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EREREEERHBEF

BERREAMAR (20258

BEE£EH)

01 - Bz E RS/ AHHEMAME

0101 |*BIFRAE Phenylketouria(PKU) 0113 (27X ME Isovaleric academia (IVA)
0102 | & MehzRg ME Homocystinuria 0114 |RE&MAE Propionic acidemia (PA)
0103 |EEM S EEIZEE M Hereditary tyrosinemia 0115 lemﬂﬁ c g B Glutaric aciduria type |, Il
ﬁ -2
0104 |=RHTAREE MAE Methionine adenosyltransferase deficiency (MET) o“;m W S-FEN_BMAE (RRERH 3-Hydroxy-3-methyl-glutaric acidemia
0105 |@ 48R AE Maple syrup urine disease (MSUD) 0117 MEWWM%@%&WF@W%M@ 3-Methylcrotony-CoA carboxylase deficiency
0106 |JEFRMS H hzRE ME Nonketotic hyperglycinemia 0118 |Z &R CEBRZAE Multiple carboxylase deficiency
0107 |BtRkfs MAE Cystinosis 0119 | = Frhhe MAE Hyperprolinemia
0108 |FERRE- MNEEIRIZTRZE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 |EEHL-REREREEBRZE Aromatic L-amino acid decarboxylase deficiency
— L B P f (72 5 = Bulelé Y= (Cb1 C |Cobalamin C Defect (Methylmalonic Aciduria and
5 i B AR T
0110 |5 8ERzEL MAE Hyperlysinemia 0121 ) Homocystinuria, Cb1C type )
0111 |48 RRRE (Y%E Histidinemia 0122 | BAREE Alkaptonuria
0112 |PER_MIE Methylmalonic acidemia (MMA) 0123 |ER M EEME R Primary Hyperoxaluria
02 - REBRAHRES
0201 |/IRZ#& M Citrullinemia 0204 |E#hsE B £ X R EEIBRHEHR |Other Congenital Urea Cycle Disorders
= &= pn == e e = [T R R [T thi ia- oo
0202 |BMMEFREEBBRZE Omithine transcarbamylase deficiency 0205 Eﬂunwmmﬁﬁ A SULE - IR MAE I<Um_ﬁo.3_.%._:m3_m Hyperammonemia
REMRES Homocitrullinuria Syndrome
0203 |ZEEFRARMA & AR EB TR Z E Nitroacetylglutamate synthetase deficiency (NAG) | 0206 BIRT _MBERRZIE Argininosuccinic Aciduria
03 - HtKHEE o
0301 |FEEfETEE - 5B ~FE Glycogen storage disease (type |~type IV) 0323 | = FFEMRFREE Trimethylaminuria
0302 |FhZERAE - B ~FEAE Mucopolysaccharidoses(type | ~ type VI) 0324 |ERMESEEEEARE Congenital generalized Lipodystrophy
0303 |BBEE Gaucher's disease 0325 | PSRRI X MR BRI Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry FfE ( JETRIRECEE ) Fabry Disease 0326 | AR ER SRR E Pyruvate dehydrogenase deficiency
. _Di e Bk BEDEREAEIERE |
0305 WMW:%MWP%%@ BRI TR Niemann-Pick Disease (NP) 0327 |BSBEIE=IEE Cerebrotendinous Xanthomatosis
0306 |sEsEfERrE EEMBIAZIE Short-chain acyl-CoA dehydrogenase deficiency 0328 |MsMEREE D REERE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |EBLtIRISBERERE Adrenoleukodystrophy (ALD) 0329 |RAHRE BB RB AR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |Psiris | {L1ERTRIG Fatty acid oxidation defect 1 0330 |2 EfEMmIEE Sitosterolemia
0309 |EHMEaCIERZ Sulfite oxidase deficiency 0331 |$HERASERZE Molybdenum cofactor deficiency
0310 [EEHREAME RERIE Fructose intolerance, hereditary 0332 [ERARE BRABIE Hypophosphatasia
0311 |EEBAHES (FREE) Fucosidosis 0333 |BMEREIE R B REE Globoid Cell Leukodystrophy
0312 |ES&MHNMmRZIE Carnitine deficiency syndrome, primary 0334 |EERERE Barth Syndrome
0313 [MLD%EIZE* Metachromatic Leukodystrophy ( MLD)) 0335 |Betalit FRESEAZ KE Beta-Ketothiolase Deficiency
AR SERE 1 IS A BE - . == - T —
0314 |suimaeris Mitochondrial defect 0336 SREIRARE SR M ARRREE = E - AF |(Infantile 3.3: Lysosomal Acid Lipase Deficiency
. =15 n3 (Wolman Disease) )
0315 |&=REE porphyria 0337 |2 M IRIBRZ IE Multiple Sulfatase Deficiency
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0711 {MEHEHAIRECEHRA) Amyotrophic lateral sclerosis (ALS) 0736 |BsiBh/\aRAE(REF Cerebro-Costo-Mandibular Syndrome
0712 |E-EF-HHTECRE Charcot Marie Tooth Disease, CMT (Hereditary 0737 |Dravet fE{£E% Dravet Syndrome (DS)
Motor Sensory Neuropathy) ]
0713 |GM1/GM2R /& BN E BRI IRIE GM1/GM2 gangliosidosis 0738 | BEHERAE Vanishing White Matter Disease
0714 |Lesch-NyhanECREIEEF Lesch-Nyhan syndrome 0739 |EEEBMSABEREE Hypomyelinating Leukodystrophy (HLD)
- ipase A2-associated i
0715 A ER NS R E R Ataxia telangiectasia 0740 | B35 P AREG AR i AmR Lt B ﬂu_,romm”s_émm A2-associated neurodegeneration
0716 BB RRZIE Sialidosis 0741 |R4S-BE S HEIRE Pitt-Hopkins Syndrome
0717 |ERMBABRE S T IE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 CDKL5fRZ £E CDKLS5 Deficiency Disorder
0718 | F R EIhAEIEBHERES Hypothalamic dysfunction syndrome 0743 |FOXGLIEIRRE FOXG1 Syndrome
0719 |Miller Diekeri {32 Miller Dieker syndrome 704 e R ELEE @ s |0 Tropeler Protein- Associated
Neurodegeneration (BPAN)
0720 | B E R Neuronal ceroid lipofuscinosis 0745 |B5E LR B EERE r:MmewMWm.mmanwmnmsgs@ Hereditary Spastic
0721 |Alexander B Alexander disease 0746 |odthep ISR M A& B BN ES 1 ISHEE 1R RS wﬁﬂﬁﬂwaama_mx-:;x& Intellectual Disability
0722 |BRSIEIRRF Stiffperson syndrome 0747 |Schaaf-YangfE(ZEF Schaaf-Yang syndrome
e , - EZR s & M3 AR b i i

0723 |BeiaBs s LREER S i Tyrosine hydroxylase deficiency 0748 ‘MWQWWH% YE Rk~ B S M@ £G5B B | TBCD gene associated neurodegenerative

b encephalopath
0724 |Wolfram ECHEREF Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfE{&%+ Basilicata-Akhtar syndrome
0725 |EEMEEE T SME Hereditary spastic Paraplegia (HSP) 0750 |EISiE-FAAMRIZZIE Chorea-acanthocytosis

08 - BERE |
0801 [EEM =L D RIMEKEE (B/85E) Hereditary epidermolysis bullosa (EB) 0809 |EREESHIRIBREN Infantile systemic hyalinosis
0802 |BHAEm S (HREMEER) Ichthyosis, lamellar recessive 0810 |Meleda &% Meleda disease
0803 |SMEEBIZEARRIE Ectodermal Dysplasias 0811 |Darierffs ( EEAILIE ) Darier's disease
0804 |BER Collodion baby 0812 |EXRMEBIEAZIE Dyskeratosis Congenita
0805 |BiEm iR Harlequin ichthyosis 0813 |EEBESLERTIR Diffuse Non-epidermolytic Palmoplantar
Keratoderma type Unna-Thost
KRR ok 1 B B R A 41 RO (= 252 2 [Bullous Congenital Ichthyosiform Erythoderma, P
0806 P LB Epidermolytic Hyperkeratosis 0814 |NethertonfE{x2% Netherton Syndrome
0807 |BRKFAE Incontinentia pigmenti 0815 | XU EABBEZRE Giant Congenital Melanocytic Nevus (GCMN)
0808 |EREEEZBRILAE Oculocutaneous albinism
09 - APA%REE

0901 |BEMARENENFE(LEER) Hereditary cytoplasmic body myopathy 0910 |E=EMAKREE Becker Muscular Dystrophy (BMD)
0902 |BEXNAEME Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonECHE (&R Freemam-Sheldon syndrome
0903 |POEZEAR (AP RENZESR ) Central Core Disease ( Central Core Myopathy ) 0912 |BASBINREE Limb-girdle muscular Dystrophy
0904 |Nemaline#Rik il P9 2 Nemaline Rod Myopathy 0913 |SERMAKENE Congenital Muscular Dystrophy
0905 {Schwartz Jampel ECREEE¥ Schwartz Jampel syndrome 0914 |ZH)hahZ= A% Multiminicore Disease
0906 | AR ELE Myotonic dystrophy 0915 |Emery-Dreifussil K& E Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |ELHBAAERE 0916 |GNEEHAFE GNE Myopathy
0908 | NERE Myotubular myopathy 0917 |SRHEEERIEIRRE Stormorken Syndrome
0909 |E B ML RBIE Facioscapulohumeral muscular dystrophy
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16 - SNELEE

1601 | B A% EIE Apert syndrome 1618 |KabukifE{&2# Kabuki Syndrome
1602 |CrouzonECfE&E% Crouzon Syndrome 1619 |E-#2-15 (&) ER8 Oto-Palato-Digital syndrome
1603 {BR-TFNIE Russell-Silver syndrome 1620 |RobinowEGiEER* Robinow Syndrome
1604 Amwommgm__m de Lange FIEIRR: - AEAEVE Cornelia de Lange syndrome 1621 |PfeifferfCAEIERF Pfeiffer Syndrome
1605 X BEdriE Fragile X syndrome 1622 |#5 (B ) PREBERE Nail-Patella Syndrome
1606 |CHARGEfE(ZRE CHARGE Syndrome 1623 |CFCREIERY Cardiofaciocutaneous Syndrome
1607 |Aarskog-Scott R iEEEE Aarskog-Scott syndrome 1624 |Peters-PlusfEfE8% Peters-Plus Syndrome
1608 |Smith-Lemli-OpitzAEI&E ¥ Smith-Lemli-Opitz syndrome 1625 |NagerfE &R Nager Syndrome
1609 |Bardet-Bied|FCREZERY Bardet-Biedl| syndrome 1626 |Coffin-Siris fEIEEF Coffin-Siris syndrome
— T AR
1610 Wmvam:mmmﬁmww? R-ER R RAER Larsen syndrome 1627 |R45-TEIREIREF White-Sutton Syndrome
1611 |EHWEERE Pierre Robin Syndrome 1628 |Ayme-GrippiEEEF Ayme-Gripp syndrome
1612 |Treacher CollinsECEEIRRE Treacher Collins syndrome 1629 |Coffin-LowryfE{EEf Coffin-Lowry Syndrome

1613 | B8 BARIEEREE Multiple pterygium syndrome 1630 |MyhrefE{EEs Myhre Syndrome
1614 |BrEEE Noonan syndrome 1631 |FH MANVEIREE Sensenbrenner Syndrome
1615 |mHngREEHEammE (NBAME) |Costello Syndrome 1632 |5 - BEHEERR Keppen - Lubinsky syndrome
1616 |Fraser ECSEIRE? Fraser syndrome 1633 |Galloway-Mowat SE1&EF Galloway-Mowat syndrome
1617 |EF iz mimn ) vE Blepharophimosis-Ptosis-Epicanthus Inversus

Syndrome

17 - #EBRER

1701 |Prader-WilliEGAE12E% (/NREEF) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal AE{ZE# Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanfCiElEEE (HREEIB) Angelman syndrome (AS) 1708 |Kleefstra fE1EEF Kleefstra Syndrome

1703 |RIBRERECAE Williams Syndrome 1709 |KK-BEH RREIREF Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'siE{#EE (K EAAE) DiGeorge's Syndrome 1710 |[Phelan-McDermid JE{&E# Phelan-McDermid syndrome
1706 |Rubinstein-TaybiECRE(#RE Rubinstein-Taybi syndrome

18 - Hith 3 s FEARE
1801 |B2E Hutchinson Gilford progeria syndrome 1809 | R B RIS B IE A EIRRE Klippel-Trenaunay syndrome
1802 mo%mv\:mm@rﬁwﬁw AR CEIREF  |Cockayne syndrome 1810 [3EE M H Mt MEIRRIE Hereditary Hemorrhagic Telangiectasia
1803 |88 2 - LBACKCAEIREE Hallermann-Streiff syndrome 1811 |Stargardt's FOYE Stargardt's disease
1804 |% - AT - IBAEIREE Tricho-hepato-enteric syndrome 1812 e RMRmITE Aniridia
1805 |fe R KEEIRRE Congenital Varicella Syndrome 1813 _Ao:_EmmeUmmoM RENE Kohlmeier-Degos Disease
1806 |RAREEE Werner Syndrome 1814 |EBEMEHIRELE Occult Macular Dystrophy (OMD)
1808 |W@fERB AR RMRIEEE Campomelic dysplasia with autosomal sex reversal | 1815 wﬂm_ ECFc R M SBEAE Leber Congenital Amaurosis (LCA)
CREAEANEET DY EREBEE TS ZF $O86TE - BEIESHBEERSBEARRMINLZ T EEILI4E5H)







