FRERESERFEFZRERREPMAR (202652225 )

01 - RER/AHERAHIRR

0101 |=EERFRAE Phenylketouria(PKU) 0113 | & LRE MR Isovaleric academia (IVA)
0102 | S IZEL MAE Homocystinuria 0114 |FREE MmE Propionic acidemia (PA)
0103 |EE M SERE MiE Hereditary tyrosinemia 0115 | _EEfRiE - 55—~ B Glutaric aciduria type |, Il
0104 | S ibZE MAE Methionine adenosyltransferase deficiency (MET) 0116 WMW-W%WQI@E@ ( AR fCaH 3-Hydroxy-3-methyl-glutaric acidemia
0105 |Hal iR fiE Maple syrup urine disease (MSUD) 0117 |=FEETMHBARCERIZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FEERMH S H Bl M Nonketotic hyperglycinemia 0118 | Z B4R ZE Multiple carboxylase deficiency
0107 |BERZES (ME Cystinosis 0119 | = Fe R BE [ fiE Hyperprolinemia
0108 |ZEHIfRAE- NS ERIS =i Phenylketonuria-Tetrahydrobiopterin deficiency 0120 [SEEL-RERIBRB R T Aromatic L-amino acid decarboxylase deficiency
g e . . BER_EMEGSMEEMDECHL C |Cobalamin C Defect (Methylmalonic Aciduria and
=1 P Y
0110 |=hERzEE MiE Hyperlysinemia 0121 ) Hormpeystinuis, Col e tpe)
0111 |4AR=EE MAE Histidinemia 0122 |BRE Alkaptonuria
0112 |PER M Methylmalonic acidemia (MMA) 0123 |[RE 4= E LR iE Primary Hyperoxaluria
02 REEBRHES

0201 |/ifZREg myE Citrullinemia 0204 | Btz Z AR IERFBIRHIER |Other Congenital Urea Cycle Disorders
0202 |[REMEFHREERBHZE Omithine transcarbamylase deficiency 0205 ummmwmmﬁﬁ-mﬂ@ﬁ-_mamﬁﬁam I<um8.3;r._:mEE-I%mSBBOJmB_m-

REMREF Homocitrullinuria Syndrome
0203 |ZME=EE S REETAZ iE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |#8RT _BEEHRT Argininosuccinic Aciduria

03 - EftLHHER
0301 |ATMEfETEE « S5—Bl~Z5mA Glycogen storage disease (type |~type V) 0323 |=FFERRRIE Trimethylaminuria
0302 |FhEMIE - %Im__ Epaeil Mucopolysaccharidoses(type | ~ type VI) 0324 |EAM = BIFEEETRE Congenital generalized Lipodystrophy
0303 |BEEE Gaucher's disease 0325 |Psmsmm R BB ERS Mediaui-Crainiatylscosheyme Adshydbganase
deficiency (MCAD)

0304 |Fabry ECAE ( EfnimECAE ) Fabry Disease 0326 |ANIR BT @ES TR = fiE Pyruvate dehydrogenase deficiency
0305 W_o:_wmmwsﬁ_u_n_nmmﬁ WREBAE RARE - Niemann-Pick Disease (NP) 0327 |BSBEtHEEIEE Cerebrotendinous Xanthomatosis
0306 |#a#EH5 i i = R EE R = i Short-chain acyl-CoA dehydrogenase deficiency 0328 |l ERREEEEW AR Glut(Glucose Transport) 1 Deficiency Syndrome
0307 | B LRI EREAE Adrenoleukodystrophy (ALD) 0329 |EiAmBMRHERELR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |Pshhié & {E1F FAGhRE Fatty acid oxidation defect 0330 |2 EfZmAE Sitosterolemia
0309 |Sa%is W LR Sulfite oxidase deficiency 0331 %mﬂmmﬁMﬁ Molybdenum cofactor deficiency
0310 [EEMREATE, RERE Fructose intolerance, hereditary 0332 |{EREEER N Hypophosphatasia
0311 |ZEENMEER (#EE) Fucosidosis 0333 w..m%ﬁﬂﬂ%%ﬁ Globoid Cell Leukodystrophy
0312 |[FEEMAmER= E Carnitine deficiency syndrome, primary 0334 |EXiER Barth Syndrome
0313 |MLDEIESE Metachromatic Leukodystrophy ( MLD ) 0335 mmﬁm@nmwmmﬁMﬁ Beta-Ketothiolase Deficiency

= = : —— —
0314 |rmsetnis Milechondiial defact 0336 BRAAMEMERRMIBIRZEE - @® |( Infantile dqn.:_.: Lysosomal Acid Lipase Deficiency

S (Wolman Disease) )
0315 (== porphyria 0337 |Z IR fEEE TR = 0E Multiple Sulfatase Deficiency
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0711 |ANZie AU =R E (ERA) Amyotrophic lateral sclerosis (ALS) 0736 |Hs&h/ | eRyERRE Cerebro-Costo-Mandibular Syndrome
0712 |Ef1-SR-AEFERE ChiareatMarie Tosth Disease, CMT (Hareditary 0737 |Dravet 122 Dravet Syndrome (DS)
Motor Sensory Neuropathy)
0713 |GM1/GM2+B 48 8 B AR ATEIE GM1/GM2 gangliosidosis 0738 | EHRAE Vanishing White Matter Disease
0714 |Lesch-Nyhan[CiEIREE Lesch-Nyhan syndrome 0739 |ERMEaEREE Hypomyelinating Leukodystrophy (HLD)
0715 |SmE A B R Meais telangicetasia 0740 | AR E R ARREAZ IR = S ATE L B wwrﬁmmwo_a&m A2-associated helmdegeneration
0716 |REERRE=ZE Sialidosis 0741 |Ef-BEERER Pitt-Hopkins Syndrome
0717 |FeR MR ABUEES T T E Congenital insensitivity to pain with anhidrosis(CIPA)| 0742 |CDKLSHZE CDKL5 Deficiency Disorder
0718 | TR EINRcrERE R Hypothalamic dysfunction syndrome 0743 |FOXG1AEfR B FOXGL1 Syndrome
0719 |Miller DiekerfiE{z#% Miller Dieker syndrome 0744 |BetalBliedh =R RAR 2 8B ER Beta-Fropelier vﬂ.oﬂm_:- Assirigtied
Neurodegeneration (BPAN)
0720 |iEriiE iR R Neuronal ceroid lipofuscinosis 0745 |BSAE F TR e FRE "u:Mwmﬂw_m_m.mh_mwvwmnm:Q_:@ Hereditary Spastic
0721 |Alexander % Alexander disease 0746 |odthPIB R M E i M 1 TR 1B T wmmﬂﬁw_amma_mx&%& Intellectual Disability
0722 |BRefE R Stiffperson syndrome 0747 |Schaaf-YanghE{#8% Schaaf-Yang syndrome
RENE & MR L i i

0723 | B e = Tivesine hydiroxyiase defidiancy 0748 ._.nm_m_wm%Hunwﬁw{mMNﬂm iR RIB (B | TBCD gene associated neurodegenerative

P encephalopath
0724 |Wolfram EEAEIREE Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfiE S Basilicata-Akhtar syndrome
0725 |EEMEEN T 5% Hereditary spastic Paraplegia (HSP) 0750 |EEIE-MAL RIS E Chorea-acanthocytosis

08 - EIEimE
0801 |iEEam o MR MKEE (BiEHE) Hereditary epidermolysis bullosa (EB) 0809 |BRB =S M HmIEEM Infantile systemic hyalinosis
0802 |EikfmEimE (B EEHEEE) Ichthyosis, lamellar recessive 0810 |Meleda &% Meleda disease
0803 |SMEBIBEFRIE Ectodermal Dysplasias 0811 |DarierEfs ( EEALIE ) Darier's disease
0804 |BER Collodion baby 0812 |FERMEIERZEE Dyskeratosis Congenita
0805 |MiEmuE Harlequin ichthyosis 0813 |H@BEALERIE Diffse hon-epidarmolyic Palmeplantas
Keratoderma type Unna-Thost
KRR SE M B B AR AL REIE (R B REBE |Bullous Congenital Ichthyosiform Erythoderma, . ;
0806 LB Enidermolytic lgpetkerstosis 0814 [NethertonfiF{&%s Netherton Syndrome
0807 |BERTAE Incontinentia pigmenti 0815 |TRMERBEEEERE Giant Congenital Melanocytic Nevus (GCMN)
0808 |IRH5E B = {ERE Oculocutaneous albinism
09 - MpmE

0901 FEEMMERARIFAE OEEE) Hereditary cytoplasmic body myopathy 0910 |BE=EMAKEE Becker Muscular Dystrophy (BMD)
0902 |ZERMNAEMRE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonfCiEIERE Freemam-Sheldon syndrome
0903 | LEZEALEE ( AP REhZEss ) Central Core Disease ( Central Core Myopathy ) 0912 |BEHBRUENREE Limb-girdle muscular Dystrophy
0904 |Nemaline#R ik LRy E Nemaline Rod Myopathy 0913 |ZRMIAEE Congenital Muscular Dystrophy
0905 |Schwartz Jampel EGAEIERF Schwartz Jampel syndrome 0914 |24z AR Multiminicore Disease
0906 |AlFss EAiE Myotonic dystrophy 0915 |Emery-Dreifussil2c&=fE Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |HE{thZLH FZEMRAE 0916 |GNE#= 7B i GNE Myopathy
0908 |AN/ &R Myotubular myopathy 0917 |SLITEREIRSE Stormorken Syndrome
0909 |E/= ML LSE Facioscapulohumeral muscular dystrophy
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1504 |M/EEHERE Neuroblastoma 1507 MMO%WW%UQ-E:Q%%@W BRI Von Hippel-Lindau Disease (VHL)
16 - SMREE
1601 |B{RYHEE Apert syndrome 1619 |E-#5-15 ( b ) FE1REF Oto-Palato-Digital syndrome
1602 |CrouzonFGiEEEE Crouzon Syndrome 1620 (RobinowGfEREF Robinow Syndrome
1603 |ZEZ=-THEAE Russell-Silver syndrome 1621 |PfeifferfCie(&2% Pfeiffer Syndrome
1604 Mww%m__m de LangeECAEIRET - UMIECEE Cornelia de Lange syndrome 1622 |45 (Bt ) FPREEEES: Nail-Patella Syndrome
1605 |X MEHTiE Fragile X syndrome 1623 |CFCHE(%BE Cardiofaciocutaneous Syndrome
1606 |CHARGEfEESE CHARGE Syndrome 1624 |Peters-PlusiEi#Ef Peters-Plus Syndrome
1607 |Aarskog-ScottECHE{EEF Aarskog-Scott syndrome 1625 [NagerfE{&Ef Nager Syndrome
1608 |Smith-Lemli-OpitziE{&3E Smith-Lemli-Opitz syndrome 1626 |Coffin-Siris fE1ER Coffin-Siris syndrome
1609 |Bardet-Bied|FIEIREF Bardet-Bied| syndrome 1627 |14 - TEURYE 1% 5% White-Sutton Syndrome
1610 mmvﬁmm:mmﬁﬁ_mwﬁﬂmﬁ-ﬁmm_%mwﬁﬁﬁm Larsen syndrome 1628 |Ayme-GrippfEEHE Ayme-Gripp syndrome
1611 | EEZEE FIE Pierre Robin Syndrome 1629 |Coffin-LowryfiF &A% Coffin-Lowry Syndrome
1612 |Treacher CollinsFCAEIRES Treacher Collins syndrome 1630 |MyhrefEf#E Myhre Syndrome
1613 |Z M BAREAEEEY Multiple pterygium syndrome 1631 |FHRAETIRMEER Sensenbrenner Syndrome
1614 |SBEEHE Noonan syndrome 1632 (= h - EEMHEEEE Keppen - Lubinsky syndrome
1615 |=HiRE B EAMEE (NBAKE) |Costello Syndrome 1633 |Galloway-Mowat fiE {5 Galloway-Mowat syndrome
1616 |Fraser ECYE/RES Fraser syndrome 1634 |Pierpont fERRE Pierpont syndrome
1617 | SERMEF R M i O B IME Mv_\ﬂﬂﬁﬂ“m:_:._om_m-muﬁom._m-mn_nmirﬁ L 1635 |Wiedemann-SteinerfEf&2f Wiedemann-Steiner syndrome
1618 |KabukifE{EEE Kabuki Syndrome
17 - ERRE
1701 |Prader-Willi EGRE(ZERE (/N BEREF) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fE{& £ Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanECfEIERE (TR 44 E) Angelman syndrome (AS) 1708 |Kleefstra fE{&ES Kleefstra Syndrome
1703 | BRHTERE Williams Syndrome 1709 [FREK-BFEEEEEE Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'siEfERE (JKE A ECHE) DiGeorge's Syndrome 1710 |Phelan-McDermid fEf#E$ Phelan-McDermid syndrome
1706 [Rubinstein-TaybiECAE{ZEEE Rubinstein-Taybi syndrome
18 - Efth S 4Es R RE
1801 [REE Hutchinson Gilford progeria syndrome 1809 |75K AR RS 12 2 AL A SE 12 2% Klippel-Trenaunay syndrome
1802 |CockayneECIE(RRF - WHIECAEIEEE  |Cockayne syndrome 1810 [iEE M T Mt mERRE Hereditary Hemorrhagic Telangiectasia
1803 |/88)S-LRABF LIRS Hallermann-Streiff syndrome 1811 |Stargardt's EGHE Stargardt's disease
1804 |55 - [T - BBYEIRERE Tricho-hepato-enteric syndrome 1812 [SER RIS Aniridia
1805 |FERMEKBEER Congenital Varicella Syndrome 1813 [Kohlmeier-Degos RS HE Kohlmeier-Degos Disease
1806 | AZYRESE Werner Syndrome 1814 |BREGEFIERAEE Occult Macular Dystrophy (OMD)
1808 |fEiERE AR R IMRIEEE Campomelic dysplasia with autosomal sex reversal | 1815 |FAKEREEEE Leber Congenital Amaurosis (LCA)
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