FRERBESERBERERREPMAR (2023R22EH )

01 - REM/AREABES
0101 | XEEFRIE Phenylketouria(PKU) 0113 |E/EME Isovaleric academia (IVA)
0102 |=Rtf%Es M Homocystinuria 0114 |AM MfE Propionic acidemia (PA)
0103 [EEUSRFMAIE Hereditary tyrosinemia 0115 [R_EMmfE - —- - —& Glutaric aciduria type |, Il
0104 = PHRpLM I1E Methionine adenosyltransferase deficiency (MET) 0116 |AMEEAEES 3-Hydroxy-3-methyl-glutaric acidemia
0105 |#A#ER T Maple syrup urine disease (MSUD) 0117 |=HEECTEHBARCERBZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FFHEM = REA M1E Nonketotic hyperglycinemia 0118 |ZHMEBICMBZE Multiple carboxylase deficiency
0107 |Bthz R i Cystinosis 0119 |5 Fii b &8 ME Hyperprolinemia
0108 |#HafR fiE- MIMEIRISERZ i Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | S EEL-REMBRERBRZE Aromatic L-amino acid decarboxylase deficiency
0109 |ssEmmme Hyperlysinemia 0121 MW&I%EWﬁM?%%EﬁRS c mwﬁ”ﬂmﬁmhmwﬁﬂmﬁﬂww_ﬂm_o:_n Aciduria and
0110 |#BREEE M1E Histidinemia 0122 |BRE Alkaptonuria
0111 (FPEA_BMTE Methylmalonic acidemia (MMA) 0123 |REM S EMERE Primary Hyperoxaluria
02 - REEERHRR

0201 |/RBZRE M1E Citrullinemia 0204 [EftkHEzEREREBENHNER |Other Congenital Urea Cycle Disorders
0202 |[EREEFEEEBEBRZE Omithine transcarbamylase deficiency 0205 MW%&E@-MMEW-ME%%E% __H__%ma.ﬂ:_%._:mi_m-I<um33303m3_m-

omocitrullinuria Syndrome
0203 |ZERE kL S RIBBER = fiE Nitroacetylglutamate synthetase deficiency ( NAG ) | 0206 [z ] —_BERIRZE Argininosuccinic Aciduria

03 - Hftt MRS

0301 |FFEERETRIE (type |~type IV) Glycogen storage disease (type |~type V) 0323 | =PERRIE Trimethylaminuria
0302 |FZMIE (type | ~ type VI) Mucopolysaccharidoses(type | ~ type VI) 0324 | AU EBEEERARIE Congenital generalized Lipodystrophy
0303 |EERE Gaucher's disease 0325 (P#EMETBRRZE wﬂﬂn._nﬁﬂ%ﬂhmnmww-nomzﬁam Adehydrogenase
0304 |Fabry FGfiE (/ZE#IRECEE ) Fabry Disease 0326 |RETE: B SEIA = T Pyruvate dehydrogenase deficiency
0305 |ESIL=IE Niemann-Pick Disease 0327 |RsRtEE R Cerebrotendinous Xanthomatosis
0306 |}eiBREHLM A MR Z Short-chain acyl-CoA dehydrogenase deficiency 0328 B EFEw S EH SR Glut(Glucose Transport) 1 Deficiency Syndrome
0307 B LREaE XE/E Adrenoleukodystrophy (ALD) 0329 | RRERELR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |fafiRE RICIEARE Fatty acid oxidation defect 0330 |2 EfEME Sitosterolemia
0309 (At HELBERZ Sulfite oxidase deficiency 0331 |SREWEBEA =i Molybdenum cofactor deficiency
0310 |BiEURHEAME, RMRKRE Fructose intolerance, hereditary 0332 |[{ER:AL R ABTE Hypophosphatasia
0311 (EEMAMES (FRE) Fucosidosis 0333 | kAR EREE Globoid Cell Leukodystrophy
0312 || PR ZE Carnitine deficiency syndrome, primary 0334 |BEEES Barth Syndrome
0313 [MLDfE{RE Metachromatic Leukodystrophy ( MLD ) 0335 |Betalii BRABERZ fiF Beta-Ketothiolase Deficiency
0314 [HMARIEENE Mitochondrial defect 0336 (5T AR AMRM M AIEIMIZIE Infantile form Lysosomal Acid Lipase Deficiency
0315 [Z=EE porphyria 0337 |Z &M imihaigit = i Multiple Sulfatase Deficiency
0316 |EEREIE Wilson's disease 0338 |EMEMIRZAE Biotinidase Deficiency
0317 [EX ST BEIE Congenital hyperlactic acidemia 0339 |BioRBELRERERE Leber hereditary optic neuropathy
0318 |BEENREBETRE S MEMMEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |BEERIAZ i Transaldolase deficiency




0319 |[FFLFEME Galactosemia 0341 [AKREALEEERZ IF Cerebral Creatine Deficiency
0320 |EREETE Mucolipidosis 0342 |Hil R (M ERBLUH IEERHIERS |Thiamine Metabolism Dysfunction Syndromes
0321 |(BfhAR S EZHH RS ER) 0343 |Shwachman-Diamond#E{# 2 Shwachman-Diamond Syndrome
0322 [BK{EEHMZMEQE RS Carbohydrate-deficiencyglycoprotein syndrome
04 - W\Em TR
0401 |5 S 1% i i 8 B U IE Primary Pulmonary hemosiderosis 0406 |Holt-Oram e 82 Holt-Oram Syndrome
; - Idiopathic or Heritable Ppulmonary Arterial ndersen [EiE Py ik A
0402 |45 514 5038 BV I 81 Al 5 /2 h«uw amsm".w: :mv A ,mIvﬂIv A 0407 Wﬁﬁ%wﬂﬂwwwﬁmmmwmwﬁ " Andersen’s syndrome
0403 |Alstrom EGfEE RS Alsrtom Syndrome 0408 |ZE 2 ML RE Asphyxiating thoracic dystrophy
0404 [#55:44 88 5 SRR L Idiopathic Infantile Arterial Calcification 0409 [fE Rt DBIRER R IERE Congerifal Cantrat Hypavenblation
Syndrome(CCHS)
0405 (WikdieEE Cystic fibrosis
05 ~ HiE& & %HA
0501 |ETHEREMFARTHRRE Progressive intrahepatic cholestasis(PFIC) 0503 w.mw,_wn&.m._:m..w FIRAMEAES SN [Congenital _Bm.ﬂmazm_ Eallof Cajal by perplasts it
BrRERE Neuronal Intestinal Dyspl
0502 | R MIBE S RIS Inbon errors of bile acid synthesis 0504 | Mol 25 BrAEfR 8% Alagille Syndrome
06 - Wk #HKA
0601 | = HEERESE X-linked nephrogenicdiabetes insipidus 0605 |EREEHEESRUBER Autosomal recessive polycystic kidney disease
0602 |14 thil FERE 0l RS BR A (R E X-linked hypophosphatemic rickets 0606 |Bartter Gk & EF Bartter's syndrome
0603 [LoweECHiEfREs Lowe sydrome 0607 |GitelmanE{E iz f Gitelman syndrome
0604 |ZF EEEMmBE Hypokalemia, familial 0608 |Z3{BECHERE¥ Alport Syndrome
07 - Fesbsr 8w
0701 (EERBEMEER Moya moya disease 0725 | BEHEEM T BRME Hereditary spastic Paraplegia(HSP)
0702 |AHAERSBREF2E Agenesis of corpus callosum 0726 %%w:ﬁﬁﬁﬁﬁﬂﬁ;ﬁmﬁ_%mm Joubert syndrome
0703 |88/ BB L4 B e r 08 Spinocerebellar ataxia(SCA) 0727 mmmwmmww\_mnwm%amm%ﬁmm Pelizaeus-Merzbacher Disease
0704 (T WEEHEISE Huntington disease(X #Huntington's chorea) 0728 |H BB EEF BTERENAZE R Kennedy Disease
0705 |&EanEi@{bE Tuberous sclerosis(TSC) 0729 |EEMRHESREDERE Familial Amyloidotic Polyneuropathy(FAP)
S S TR ultiple sclerosis(MS)/Neuromyelitis Opti S - Pantothen inase Associated
0706 |2 BB /S RBEER ma oo Q%mwﬁ_\_ e 0730 | ZHBABME R b [P Qmowwmwmo%x»zv
0707 |Zellweger G fE 7 £ Zellweger syndrome 0731 |MoebiusiiE {75 Moebius Syndrome
0708 | &R EiE Rett syndrome 0732 |McleodE &S McLeod Syndrome
0709 |# B4 AZERE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfE & &£ Aicardi-Goutieres Syndrome
0710 |MenkesEGIEIRE Menkes disease 0734 | &R RATERE Proteus Syndrome
0711 |l ERERERLEGUEA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 RS iR B Methyl CpG binding protein 2 Duplication Syndrom
0712 |E1I-5B5F-Ht B EosiE( Charcot-Marie-Tooth Disease(CMT) 0736 |Bsfh/\aBfEIREs Cerebro-Costo-Mandibular Syndrome
0713 [GM1/GM23 8 81 E 5 TR 1E GM1/GM2 gangliosidosis 0737 |Dravet fEf& 8% Dravet Syndrome
0714 |Lesch-Nyhan[GiE 18 Lesch-Nyhan syndrome 0738 [ EHEE Vanishing White Matter Disease
0715 |HtiEL B0 M BRI R e Ataxia telangiectasia 0739 |[{EmESERE S BE A BE Hypomyelinating Leukodystrophy(HLD)




0716 [AMBERSE Sialidosis 0740 |BAE B AR ARRRA IR 2 REAIR L s || OoPrOlpase A2-associated
neurodegeneration(PLAN)
0717 |ZXERAREE S HRTE Congenital insensitivity to pain with anhidrosis(CIPA) | 0741 |E45-BE & HiiEESE Pitt-Hopkins Syndrome
0718 | MR INREPRMIE R 8 Hypothalamic dysfunction syndrome 0742 |CDKLSERZE CDKL5 Deficiency Disorder
0719 |Miller DiekerfE{® &% Miller Dieker syndrome 0743 |FOXGLEEE? FOXG1 Syndrome
0720 | REERERRE Neuronal ceroid lipofuscinosis 0744 |BetatR i EEMBZ WBRLAR | oo oPo ol Protein- Associated
eurodegeneration
0721 |Alexanderfss Alexander disease 0745 |52 LT ER i infantle-Onset Ascending Hereditary Spastic
aralysis( IAHSP )
0722 |mmr Stiffperson syndrome 0746 |othchsts 8 2 1S8R 1 B WE 4R 28 w_\wmﬂ.uﬂw_mmma_mx-:%a imelietoal Disalliny
0723 |BaRMR{ERBERZ fiE Tyrosine hydroxylase deficiency 0747 |Schaaf-YangfE(Z & Schaaf-Yang syndrome
0724 |Wolfram (CHERS Wolfram syndrome - DIDMOAD
08 - KEmE
0801 |3 (@5 E oy B4 7K BRIE Hereditary epidermolysis bullosa(EB) 0809 (RREEESHEIEHREMY Infantile systemic hyalinosis
0802 |EBitAEE(SHEMHESR) Ichthyosis, lamellar recessive 0810 |Meleda B%& Meleda disease
0803 |SFEBIBEARE Ectodermal Dysplasias 0811 [DarierfXiE ( ERAILAE ) Darier's disease
0804 [R5 Collodion baby 0812 |EAMEAIEARE Dyskeratosis Congenita
0805 |Bie M Harlequin ichthyosis 0813 |E@AE AILER DR Dittuse Hon-epidermolytic Palmoplantar
Keratoderma type Unna-Thost
AR 41 g (Bul ngenital Ichthyosiform m
0806 %MWMMMW BB RAEERERR mm__aw..”w:w_v ﬁmnm_.__mwmqn_n%mﬁm”m”o Erythoderma, 0814 |NethertonfE{&Ef Netherton Syndrome
0807 |B&FRKBIE Incontinentia pigmenti 0815 | EAMEABERBER Giant Congenital Melanocytic Nevus(GCMN)
0808 |HR 52 8 B {LIE Oculocutaneous albinism
09 - APyfmee
0901 | EEMAREARIAE(EENR) Hereditary cytoplasmic body myopathy 0910 | B AKX &IE Becker Muscular Dystrophy(BMD)
0902 |ZEBENRELRIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonEGiEl# 5 Freemam-Sheldon syndrome
0903 [AlhRemZER Central core myopathy 0912 | RIS RIA KRB Limb-girdle muscular Dystrophy
0904 |Nemalinef@ ik AL A Nemaline Rod Myopathy 0913 | XML ARIE Congenital Muscular Dystrophy
0905 |Schwartz Jampel i {7 8 Schwartz Jampel syndrome 0914 |ZHUEhZ=h s Multiminicore Disease
0906 |HP9R B fE Myotonic dystrophy 0915 |Emery-Dreifussil % &1 Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 |EtENAERE 0916 |GNEEHALFE GNE Myopathy
0908 |Al)EmE Myotubular myopathy 0917 | EEERAEIRET Stormorken Syndrome
0909 |5 AP AL AL = B AE Facioscapulohumeral muscular dystrophy
10 - BEWE
1001 |REA S EGHIBERE) Osteogenesis imperfecta(Ol) 1009 |HFHESE Split-hand/ Split-foot malformation ( SHFM )
1002 |BEBEAZEVIVIAR) Achondroplasia 1010 |BHE#ERE LS Pseudoachondroplastic dysplasia
1003 |BEALE (KELEE) Osteopetrosis 1011 |Conradi-HunermannECfiE {& 8% Conradi-Hunermann syndrome
1004 |EITHB{EMER R Fibrodysplasia Ossificans Progressiva(FOP) 1012 |ZRMBHREEFEE Multiple Epiphyseal Dysplasia
1005 [RBMBEUS R Primary Paget disease 1013 [REBRE A EE Hypochondroplasia
1006 |HEEBERERE Cleidocranial dysplasia(CCD) 1014 AT RS Klippel-Feil Syndrome




1007 _W_nmmvc:m AlDHgIESTER (RIS TR X McCune Albright syndrome 1015 |EE#HHEEEE AR Craniometaphyseal Dysplasia
1008 |BRBEER Spondyloepiphyseal Dysplasia(SED)
11 - EREEmRE
1101 |BALETE (W5 A%E) Marfan syndrome 1103 [ R GHABES EINE(FRHEE) Ehlers Danlos syndrome IV
1102 |2 A8 REREF (BERER) Waardenburg syndrome 1104 |EE KRS Beals Syndrome
. 12 - EMMAERE
1202 |[ERGESEMED Thalassemia major 1206 |PEE M AR MAL R RF Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |/ vl 714E Thrombasthenia 1207 |FeRMAEAL MIKREEERME D Diamond Blackfan Anemia(DBA)
1204 |BEESFEAECRZE Homozygous proetin C deficiency 1208 [FREARMMRF A MIEIREF Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |cl-AREOMRZ T al- Antitrypsin deficiency 1209 |E0ESHZfF Protein S Deficiency
13- R BER
1301 |HhEEEEREREAME Bruton's agammaglobulinemia 1306 |#HE2 A 1H8IAZTE Complement Component 8 deficiency
1302 |[RE B pPISFESR Chronic primary granulomatous disease 1307 |IPEXE &8 IPEX Syndrome
1303 |RAM B REKEREFE R Congenital Hyper IgE syndrome 1308 |E R mIkE S MIEEE Hyper-IgM Syndrome
1304 |Wiskott-AldrichFEfE 2% Wiskott-Aldrich Syndrome 1309 |y TERZE1RE Interferon y receptor 1 deficiency
1305 |RERS AR RHBZIE Severe combined immunodeficiency 1310 |G M E M KAE Hereditary Angioedema(HAE)
14 - AZWER
. . , - MEER - & |WAGR Syndrome(Wilms’ r-Aniridia-
1401 |6 KB LIRREFR(HEER)  |Congenital adrenal hypoplasia 1408 Mmmmmw Eﬁ%w Amm.ﬂwmﬂ - ongstm% eims Ao mw”mﬂ“maa
1402 |1 E PR RIS BEE Pseudohypoparathyroidism 1409 (= CEREZREERM ACTH resistance
1403 |B& ¥ it = iR E R miE Homozygous familial hypercholesterolemia 1410 |F—RBEEEHEEDKERGEE NUWWMWMHMWESB_: D1-Alpha-Hydroxylase
1404 | SKHERE & LA R 0 E Familial hyperchylomicronemia 1411 |KallmannXfE&E Kallmann syndrome
1405 | el BEAHE (KARIE) Acromegaly 1412 | KA MH R RE Permanent Neonatal Diabetes Mellitus
1406 |LaronEC{k BERE Laron syndrome (Laron dwarfism) 1413 |Mirage fEfERE Mirage Syndrome
1407 |Kenny-CaffeyCiEEET Kenny-Caffey syndrome
15 FIER AR
1501 | et R s — AL Neurofibromatosis Type |l 1505 |Beckwith Wiedemann EGHiE % 8% Beckwith Wiedemann syndrome
1503 |#REEE M= Retinoblastoma 1506 [MHEMEF B AEERE Lymphangioleiomyomatosis(LAM)
1504 |#pEEdieE Neuroblastoma 1507 |i@FB-MEiEEE Von Hippel-Lindau Disease (VHL)
16 - SMREE
1601 |BBISEIE Apert syndrome 1617 R M it s O 8/ VE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1602 |CrouzonfEfEEEF Crouzon Syndrome 1618 | AEIR BT Kabuki make-up syndrome
1603 |ER-FHEE Russell-Silver syndrome 1619 |E-f5-15 ( il ) fEfRE¥ Oto-Palato-Digital syndrome
1604 |Cornelia de LangeECTEIZEE Cornelia de Lange syndrome 1620 |RobinowEGHiE &8 Robinow Syndrome
1605 |X Re#riE Fragile X syndrome 1621 |PfeifferCiEIE## Pfeiffer Syndrome
1606 |CHARGEfEE B CHARGE Syndrome 1622 |15 (Bt ) BREBIEREH Nail-Patella Syndrome
1607 |Aarskog-Scott iR R Aarskog-Scott syndrome 1623 |CFCEE(ERF Cardiofaciocutaneous Syndrome




1608 |Smith-Lemli-OpitziE{&E# Smith-Lemli-Opitz syndrome 1624 |Peter-PlusfEREF Peter-Plus Syndrome
1609 |Bardet-Bied| FCHE % B Bardet-Bied| syndrome 1625 |NagerfEf&#¥ Nager Syndrome
1610 Mﬁm:ﬁ%ﬁwﬁ%ﬁ-*%ﬁ%ﬁﬂﬁ Larsen syndrome 1626 |Coffin-Siris fEMEEE Coffin-Siris syndrome
1611 | EERKE Pierre Robin Syndrome 1627 | -TERIE R ET White-Sutton Syndrome
1612 |Treacher CollinsECHE ¥ Treacher Collins syndrome 1628 [Ayme-GrippiEi&EEE Ayme-Gripp syndrome
1613 |Z 8 BARIREIRE Multiple pterygium syndrome 1629 |Coffin-LowryfE{EE Coffin-Lowry Syndrome
1614 | BEKE Noonan syndrome 1630 |MyhrefE{#E} Myhre Syndrome
1615 |HRSREMERREEVNERAME)  |Costello Syndrome 1631 | A MmiRANE RS Sensenbrenner Syndrome
1616 |Fraser [CHE23: Fraser syndrome 1632 |7 h - BEWEEEH Keppen - Lubinsky syndrome
17 - EREE%
1701 Mmumw-é____mmmﬁﬁeﬁm@ . | orader-Willi syndrome(PWS) 1706 |Rubinstein-TaybiFof {2 Rubinstein-Taybi syndrome
1702 |AngelmanCiE(EH (TR &I {E) Angelman syndrome(AS) 1707 |Branchio-Oto-Renal fEE#F Branchio-Oto-Renal Syndrome
1703 |/l BRERECE Williams Syndrome 1708 |Kleefstra fii #& &% Kleefstra Syndrome
1704 |DiGeorge'sfi & B (X B8 (0IE) DiGeorge's disease
18 - Hitt 3B AFAREA
1801 (R EfE Hutchinson Gilford progeria syndrome 1809 |FEX 1A AR e 112 5 AR AIE (R 3 Klippel-Trenaunay syndrome
1802 |Cockayne B (12l 5]l B EC)fiE & B¥ Cockayne syndrome 1810 |EE M H M MERELE Hereditary Hemorrhagic Telangiectasia
1803 |B¥I2-LEmRE A LERS Hallermann-Streiff syndrome 1811 [Stargardt's EGfE Stargardt’s disease
1804 |% - BT - [R/EESE Tricho-hepato-enteric syndrome 1812 [fCRMEEIEE Aniridia
1805 | REKEIEIREF Congenital Varicella Syndrome 1813 |Kohlmeier-Degos &R &1t Kohlmeier-Degos Disease
1806 |RABIEESE Werner Syndrome 1814 |lBEMEHAIAEE Occult Macular Dystrophy(OMD)
1808 |feisBE A E R RIERE Campomelic dysplasia with autosomal sex reversal | 1815 |F{EERAXR I BREE Leber Congenital Amaurosis( LCA)
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