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FRERESERBERERBERMAR (2023RB2EHA )

01 - RER/AHEIAHESR
0101 |>ERFREE Phenylketouria(PKU) 0113 |E /X MmAE Isovaleric academia (IVA)
0102 | = Bz EE MYE Homocystinuria 0114 |ARE MAE Propionic acidemia (PA)
0103 |:&E M SR M Hereditary tyrosinemia 0115 |/X _BEIMfE - 55— & Glutaric aciduria type |, 1l
0104 |= PR EE ME Methionine adenosyltransferase deficiency (MET) 0116 (AR AHRE 3-Hydroxy-3-methyl-glutaric acidemia
0105 |48l R fiE Maple syrup urine disease (MSUD) 0117 |=FEECTBEHBAREERRZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FFRR 4 S H iRE MAE Nonketotic hyperglycinemia 0118 |Z#MHRIEEERZAE Multiple carboxylase deficiency
0107 |BeR&zEEfE Cystinosis 0119 | RS MAE Hyperprolinemia
0108 |#ARPRAE- NS EIRIS ER = fE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | HEKRL-REREREEBRZ A Aromatic L-amino acid decarboxylase deficiency
0109 |SmE=mmeE Byperiysinenia 0121 z)gm_ﬁﬁﬂnﬁma%mm&(cm C ﬁzl::éir;];;ni::’fé%tl(ysggl)maIon|c Aciduria and
0110 |#H Pz MAE Histidinemia 0122 |BRAE Alkaptonuria
0111 |FER_BEMYE Methylmalonic acidemia (MMA) 0123 |[RE S ERREERE Primary Hyperoxaluria

02 - REEREABER

0201 |/IAREE [MYE Citrullinemia 0204 | Btk 2 s R MR REIRICHIER |Other Congenital Urea Cycle Disorders
0202 |SRRESFPHEEEBEERZIE Omithine transcarbamylase deficiency 0205 P I LA - A M- AR | Hyperamithinemiia-Hyperammonernia-

i

Homaocitrullinuria Syndrome

0203

CEEFRIR A & Al BB IR = iE

Nitroacetylglutamate synthetase deficiency ( NAG ) | 0206 | T _MEZHTE

Argininosuccinic Aciduria

03 - HfthNHEE

0301 (HEEFETELE (type |~type IV) Glycogen storage disease (type I~type IV) 0323 | =FPEMRKREE Trimethylaminuria

0302 |FZHRIE (type | ~ type VI) Mucopolysaccharidoses(type | ~ type VI) 0324 |EXME=BIEEEEARE Congenital generalized Lipodystrophy

0303 |BEmEE Gaucher's disease 0325 |hiBRS IR = BB RS Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)

0304 |Fabry EGfE ( 75703 ECHE ) Fabry Disease 0326 (AR BEREEERZ E Pyruvate dehydrogenase deficiency

0305 [ESIt=E Niemann-Pick Disease 0327 |RsfRM=TEiE Cerebrotendinous Xanthomatosis

0306 |%EsERsRhBE = EESIRZ iE Short-chain acyl-CoA dehydrogenase deficiency 0328 (RN E FIEBE EEETRE Glut(Glucose Transport) 1 Deficiency Syndrome

0307 (B ERIMRBEREE Adrenoleukodystrophy (ALD) 0329 | aREMRRERBELAR Rhizomelic Chondrodysplasia Punctata (RCDP)

0308 |BerEs EAL1ERRIE Fatty acid oxidation defect 0330 |=Z EEz M Sitosterolemia

0309 |EfRrEES bR Sulfite oxidase deficiency 0331 |SHEHRBER= fE Molybdenum cofactor deficiency

0310 EEMREAMAE, B IRAE Fructose intolerance, hereditary 0332 [{ERERLASESYE Hypophosphatasia

0311 |E=RAHES (R#EE) Fucosidosis 0333 [ZkAAMRRS BB R EAE Globoid Cell Leukodystrophy

0312 (/REFMH A= E Carnitine deficiency syndrome, primary 0334 |EEElzEF Barth Syndrome

0313 [MLDfE1RE% Metachromatic Leukodystrophy ( MLD ) 0335 |Betafit FREE TR fiE Beta-Ketothiolase Deficiency

0314 |HIARASERFE Mitochondrial defect 0336 (B2 B ARGRERE M RE A ES TR = AiE Infantile form Lysosomal Acid Lipase Deficiency

0315 |&REE porphyria 0337 |Z MMM ISR E Multiple Sulfatase Deficiency

0316 |EIHZRECAE Wilson's disease 0338 | EMERZIE Biotinidase Deficiency

0317 |EXRM M ME Congenital hyperlactic acidemia 0339 [BREEE R BARE Leber hereditary optic neuropathy

0318 |[HEMNRERERBED WEMIEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |#EREsRsfL= fiE

Transaldolase deficiency




0319 |*¥FHEMEE Galactosemia 0341 | KESANBE BR = fiE Cerebral Créatine Deficiency
0320 |®AEERE Mucolipidosis 0342 |Wihz R (MEERBL)NBITIEEEBMEMER [ Thiamine Metabolism Dysfunction Syndromes
0321 ((HittRDBE 2B EBER) 0343 |Shwachman-DiamondfE{#2# Shwachman-Diamond Syndrome
0322 |ixKIEETRZ B SR A E IR Carbohydrate-deficiencyglycoprotein syndrome

04 - L\EHIhEER
0401 |53 M fib M S8 EE I IBAE Primary Pulmonary hemosiderosis 0406 [Holt-Oram (RS Holt-Oram Syndrome
0402 (3B B I EN RS 2 :_?;gii:;;:?ﬁ;:;b‘leHF;Diu;TonaryArte”al 0407 %?;E?;%E%%gigggzgijﬁ i Andersen's syndrome
0403 |AlstromEGHE & 8% Alsrtom Syndrome 0408 |E SRR EE Asphyxiating thoracic dystrophy
0404 |51 B BIBRE(L \diopathic Infantile Arterial Calcification 0400 | SR MBI H R R IREE congenital Central Hypoventilation

Syndrome(CCHS)

0405 |FTAk@iat1L Cystic fibrosis

05 - H{E&4RA
0501 |EfTHREMNT AN HERE Progressive intrahepatic cholestasis(PFIC) 0503 gf'&gjaﬁﬁﬁiﬁémﬁaiﬂgiéﬁﬂ%ﬁm S Inte.rstitial Cell of Cajal Hyperplasis with

BTREES Neuronal Intestinal Dyspl

0502 | R MRS AIEH Inbon errors of bile acid synthesis 0504 |MJHSGRAEIREE Alagille Syndrome

06 ~ MR R 4K HA
0601 |EHEBRERE X-linked nephrogenicdiabetes insipidus 0605 |BREEMHEEZRUEEER Autosomal recessive polycystic kidney disease
0602 | HEEE R S X-linked hypophosphatemic rickets 0606 |BartterfCiEIREE Bartter's syndrome
0603 [LoweFGCHE(ZRE Lowe sydrome 0607 |GitelmanECHE=R¥ Gitelman syndrome
0604 |t 1E N $E Hypokalemia, familial 0608 |E21AECHEIZEE Alport Syndrome

07 - BaBRsy 1 i

0701 |EEXIKMEER Moya moya disease 0725 |EEMEES TS M= Hereditary spastic Paraplegia(HSP)
0702 |BAEAS B A EE Agenesis of corpus callosum 0726 J;u@t;ertEEﬁﬂ%ﬂi(%ﬁ%ﬁ/]\ﬂé%l%{lﬁf% Joubert syndrome
0703 | &/ ISR BN E IR A PE R Spinocerebellar ataxia(SCA) 0727 ;e;g%itjr—gl;/lerzbacher&ﬁ(’tg't&ﬁﬂz Pelizaeus-Merzbacher Disease
0704 |F T IR CHEEE Huntington disease(X#&Huntington's chorea) 0728 |t 388 CORE (55 BT BE 4 A A ZE 4R E) Kennedy Disease
0705 |#EEnERE{BAE Tuberous sclerosis(TSC) 0729 | RGN 2 82 Mt iR & Familial Amyloidotic Polyneuropathy(FAP)
0706 |5 BRI/ RIBEE B gAp‘je'Z‘tﬂfnf%‘iesrgfje('r\jfmeo‘gg’)“ye"“S Opiic 0730 |sReEmmms R s > iR L B ;1’::’;2:;‘::2222;?@%'“6d
0707 |ZellwegerECREIRRE Zellweger syndrome 0731 |MoebiusEIERE Moebius Syndrome
0708 |EHFERIE Rett syndrome 0732 [McLeodfEf& 2% McLeod Syndrome
0709 | &M A ZEHRE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfiE {8 Aicardi-Goutieres Syndrome
0710 |[MenkesECRE(EEE Menkes disease 0734 | B8R ETEIRES Proteus Syndrome
0711 (MZEMEHERAIREEREGHRA) Amyotrophic lateral sclerosis (ALS) 0735 [MECP2 #r& RE(ERY Methy! CpG binding protein 2 Duplication Syndrom
0712 |E)-5H)-4t B ECHE( Charcot-Marie-Tooth Disease(CMT) 0736 |BSBh/\ABAEEEF Cerebro-Costo-Mandibular Syndrome
0713 |GM1/GM2 4 En e Ae A TE i GM1/GM2 gangliosidosis 0737 |Dravet fE{Z 8% Dravet Syndrome
0714 [Lesch-NyhanEGiEl&## Lesch-Nyhan syndrome 0738 (R &EHRE Vanishing White Matter Disease
0715 |FHBERBHMMERRAEIZRE Ataxia telangiectasia 0739 |EBEREMN A E R EE Hypomyelinating Leukodystrophy(HLD)




Phospholipase A2-associated

0716 [EEBEZRZE Sialidosis 0740 |BilEERE RS A2RA N 2 WISIRIE R ;
neurodegeneration(PLAN)

0717 (e RMBAGURIES H 85T Congenital insensitivity to pain with anhidrosis(CIPA) | 0741 | 4% -2 S 8RR Pitt-Hopkins Syndrome

0718 [N R EINACPERERE (R 2% Hypothalamic dysfunction syndrome 0742 |CDKLSHRZ fiE CDKLS5 Deficiency Disorder

0719 [Miller DiekerfE{&5f Miller Dieker syndrome 0743 |FOXGLAEIEES FOXG1 Syndrome

0720 |t R AR 1B B R TEE Neuronal ceroid lipofuscinosis 0744 |BetalBhiEdhE BRANE 2 B ELBR(EER Beta-Fropeller Protein- Assodiated

Neurodegeneration

Infantile-Onset Ascending Hereditary Spastic

0721 |AlexanderEGcf® Alexander disease 0745 (27 HTHIBE U RE MRS ;
Paralysis( IAHSP )

0722 | @R Stiffperson syndrome 0746 |t iB B M & BB E SR R g‘;‘:}gﬁﬁ:'assem‘a"'“”"ed intellectusal Disabifity
0723 |B&RREL R LEBEA=Z fiE Tyrosine hydroxylase deficiency 0747 |Schaaf-YangfiE{#E# Schaaf-Yang syndrome
0724 |WolframECfEEE# Wolfram syndrome - DIDMOAD

08 - HIEfRE
0801 [E{EMRE DM KBE Hereditary epidermolysis bullosa(EB) 0809 (BREA T E M IFIBIFE! Infantile systemic hyalinosis
0802 |EiRE S (B s EiEEE) Ichthyosis, lamellar recessive 0810 |Meleda &% Meleda disease
0803 |SNE[BIEAERBEYE Ectodermal Dysplasias 0811 |DarierSix ( EERAILE ) Darier's disease
0804 (BiE5 Collodion baby 0812 [ERMEABIEARE Dyskeratosis Congenita
0805 |Bie s Harlequin ichthyosis 0813 | EBEAILERTR Uivtuss Ner-spiaermalytic Palmaplaritar

Keratoderma type Unna-Thost
KBBFERERBBRARAEGREZM® |Bullous Congenital Ichthyosiform E derma, o

0806 ég%;&;jﬁ) WAL s EpidermoIyt?ceHyperkera}’;gzis bythe . 0814 |NethertonfEf&S¥ Netherton Syndrome
0807 |BZ&KRIE Incontinentia pigmenti 0815 [FERMEAREBEER Giant Congenital Melanocytic Nevus(GCMN)
0808 |ARF5 28 B1EIE Oculocutaneous albinism

09 - ALAsmE
0901 |EEMAMREANENRE(AEEE) Hereditary cytoplasmic body myopathy 0910 (BB AREE Becker Muscular Dystrophy(BMD)
0902 (EERENANEMEE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonECfE &A% Freemam-Sheldon syndrome
0903 (AP RENZETR Central core myopathy 0912 (RFEEUARETE Limb-girdle muscular Dystrophy
0904 [Nemaline#RARANAMRE Nemaline Rod Myopathy 0913 [SERMMKERE Congenital Muscular Dystrophy
0905 |Schwartz Jampel ECAE{% &% Schwartz Jampel syndrome 0914 |ZHhehzE AR Multiminicore Disease
0906 (AP EE Myotonic dystrophy 0915 |Emery-Dreifussill sk & fie Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 |Eth BN AEME 0916 |GNE&ImALHE GNE Myopathy
0908 (A& Myotubular myopathy 0917 |SEHEEIREIRR Stormorken Syndrome
0909 |E/E BB KELE Facioscapulohumeral muscular dystrophy

10 - BHERE
1001 |EEBAREECGHIEELE) Osteogenesis imperfecta(Ol) 1009 |HFEHREE Split-hand/ Split-foot malformation ( SHFM )
1002 | BB EHBAZRE(CINNAR) Achondroplasia 1010 ((RE#ZBERBEAE Pseudoachondroplastic dysplasia
1003 |BEALE (KEAES Osteopetrosis 1011 [Conradi-HunermannEGHiE(#EF Conradi-Hunermann syndrome
1004 TSR Fibrodysplasia Ossificans Progressiva(FOP) 1012 |ZRUERBEBADIE Multiple Epiphyseal Dysplasia
1005 |[REMEREE K Primary Paget disease 1013 | REBEBAEIE Hypochondroplasia
1006 |HEEEREER Cleidocranial dysplasia(CCD) 1014 | RSt RE Klippel-Feil Syndrome




McCune Albright ECRERBF (M4 M S5k

1007 =) McCune Albright syndrome 1015 |BEHEREE AR Craniometaphyseal Dysplasia
1008 [BREEER Spondyloepiphyseal Dysplasia(SED)

11 - EHEERE
1101 |FBALECHE (34 AGE) Marfan syndrome 1103 |SERE&#p A2 % 550 E (55 K fiE) Ehlers Danlos syndrome IV
1102 (BB RIS ERIEIREH(EEIRIR) Waardenburg syndrome 1104 |EEGEERE Beals Syndrome

12 - EEMINBERE

1202 |Ea&EEEAEM Thalassemia major 1206 |PaEs 1472 E M AT R R AE Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |M/MREEDE Thrombasthenia 1207 |FeRMAEA MKEERRESE N Diamond Blackfan Anemia(DBA)
1204 (FEREFERECRTIE Homozygous proetin C deficiency 1208 |FEEaZY 4 fR A MAE 1R Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |ol-iREEBSTRZ fE al- Antitrypsin deficiency 1209 |EBESHRZE Protein S Deficiency
13 - REER

1301 (MEEEEREIRE S ME Bruton's agammaglobulinemia 1306 |#EEER I 8EAZ fiE Complement Component 8 deficiency
1302 |[RE 12 MR EFRESS Chronic primary granulomatous disease 1307 (IPEXTE(EE IPEX Syndrome
1303 [ERMESRBEIREQEREIRE Congenital Hyper IgE syndrome 1308 |B R EREBMIEIZE Hyper-IlgM Syndrome
1304 Wiskott-Aldrich EGHE{EE# Wiskott-Aldrich Syndrome 1309 |y TEZRZBLHRE Interferon y receptor 1 deficiency
1305 |BREBEGERBHRZIE Severe combined immunodeficiency 1310 |EEEmE S KE Hereditary Angioedema(HAE)

14 - A WEETR
1401 |5ER B LIRBEB A= (FEIBAE) Congenital adrenal hypoplasia 1408 FLESEER - ML - E32R5 -8 \WAGR Syndrome(Wilms'  tumor-Aniridia-

BEFSBRAE IR B (WAGRAEIERY)

Genitourinary Anomalies-mental Retardation)

1402

R R AR BR IS BEE

Pseudohypoparathyroidism

1409

B EIREERRY

ACTH resistance

1403

B & F XKk S EE R MAE

Homozygous familial hypercholesterolemia

1410

F-RIEENEERDIRREMEE

25-Hydroxyvitamin D1-Alpha-Hydroxylase
Deficiency

1404

IR S SR MAE

Familial hyperchylomicronemia

1411

KallmannECiE{E R

Kallmann syndrome

1405 [BImAEAE (ARRSE) Acromegaly 1412 [PKA MR HERSS Permanent Neonatal Diabetes Mellitus
1406 |LaronECR{EAEIRERE Laron syndrome (Laron dwarfism) 1413 [Mirage fE1&ER# Mirage Syndrome
1407 |Kenny-CaffeyECiEl&Ef Kenny-Caffey syndrome

15 - RIERAEER

1501 | A8 H At AE (R RE S8 — &Y Neurofibromatosis Type || 1505 [Beckwith WiedemannEGHiEI# 8 Beckwith Wiedemann syndrome

1503 |RAAES A fa = Retinoblastoma 1506 [#EMEF S RIEEE Lymphangioleiomyomatosis(LAM)

1504 |+ AR sE Neuroblastoma 1507 |i&H{B-WEREIRERE Von Hippel-Lindau Disease (VHL)
16 - SMEERE

1601 |BMASECAE Apert syndrome 1617 |FER MG MR O 3R/ NE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome

1602 |CrouzonECHE1ERE Crouzon Syndrome 1618 |RIF(LAEIRRE Kabuki make-up syndrome

1603 |ZE&-AFHCIE Russell-Silver syndrome 1619 |E-#5-15 (Bt ) fE1ER¥ Oto-Palato-Digital syndrome

1604 [Cornelia de LangeCiEEEf Cornelia de Lange syndrome 1620 [RobinowECHE{&2# Robinow Syndrome

1605 |X RE¥friE Fragile X syndrome 1621 |PfeifferBGiEIRRE Pfeiffer Syndrome

1606 [CHARGEfE{ZE# CHARGE Syndrome 1622 |15 ( BL ) PERSAEIRRE Nail-Patella Syndrome

1607 |Aarskog-ScottfCiE(ERF Aarskog-Scott syndrome 1623 |CFCHE{®E% Cardiofaciocutaneous Syndrome




Smith-Lemli-Opitz syndrome

1608 |Smith-Lemli-OpitziE{ZE$ 1624 |Peter-PlusfiE{EE Peter-Plus Syndrome
1609 |Bardet-Bied|ECHEREE Bardet-Bied| syndrome 1625 [Nagerfie{&s# Nager Syndrome
1610 ;%rsenEﬁ{lﬁgﬂ%‘%_%%ﬁﬂﬂmﬁﬂ% Larsen syndrome 1626 |Coffin-Siris fE{&EE Coffin-Siris syndrome
1611 | R CAE Pierre Robin Syndrome 1627 |IRs-EIRE (Y White-Sutton Syndrome
1612 [Treacher CollinsECfE{#EF Treacher Collins syndrome 1628 |Ayme-GrippfE{&2E Ayme-Gripp syndrome
1613 |8 RIRTEAE(REE Multiple pterygium syndrome 1629 |Coffin-LowryfE{#2E Coffin-Lowry Syndrome
1614 |SBEEKE Noonan syndrome 1630 [MyhrefiE{&2# Myhre Syndrome
1615 [FRAHZEKENEARMBECNEBALE)  [Costello Syndrome 1631 | B IGMRERR Sensenbrenner Syndrome
1616 |Fraser ECfE{EES Fraser syndrome 1632 |2k - BEHTEEER Keppen - Lubinsky syndrome
17 - EREE
1701 ;g)er—wnhEEE{E&%(/J\H#EE%U i Prader-Willi syndrome(PWS) 1706 |Rubinstein-TaybiCEE R Rubinstein-Taybi syndrome
1702 |AngelmanECAEIEEF (R 450 18) Angelman syndrome(AS) 1707 |Branchio-Oto-Renal fE{&E¥ Branchio-Oto-Renal Syndrome
1703 (&BlERERECHE Williams Syndrome 1708 |Kleefstra fE{&H% Kleefstra Syndrome
1704 |DiGeorge'siE{#E (IX Z58 K IE) DiGeorge's disease
18 - Efth 5 el AR E
1801 |REfE Hutchinson Gilford progeria syndrome 1809 | XM AEIREEZ S LA RE(EES Klippel-Trenaunay syndrome
1802 |Cockayne Ec (1 g/l & FC) E 1% £% Cockayne syndrome 1810 |EE ML M4 MmERRAE Hereditary Hemorrhagic Telangiectasia
1803 |/BEIE-REIRKRECAEIREE Hallermann-Streiff syndrome 1811 |Stargardt's EGiE Stargardt's disease
1804 |52 - BT - I5E(RE Tricho-hepato-enteric syndrome 1812 [SER RIS Aniridia
1805 [Se R4 KIEAEIREE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos & 1iE Kohlmeijer-Degos Disease
1806 (AR ABYEREE Werner Syndrome 1814 (RREMEDIEPREIE Occult Macular Dystrophy(OMD)
1808 |[fRiERBARRMERIEEE Campomelic dysplasia with autosomal sex reversal | 1815 [3E{AKZER M RIE A Leber Congenital Amaurosis( LCA)
FARBABENAE  ERENESERBIAEFERERZERIEEL2801E BB PEEESEAENI VR E(EHAB112E58)
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