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0103 (= FRIE n:m:ﬁwmﬁoczm%xcv 0113 |&/LBEIMAE Isovaleric academia (IVA)
0102 |=HEkEs mE Homocystinuria 0114 | R ME Propionic acidemia (PA)
0103 |EEStE SRR ME Hereditary tyrosinemia 0115 |[ET®RRIE 55—~ B Glutaric aciduria type 1, 1]
0104 S TERE M Methionine adenosyltransferase deficiency (MET) 0116 WMW&-EWEI%E@ ( SRR 3-Hydroxy-3-methyl-glutaric acidemia
0105 |ME¥EERRE Maple syrup urine disease (MSUD) 0117 | ZFECETHWEARCEREZ I 3-Methylcrotony-CoA carboxylase deficiency
0106 [FFERES HRBME Nonketotic hyperglycinemia 0118 |Z HEHCERTE Multiple carboxylase deficiency
0107 |eizEs mAE Cystinosis 0119 | = HRRZEE (M Hyperprolinemia
0108 |FERFEE- MEEEIHRT L Phenylketonuria-Tetrahydrobiopterin deficiency 0120 |FEEL-REREVREEBRTE Aramatic L-amino acid decarboxylase deficiency
—— , . ; BEE_ENEHSMEEEDECDL C [Cobalamin C Defect (Methylmalonic Aciduria and
0110 | S8tk ME Hyperlysinemia 0121 2 Homocystinuria, Cb1C type )
0111 |4ERZRE MsE Histidinemia 0122 |RERSE Alkaptonuria
0112 |HER_EIE Methylmalonic acidemia (MMA) 0123 @wﬂﬁ]%ﬁﬁﬁm Primary Hyperoxaluria_
O T 0 mEEEREmRE T e e
0201 |/Tifzé MAE Citrullinemia 0204 {Efh R D EZAEREREBRIHER |Other Congenital Urea Cycle Disorders
s o B G p T - = SRR M E-S R ME-S/MEEME [Hyperornithinemia-Hyperammaonemia-
0202 |SREMAaPEEERBEETIE Omithine transcarbamylase deficiency 0205 - Homocitrallinuria Syndrome
0203 | JmEsbzEe = a2 i Z_ﬂaomnmﬁ«_m_cﬁmamﬁm m<:§mﬁmmm amﬁ_n_m:nu\ (NAG) | 0206 Wmnql ﬁmwN@Her Argininosuccinic Aciduria
e e b 03 EmfmmE
0301 |FrEEfETEE - F— 3~ S8 m_<nomm: storage Q_mmmmm S\Um _.&Q_um V) 0323 [=FERRIE Trimethylaminuria
0302 |REEE - £ 8~ FAE Mucopolysaccharidoses(type | ~ type VI) 0324 |EFRMEBREEEARARE Congenital generalized Lipodystrophy
0303 |BERE Gaucher's disease 0325 |hEfEfr A | R E Zm.a_.::g-n:m_: acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry DGIE ( ET03IGAE ) Fabry Disease 0326 |ATREEIRE B Pyruvate dehydrogenase deficiency
0305 W_W_.:ﬁmmdwﬂ_nwmmﬁ - BRRBRERRE - Niemann-Pick Disease (NP) 0327 |FEEE=EE Cerebrotendinous Xanthomatosis
0306 |fEERTEETERZ A Shart-chain acyl-CoA dehydrogenase deficiency 0328 | EREDEERILRE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B ERIEEEREF Adrenoleukodystrophy (ALD) 0329 |Rms DA RERE AR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |dsiTEt|R({CIEFIE Fatty acid oxidation defect 0330 |ZEREmE Sitosterolemia
0309 |cinB S LR Sulfite oxidase deficiency 0331 |SEEERZIE Molybdenum cofactor deficiency
0310 |EEM RN, REEKAE Fructose intolerance, hereditary 0332 | REREREREAE Hypophosphatasia
0311 |EFEICEAE (R ) Fucosidosis 0333 |BAEERE R BEARE Globoid Cell Leukodystrophy
0312 |FEERBBRT Camitine deficiency syndrome, primary 0334 |RECAEER Barth Syndrome
0313 |MLDAEfREE Metachromatic Leukodystrophy ( MLD ) 0335 |Betaltf2iert = i Beta-Ketothiolase Deficiency
T 3 ol B TR e B - : FC -
0314 |imimeesems Mitochondrial defect 0336 Mm.ﬂﬁmmmmmmﬁmm FREBEAZIE - AW |(Infantile form Lysosomal Acid Lipase Deficiency
= Ay (Wolman Disease) )
0315 |£EiE porphyria 0337 |Z B HmTEIERRZAE Multiple Sulfatase Deficiency
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0711 | HlE i MREBCEEEA) Amyotrophic lateral sclerosis (ALS) 0736 |B&Rh/NVEEEES Cerebro-Costo-Mandibuiar Syndrome
. ] Charcot Marie Tooth Disease, CMT {Hereditary P DS
0712 B -SRI ETRIE Motor Sensory Neuropathy) 0737 |Dravet fEEEE Dravet Syndrome {DS)
0713 |GM1/GM21g 48 s B A e GM1/GM2 gangliosidosis 0738 [BEEMEE Vanishing White Matter Disease
0714 |Lesch-Nyhan {28 Lesch-Nyhan syndrome 0739 |EREBERERRE Hypomyelinating Leukodystrophy (HLD)
. . pase A2-associated neurod ti
0715 |HEA B LSRR Ataia telangiectasia 0740 |58 952 FRAZRBA 2RI 2 IR (i AT wﬁ@ga&% associated neurodegeneration
0716 |EEEREZE Sialidosis 0741 | 2F-EES e RS Pitt-Hopkins Syndrome
0717 | R RIS HETE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 |CDKESTRZ fF CDKLS Deficiency Disorder
0718 |~ & L IBEEERAE 2 T Hypothalamic dysfunction syndrome 0743 |FOXGLERE FOXG1 Syndrome
" . . Beta-P ller Protein- Associated
0719 |Miller Diekerft s Miller Dieker syndrome 0744 |BetalZ e i E AR B BB LR Zwuﬂom\mmm:wﬂmﬂ”m:m_ﬁmv >Zmu0n_m e
Infantile- i ditary Spasti
0720 | e R Neuronal ceroid lipofuscinosis 0745 |mss FREESES Y RE n:mﬂw_m mh_mw%ﬂma_:@ Hereditary Spastic
" - iaxX-Li i Disabili
0721 |AlexandertsHs Alexander disease 0746 |alth BB ME G IEEE IERERE M“ﬂwwo._ﬂw_mmmm_j_mx Linked Intellectuai Disability
0722 | BREIRE Stiffperson syndrome 0747 |Schaaf-YangfiEf&®: Schaaf-Yang syndrome
i \ . .. TBCDERAZBERN - 2 2Bk | TBCD gene associated neurodegenerative
0723 |EsiERRERemE S 4E Tyrosine hydroxylase deficiency 0748 o encephalopath
0724 |Wolfram ERiEIESRE Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfEig#s Basilicata-Akhtar syndrome
0725 | EEEESEE T HhE Hereditary spastic Paraplegia (HSP) 0750 mmmm Eﬂ_ﬁ%% ﬁ Chorea-acanthocytosis
LI T e T S e 08~ HIERE e S
0801 [FEEMER RO B KA CEIBEE) Hereditary epidermolysis bullosa (EB) 0809 @mﬂ%%@ﬁwﬁi%ﬁ ﬁ infantile systemic hyalinosis
0802 |BRESE (EREBIEEER) Ichthyosis, lamellar recessive 0810 |Meleda B%% Meleda disease
0803 | EEIBEFRAE Ectodermal Dysplasias 0811 |DarlerfSiE ( EBWE LI ) Darier's disease
0804 |BEESR Collodion baby 0812 |ERMEAI{EAEE Dyskeratosis Congenita
0805 |HE s s Harlequin ichthyosis 0813 | BAEAILERTR Diffuse Non-epidermolytic Paimoplantar
Keratoderma type Unna-Thost
APBSER M BB R AL AR (R R |Bullous Congenital lchthyosiform Erythoderma, . "
0806 M bEER) Epidermolytic Hyperkeratasis 0814 |NethertonfiE1ZE# Netherton Syndrome
0807 | EKAE [ncontinentia pigmenti 0815 |EFMEAREEERE Giant Congenital Melanocytic Nevus {GCMN)
0808 |IRESEES{LAE Oculocutaneous albinism
| T S o 09~ NARE RS
0901 (EEtARFEARIBEOESEE) Hereditary cytoplasmic body myopathy 0910 | BB B Becker Muscular Dystrophy (BMD)
0902 |EERINRERNF Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonSaEIREE Freemam-Sheldon syndrome
0903 |9 2RV ( BlPRE2eRs ) Central Core Disease ( Central Core Myopathy ) 0912 | BB R Limb-girdle muscular Dystrophy
0904 |NemalinefRAA Al Al Nernaline Rod Myopathy 0913 | AR EEE Congenital Muscular Dystrophy
0905 |Schwartz Jampel REIRRE Schwartz Jampel syndrome 0914 | =822 Multiminicore Disease
0906 [ANASREE Myotonic dystrophy 0915 |Emery-Dreifussil SR &4 Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |EfhBE EmE 0916 |GNEERAEE GNE Myopathy
0908 |Al/Erg Myotubular myopathy 0917 | EERFIES Stormorken Syndrome
0909 |E=EBEENL<EAE Facioscapulohumeral muscular dystrophy
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16 - SMEESE

001 |BrEsEE Apert syndrome _Amccw_ﬁ;_www Kabuki Syndrome

1602 |CrouzonFERRE Crouzon Syndrome -5 (o) EREE Oto-Palato-Digital syndrome
1603 [ER=-AFH T Russell-Silver syndrome RobinowECfEEE Robinow Syndrome

1604 Mwﬂ elia de LangefIEIRE - AMIE Cornelia de Lange syndrome PleifferfCiE 284 Pfeiffer Syndrome

1605 [X MEHriE Fragile X syndrome i () PHESERES Nail-Patella Syndrome

1606 |CHARGEREIREE CHARGE Syndrome CRCIFIRE Cardiofaciocutaneous Syndrome
1607 |Aarskog-ScottFGIiEIREE Aarskog-Scott syndrome Peters-PlusfE{z#+ Peters-Plus Syndrome

1608 |Smith-Lemli-OpitzfE & Smith-Lemli-Opitz syndrome Nagerib R Nager Syndrome

1609 |Bardet-Bied GRS Bardet-Biedl syndrome Coffin-Siris fEIZEE Coffin-Siris syndrome

1610 Wmva senOIEIRE (e XM IRAER Larsen syndrome - IR AF White-Sutton Syndrome

1611 |EEBEEE Pierre Robin Syndrome Ayme-GrippfElEEE Ayme-Gripp syndrome

1612 |Treacher CollinsFoHiE{&E2 Treacher Collins syndrome Coffin-LowryiE{EEE Coffin-Lowry Syndrome

1613 | BB MR EEIRR Multiple pterygium syndrome MyhrefEfEEE Myhre Syndrome

1614 |ZEEEAE Noonan syndrome BEMMEER Sensenbrenner Syndrome

1615 |EEREEEEEAMEE (MNEASE)  |Costello Syndrome =R - 8EFEEEE Keppen - Lubinsky syndrome
1616 |Fraser CLAE{EEE Fraser syndrome Galloway-Mowat fE{E5 Galloway-Mowat syndrome

1617 | i miEr g 130 Blepharophimosis-Ptosis-Epicanthus [nversus .

Syndrome

RN T T 17 neRRE RN

1701 |Prader-WilliEGiEI=#E (/) BEREFD) Prader-Willi syndrome (PWS) Branchio-Oto-Renal fE{E2E Branchio-Cto-Renal Syndrome, BOR Syndrome
1702 |AngelmanECiE{B8E (REHE) Angelman syndrome (AS) Kleefstra ME{REE Kleefstra Syndrome

1703 | R EHEE Williams Syndrome FE-EHRr TR Wolf-Hirschharn Syndrome (WHS)
1704 |DiGeorge'siE (&3 (KSR L) DiGeorge's Syndrome Phelan-McDermid fE&E Phelan-McDermid syndrome
1706 |Rubinstein-TaybiTHAE&ES Rubinstein-Taybi syndrome
R R R HesEsrmERE |

1801 |REfFE Hutchinson Gilford progeria &SQBBm GARUEREEEE RSN Klippel-Trenaunay syndrome
1802 |CockayneDHEIESE - ME\E GAEEEF  |Cockayne syndrome BEEL NETMERRE Hereditary Hemorrhagic Telangiectasia
1803 |B#E-LERREERE Hallermann-Streiff syndrome Stargardt's FBAE Stargardt's disease

1804 |¥ - It - BBIEERS Tricho-hepato-enteric syndrome FEREEL Aniridia

1805 | RSN ERRS Congenital Varicella Syndrome Kohlmeier-Degos &5 fE Kohlmeier-Degos Disease

1806 |FEAEIREESE Werner Syndrome BEEEMNAELE Occeult Macular Dystrophy (OMD}
1808 BB AR RS Campomelic dysplasia with autosomal sex reversal FALEREREE Leber Congenital Amaurosis (LCA)
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