERSRARERAZAE - M (Infantllefqrm Lysosomal Acid Lipase Deficiency

SRE (Wolman Disease) )
0315 |%&EE porphyria 0337 |2 a3 M IREE fR B ER = 0E Multiple Sulfatase Deficiency




0316 |RIFEFRECHE Wilson's disease 0338 (=4 ERBRZE Biotinidase Deficiency

0317 |fEXRiEmFLAE MAE Congenital hyperlactic acidemia 0339 |BHEEBHERBERKE Leber hereditary optic neuropathy (LHON)
0318 |FHEMNFERERBE W EMIERE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |## g EeRsfit == Transaldolase deficiency

0319 | %7 MmAE Galactosemia 0341 | ABSANEE G fE Cerebral Creatine Deficiency

0320 |FERsEEAE Mucolipidosis 0342 |FRAZZE (S REBL)N B IAEFEBIEIRS  |Thiamine Metabolism Dysfunction Syndromes
0321 |HithR D8 2 Nl E B ER 0343 |Shwachman-DiamondfiE 8% Shwachman-Diamond Syndrome

0322

kKBS iR BEE AR IERY

Carbohydrate-deficiencyglycoprotein syndrome

(CDG)

04 - iThAESR

0401 |5 S5 M i [ 885 5 U0 R Primary Pulmonary hemosiderosis 0406 |Holt-OramECHEIESE Holt-Oram Syndrome
. - Idiopathic or Heritable Ppulmonary Arterial Andersen EGAEEEE (0 BN 2SR IR :
gl el 1 =N

0402 |45 8% 1t 3535 {15 fr B Ak /=5 /B2 Hypertension (IPAH + HPAH) 0407 | ey s . R ER) Andersen's syndrome
0403 |AlstromECHEZ A% Alsrtom Syndrome 0408 | E S R R EAE Asphyxiating thoracic dystrophy
0404 |zt SR EnhRiE(L Idiopathic Infantile Arterial Calcification 0409 |EXRiEhiEEIaE A BERS Congenital Central Hypoventilation

Syndrome(CCHS)
0405 |EA A1 Cystic fibrosis

05 » Hib& KA
i H 2] P E‘E— 3 e . m -
0501 |EFTHRIEMIT AR HEAE Progressive intrahepatic cholestasis (PFIC) 0503 ?E% i&Cﬁa;aIEE-‘iﬁ,.H]Hﬂi;;E SRS (Cangehital Inters’uﬂal Cell ofCajal Hyperplasis with
BriagEs Neuronal Intestinal Dyspl
0502 |FERMERRRE S Y iEE Inbon errors of bile acid synthesis 0504 |PI S BEERS Alagille Syndrome
06 ~ MW FR Z AR AR
0601 |ZE B RARAE Nephrogenic Diabetes Insipidus 0605 |EErEitis SRt BHER Autosomal recessive polycystic kidney disease
0602 | S EAUE KR M a1EE X-linked hypophosphatemic rickets 0606 (BartterECAEEES Bartter's syndrome
0603 |LoweEGRE(ER: Lowe sydrome 0607 |GitelmanECfEIR R Gitelman syndrome
0604 | &KM€ MIFE Hypokalemia, familial 0608 |Se{AEEIEES Alport Syndrome
07 - B BRs 4 A8 m
T TRy D | T2 B
0701 (EERIEMEBER Moya moya disease 0726 J%:)ui\t;ertﬂi{i{l%ﬁ (RERERESR |, her syndrome
, . Pelizacus-MerzbacherfRfE (1B RE . )
= Y -

0702 |BfiERESEE A2 Agenesis of corpus callosum 0727 RSB Pelizaeus-Merzbacher Disease
0703 | RE/\BR b BN eI RS 1 Spinocerebellar ataxia(SCA) 0728 |5 FE ECHE (3 B8 i Al 4 I PO ZE 4R E) Kennedy Disease
0704 | = TREHENAE Huntington disease (Huntington's chorea) 0729 |RIEMERM RS B &L Familial Amyloidotic Polyneuropathy (FAP)

0705

HENTERE(BAE

Tuberous sclerosis (TSC)

0730 |7ZRE IR R B 2 W AR b1 TR

Pantothenate Kinase Associated
Neurodegeneration(PKAN)

0706

SE B (ERE/Z IR AE B B

Multiple sclerosis (MS) /Neuromyelitis Optica

Spectrum Disorders (NMOSD)

0731 |MoebiusiEl#EE

Moebius Syndrome

0707 |Zellweger[CiE#EF Zellweger syndrome 0732 (MclLeodfE{&E# McLeod Syndrome

0708 |BEREAE Rett syndrome 0733 |Aicardi-Goutieresfit fEHf Aicardi-Goutieres Syndrome

0709 | & fiEt A PO 4R fE Spinal muscular atrophy(SMA) 0734 | & &R EAEmEE Proteus Syndrome ,
0710 [Menkes[GiEIERE Menkes disease 0735 |MECP2 iR iE(RSS Mty Cui bincing Proteina buplicatien synitomy;

MECP2 Duplication Syndrome




0711 |Bl=Met Rl =B EAE(EEA) Amyotrophic lateral sclerosis (ALS) 0736 |B&Bh/NEAENREE Cerebro-Costo-Mandibular Syndrome
0712 | EfI- BRI+ o &harc"t“"a“““th Diseasel, QML (Hefiecitany 0737 |Dravet FEiR 2 Dravet Syridrore (DS)
otor Sensory Neuropathy)
0713 |GM1/GM 2 e BB E s RTEE GM1/GM2 gangliosidosis 0738 | EEERE Vanishing White Matter Disease
0714 |Lesch-NyhanfEiE{&8E Lesch-Nyhan syndrome 0739 |BRESMREREE Hypomyelinating Leukodystrophy (HLD)
0715 |HmsB M ME AT RN Ataxia telangiectasia 0740 | BB E PR BREBA 2B Z iHmB bt v || osPnolipase A2-associated neurodegeneration

(PLAN}

0716 | LR ZFREAZAE Sialidosis 0741 |EF-EE S HEER Pitt-Hopkins Syndrome

0717 |SR 14 BABUESE & T TAE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 |CDKL5#H = % CDKLS Deficiency Disorder

0718 | TR EThEEMEBIE(R ¥ Hypothalamic dysfunction syndrome 0743 |FOXGLAE{#E% FOXG1 Syndrome

0719 [Miller DiekerfiE{R 2% Miller Dieker syndrome 0744 |BetalRlizil & AR 28 ER{ER setzERTRpelior Kt NG

Neurodegeneration (BPAN)

0720

MBS E REE

Neuronal ceroid lipofuscinosis

0745

RER FTHIEENEE SRS

Infantile-Onset Ascending Hereditary Spastic
Paralysis (IAHSP)

Alpha-ThalassemiaX-Linked Intellectual Disability

0721 |AlexanderfGi® Alexander disease 0746 |odth B E M & HHEHE D IEBHER R Syndrome
0722 |{BEEfEl2RF Stiffperson syndrome 0747 |Schaaf-YangfiEf&#f Schaaf-Yang syndrome
o £ S X e ; :
0723 |mpmrem it TS Byl dehEensy 0748 TECQ%ExiL:EJZ2$§x M3 48R {51 [ TBCD gene associated neurodegenerative
Ham e encephalopath
0724 |WolframEGHE##E Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfiE{&#f Basilicata-Akhtar syndrome
0725 |EEMEENT SRz Hereditary spastic Paraplegia (HSP) 0750 |$ZRShE- RRALAMREIS 20 Chorea-acanthocytosis
08 - FZERE

0801

BERE DB KIRE (8/25E)

Hereditary epidermolysis bullosa (EB)

0809

BRUSSMIEREN

Infantile systemic hyalinosis

0802 |ERFAEHE (BREEMEER) Ichthyosis, lamellar recessive 0810 |Meleda &% Meleda disease
0803 |SMNAEBIZA AR Ectodermal Dysplasias 0811 |Darierf%i® ( EEMAILIE ) Darier's disease
0804 |BREsR Collodion baby 0812 |ERMBAIIAEE Dyskeratosis Congenita
0805 | B i Haleguindaithyast: 0813 |BSEE B L E RS Duffise Nenpepidermolytic Palmeplantar
Keratoderma type Unna-Thost
JKaE e SRS AL BT AE (R R 2 (Bullous Congenital Ichthyosiform Erythoderma,
0806 é%{tgég) BRI e Epidermolyt?c Hyperkera)’iosis ¥ a 0814 (NethertonfEfE#% Netherton Syndrome
0807 |E2RKHIAE Incontinentia pigmenti 0815 |ERMEARBBERE Giant Congenital Melanocytic Nevus (GCMN)
0808 |BREER B = {EAE Oculocutaneous albinism
09 - AlP9fmE
0901 [EEMARRARIRE(OEES) Hereditary cytoplasmic body myopathy 0910 |B=BAAEEE Becker Muscular Dystrophy (BMD)
0902 |EREANAZEMEE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonECEIESS Freemam-Sheldon syndrome
0903 |POEAZIF ( IPREAZES ) Central Core Disease ( Central Core Myopathy ) 0912 |REFS BB ETE Limb-girdle muscular Dystrophy
0904 |Nemaline#RikAlLARE Nemaline Rod Myopathy 0913 |[FERMAKEE Congenital Muscular Dystrophy
0905 |Schwartz Jampel ECHE1ERE Schwartz Jampel syndrome 0914 | ZHU ez LB Multiminicore Disease
0906 |APIREE Myotonic dystrophy 0915 |Emery-Dreifussil sk &1iE Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |E Ay AR 0916 |GNEE M fHE GNE Myopathy
0908 |Hl/vEfmE Myotubular myopathy 0917 |SLIEERAEIREY Stormorken Syndrome
0909 |m/E M B AL B Facioscapulohumeral muscular dystrophy




10 - BERmE

1001 (ARBAEAE (TRIBLELE) Osteogenesis imperfecta (Ol) 1009 |HFHEF Split-hand/ Split-foot malformation (SHFM)
1002 |BEBATE (JVIAR) Achondroplasia 1010 |[BiEMERE A2 Pseudoachondroplastic dysplasia

1003 |BERILE (KEREH) Osteopetrosis 1011 |Conradi-Hunermann X fEIEEE Conradi-Hunermann syndrome

1004 |ETHEBIEMA R Fibrodysplasia Ossificans Progressiva (FOP) 1012 (ZEMEHREE A Multiple Epiphyseal Dysplasia

1005 |[RE &M B 3% Primary Paget disease 1013 | REBHB AT Hypochondroplasia

1006 |HEHESHEER Cleidocranial dysplasia (CCD) 1014 | KTEtERE: Klippel-Feil Syndrome

1007 MeCune AlDHONIERER (IRREIERZX McCune Albright syndrome 1015 BB HFRmEE AR Craniometaphyseal Dysplasia

=3n3)

1008 |EREERSE Spondyloepiphyseal Dysplasia (SED)
11 - R wE
1101 |BFLECIE (S AFE) Marfan syndrome 1104 |REEERE Beals Syndrome
1102 |REAEECEEESE (BERIR) Waardenburg syndrome 1105 |Loeys-Dietz fEf&EF Loeys-Dietz syndrome(LDS)

1103

FEREMEBESEINE (BRIE)

Ehlers Danlos syndrome IV

12 - EMINEERE

1202 |EfVgEtEm Thalassemia major 1207 |SERMEAT MEKF AR M2 m Diamond Blackfan Anemia (DBA)
1203 |/l T0E Thrombasthenia 1208 |FFEEME FREA RS Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |RIEESTFERECHRZIE Homozygous proetin C deficiency 1209 |EBQHESHAZ iE Protein S Deficiency
1205 |ol-#ilRE AREIAZE ol- Antitrypsin deficiency 1210 |Se R M MAS M /)R 1E T S2BEE Congenital Thrombotic Thrombocytopenic Purpura
1206 |bd 8% 17 8 M AT = fR%E Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - EER
1301 |mREEREREREAME Bruton's agammaglobulinemia 1306 |#ise 1D 8IRZ fE Complement Component 8 deficiency
1302 |RE#E M EHATFER Chronic primary granulomatous disease 1307 |IPEXJEZEE IPEX Syndrome
1303 |ER B REEKE QEE RS Congenital Hyper IgE syndrome 1308 | @R ERELMERST Hyper-igM Syndrome
1304 |Wiskott-Aldrich EGEE/ER¥ Wiskott-Aldrich Syndrome 1309 |y FHEESELAE Interferon y receptor 1 deficiency
1305 |EESBRERZE Severe combined immunodeficiency 1310 |E{EHME 4 KE Hereditary Angioedema (HAE)
14 - AZWER
— ) ; : 2 EIIAE - MERREE - & |WAGR Syndrome(Wilms'  tumor-Aniridia-
1401 |ERUB LIREE L2 Congenital adrenal hypoplasia 1408 gggﬁg%; (WAéfﬁﬂgﬁg = 8 Gen?tofr%nary Am()malieSnmental Rebardiation)
1402 |fe1 8l SR AR BE AE Pseudohypoparathyroidism 1409 |B LR {E=nY ACTH resistance
1403 (B& TR G ShEE R ME Homozygous familial hypercholesterolemia 1410 (E—2BEEEMERDIRBEOESE ‘E.)Se-f:)i/ednr:;yvﬁamm Lil=alphasHydioxylass
1404 | RS 3L B R M iE Familial hyperchylomicranemia 1411 [KallmannEGHEzE Kallmann syndrome
1405 |REimARAAE (K BSE) Acromegaly 1412 [FKAMHE TR Permanent Neonatal Diabetes Mellitus
1406 |LaronEG R EAEEEE Laron syndrome (Laron dwarfism) 1413 |MIRAGE JE{xES MIRAGE Syndrome
1407 |Kenny-CaffeyCiEIER Kenny-Caffey syndrome
15 « RIEBAHMIE AT
1501 (4 it e R¥ s — £ Neurofibromatosis Type || 1505 |Beckwith WiedemannEGREN& S Beckwith Wiedemann syndrome
1503 | R4 AN aE Retinoblastoma 1506 |3#hES (M E A A A IS A iE Lymphangioleiomyomatosis (LAM)




Von Hippel-LindaufiE {28 - E7S-1F

el o) G g ;
1504 |48 e A0 A Neuroblastoma 1507 . Von Hippel-Lindau Disease (VHL)
16 - SMREE
1601 |B{AREE Apert syndrome 1619 |E-5-15 ( Bt ) fAEEEF Oto-Palato-Digital syndrome
1602 |Crouzon KAE#E# Crouzon Syndrome 1620 |RobinowGEEEF Robinow Syndrome
1603 |ZE&-ABEE Russell-Silver syndrome 1621 |PfeifferFCiEIRRE Pfeiffer Syndrome
1604 {C‘j;g;em deslangalSAERRR: » JMEE Cornelia de Lange syndrome 1622 (15 (Bt ) PHESREFESR Nail-Patella Syndrome
1605 |X et iE Fragile X syndrome 1623 |CFCHEfmSE Cardiofaciocutaneous Syndrome
1606 |CHARGEREERT CHARGE Syndrome 1624 |Peters-PlusfiE{&8 Peters-Plus Syndrome
1607 |Aarskog-ScottFCAEERE Aarskog-Scott syndrome 1625 |NagerfEf&H# Nager Syndrome
1608 |Smith-Lemli-OpitzJiE {7 %% Smith-Lemli-Opitz syndrome 1626 |Coffin-Siris fEMER} Coffin-Siris syndrome
1609 |Bardet-Bied|EGHEIEEE Bardet-Bied| syndrome 1627 R4 -TEIRE(REE White-Sutton Syndrome
\ ¥ om K 3 {7
1610 ;;;Sen&ﬁﬂ%gﬂ;ﬁﬁ e AR Larsen syndrome 1628 [Ayme-GrippfEfEE} Ayme-Gripp syndrome
1611 |KHREELIE Pierre Robin Syndrome 1629 |Coffin-LowryfiF a5 Coffin-Lowry Syndrome
1612 [Treacher CollinsECAEIRES Treacher Collins syndrome 1630 |MyhrefE{2 8 Myhre Syndrome
1613 |ZE M BEANREIRRY Multiple pterygium syndrome 1631 |HEEMMANEEDE Sensenbrenner Syndrome
1614 |ZEaKiE Noonan syndrome 1632 |k - BEEERS Keppen - Lubinsky syndrome
1615 |=HMZEEE M ERAIARE (MNEAE)  |Costello Syndrome 1633 |Galloway-Mowat fEfES: Galloway-Mowat syndrome
1616 |Fraser [CfEIERE Fraser syndrome 1634 |Pierpont fEERE Pierpont syndrome
1617 [FeR MM I OB/ E g;en%f;gﬁgmmoyyptosm-Epmanthus Inveretis 1635 [Wiedemann-SteinerfiEf&3# Wiedemann-Steiner syndrome
1618 [KabukifEfE#F Kabuki Syndrome
17 - BREE
1701 |Prader-WilliECAEIZRE (/)\BEREF) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fE{1EEE Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanECiEEEE (HRELTS) Angelman syndrome (AS) 1708 |Kleefstra fE1ERE Kleefstra Syndrome
1703 |EiAREFESEE Williams Syndrome 1709 |FXF&-EEF R ER Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'siEIZET (X EACAE) DiGeorge's Syndrome 1710 [Phelan-McDermid fiE{2#% Phelan-McDermid syndrome

1706

Rubinstein-Taybi FCAE 1£E#

Rubinstein-Taybi syndrome

18 - Efth 3 Ht A RRE

1801 (B&%E Hutchinson Gilford progeria syndrome 1809 | SR R B AL AE (& RY Klippel-Trenaunay syndrome

1802 |CockayneECfEEEE - fSIECAEIEEE  |Cockayne syndrome 1810 [3E{EMEH M4 MRk Hereditary Hemorrhagic Telangiectasia
1803 [B8)S- LR A LR Hallermann-Streiff syndrome 1811 |Stargardt's EGfiE Stargardt's disease

1804 (£8 - BT - IBAEIREE Tricho-hepato-enteric syndrome 1812 |Fc R M EAL IR Aniridia

1805 |SERMIKRIEHRF Congenital Varicella Syndrome 1813 [Kohlmeier-Degos & HE Kohlmeier-Degos Disease

1806 (AR AELREME Werner Syndrome 1814 ([BEMSELEE Occult Macular Dystrophy (OMD)

1808 |#RiEsE A -~ R AR AR Campomelic dysplasia with autosomal sex reversal | 1815 [FR{EKEFEEEAE Leber Congenital Amaurosis (LCA)
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