FRERBEEERBFRERREARMR (20258825 )

01 - BRER/BAREABRE

0101 |=EmRIE Phenylketouria{PK} 0113 (S8 MiE Isovaleric academia (IVA)
0102 | B Je Bt i AE Homocystinuria 0114 |ARMmE Propionic acidemia (PA)
0103 BT EERRES M0 Hereditary tyrosinemia CLl15 |IKZH#sRE - &— - 8 Glutaric aciduria type 1, Il

< - El —Es Ay Tl el
0104 | & PHRE MmE Methionine adenosyltransferase deficiency (MET) 0116 ;g% -FRM_BME ( RREIH 3-Hydroxy-3-methyl-glutaric acidemia
0105 | 4R fREE Maple syrup urine disease (MSUD) 0117 |=ERESHWBARCERBT R 3-Methylerotony-CoA carboxylase deficiency
0106 |FEER & B FzE M AE Nonketatic hyperglycinemia 0118 |ZRMUR(CBHRZTIE Multiple carboxylase deficiency
0107 |EEiRBEMAE Cystinosis 0119 | i E Hyperprolinemia
0108 |FHhlbRiE - MEEMISEZ i Phenylketonuria-Tetrahydrobiopterin deficiency 0120 |H&ERL-BREEITIR L BRI T i Aromatic L-amino acid decarboxylase deficiency

, . . FEAEMEHEMEEMECH]L C [Cobalamin C Defect (Methylmalonic Aciduria and
0110 | & BERR B N AE Hyperlysinemia 0121 2 Hornocystinuria, Cb1C ype )
0111 [#AFERE MG Histidinemia 0122 |RBFREE Alkaptonuria
0112 |PERN M MAE Methylmalonic acidemia (MMA) 0123 |[me Mt B M R AE Primary Hyperoxaluria
02 - KRBRHARE

0201 |/ ARE: A Citrullinemia 0204 | Eith R 7 SRR RIGRABIG |Other Congenital Urea Cycle Disorders

= fiE-fE fE- 2y ithi ia- [
0202 IR EFEREOPEBRTE Omithine transcarbamylase deficiency 0205 H SR IE- 5 8 T - B A B L Hypero-rnlth_lner_nla Hyperammonemia

fE 8 Homocitrullinuria Syndrome
0203 (BRI S AT E Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |¥ilRT —BBERZE Argininosuccinic Aciduria

03 - HitUHRE
0301 [FTEHENE - 8 ~E0E Glycogen storage disease (type I~type IV) 0323 | =B EPRRAE Trimethylaminuria
0302 | B WE - 5 ~ N8 Mucopolysaccharidoses(type | ~ type V1) 0324 |RXIEZBRUEBARE Congenital generalized Lipodystrophy
0303 |BZEE Gaucher's disease 0325 | PEEHREERERS & Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 |Fabry B ( ETREECHE ) Fabry Disease 0326 |REME BRSSP RZ E Pyruvate dehydrogenase deficiency
0305 Nlimanrl\-PuckEEﬁE - IRRRAR A - Niemann-Pick Disease {NP) 0327 |PEMRRE TR Cerebrotendinous Xanthomatosis
ERITTEE
0306 (R ilfeir M S ERIERZ AE Short-chain acyl-CoA dehydrogenase deficiency 0328 |MEIEREMEIIRERE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B LR R A BT Adrenoleukodystrophy (ALD) 032¢ EEREMRREEEAE Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |FEfrME {CIEREE Fatty acid oxidation defect 0330 |G EREME Sitosterolemia
0309 |=ETREEE R BT Sulfite oxidase deficiency 0331 AR ZAE Molybdenum cofactor deficiency
0310 |HE{0 44 RAEATAE, SRESFRAE Fructose intolerance, hereditary 0332 |1 HiERERssE Hypophosphatasia
0311 | ERMAHER ( BWE) Fucosidosis 0333 IRAMEAE S B AT Globoid Cell Leukodystrophy
0312 | ER M AmRZE Carnitine deficiency syndrome, primary 0334 |BEiEREE Barth Syndrome
0313 |MLDAEMREE Metachromatic Leukodystrophy { MLD ) 0335 |BetafiBREGIRZ £ Beta-Ketothiolase Deficiency
) 2 g A . . AF : — -

0314 [iemEria Mitochondrial defect 0336 g%?@.\:ér&%:auﬁﬁ MIEEZE - BF |(Infantile fgrm Lysosomal Acid Lipase Deficiency

BCHE (Wolman Disease) )
0315 |&EE porphyria 0337 | SRR T Muttiple Suifatase Deficiency




0316 [HEFRCE Wilson's disease 0338 | =T E Biotinidase Deficiency
0317 |[SERESFEME Congenital hyperiactic acidemia 0339 |BREETERGERY Leber hereditary optic neuropathy (LHON)
0318 |FHEMGREBBTEAESWEME |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |SIEEREREERT fiF Transaldolase deficiency
0319 {H 3 MmAE Galactosemia 0341 | KRS A BEERZ AE Cerebral Creatine Deficiency
0320 {FefEHEsE Mucolipidosis 0342 |FIRE(GEE BN ATIEEEMEMRE |Thiamine Metabolism Dysfunction Syndromes
0321 | Hft R HBm A HBERER 0343 |Shwachman-DiamondfiE{%## Shwachman-Diamond Syndrome
0322 |Bakibans mEares fggghydrate-deﬂcnencyg[ycoprotem syndrome
04 ~ L\BHThBER A
0401 |/F S M MR ATE Primary Pulmonary hemaosiderosis 0406 |Holt-Oram iz EEE Holt-Oram Syndrome
- Ak ST e ” Idiopathic or Heritable Ppulmonary Arterial Andersen ECIEMZSE (0BT Mt BB B .
0402 |53 sl WM IRS R Hypertension (IPAH - HPAH) 0407 | cosm oz o . T ) Andersen's syndrome
0403 |AlstromEHE{=EF Alsrtorm Syndrome 0408 |Z R IERgIE R IREE Asphyxiating thoracic dystrophy
0404 |3$ B R SR RER \diopathic Infantile Arterial Calcification 0409 |fEF HBIEIATT BIEIRE Congenital Central Hypoventilation
Syndrome{CCHS)
0405 BRI Cystic fibrosis
05 -~ B R&KKH
e g e I . . . SFHCajal KB HAMRRESHEEE |Congenital Interstitial Cell of Cajal Hyperplasis with
0501 BETHREEHFARTREE Progressive intrahepatic cheolestasis (PFIC) 0503 ERRE R Neuronal Intestinal Dyspl
0502 e R MHRERE S AP Inben errors of bile acid synthesis 0504 | SEERRY Alagille Syndrome
06 ~ MR FHKH
0601 {EEBbEEERE Nephrogenic Diabetes Insipidus 0605 [HieE Bt BB ER Autosomal recessive polycystic kidney disease
0602 M EHE MR odE X-linked hypophosphatemic rickets 0606 |BartterfCiE{EES Bartter's syndrome
0603 {LoweGHEIERE Lowe sydrome 0507 |GitelmanEiE{RE: Gitelman syndrome
0604 | R EREE Hypokalemia, familial 0608 |RIAKERSE Alport Syndrome
07 - BB mE
y 52 p e ) g
0701 |EEMENEER Moya moya disease 0726 ;cgugb)ertf&%ﬂ%# (iRt EEERE Joubert syndrome
0702 {BHER BB A2E Agenesis of corpus callosum 0727 gjﬁlg%e{tég;ﬁerzbacherﬁﬁﬁ CREEE Pelizaeus-Merzbacher Disease
0703 |¥F /) ESRE SR ERREE Spinocerebellar ataxia(SCA) 0728 | & AR (G T B0 14 L A S i ) Kennedy Disease
0704 | THCIEREE Huntington disease (Huntington's charea) 0729 | KRR BRI S B ERERE Familiat Amyloidotic Polyneuropathy {(FAP)
0705 | e 1L A Tuberous sclerosis (TSC) 0730 |SEEMEIE ZGEbemEE | oo onate Kinase Associated
Neurodegeneration(PKAN)
T S et £ 20 R Multiple sclerosis {MS) /Neuromyelitis Optica . , <
=, 55 P /3 T B \
0706 | ZHHAELRE/IZ AR B Spectrum Disorders (NMOSD) 0731 |MoebiusfElEEs Moebius Syndrome
0707 |ZellwegerECHEEIERS Zellweger syndrome 0732 |McleodfE 1S McLleod Syndrome
0708 | BT Rett syndrome 0733 |Aicardi-GoutieresiE & Aicardi-Goutieres Syndrome
0709 |FHEMEHASERE Spinal muscular atrophy(SMA) 0734 [ERRIERSE Proteus Syndrome
0710 |MenkesECiE (#28% Menkes disease 0735 |MECP2 &R S RE(RRE Methyl CpG binding Protein 2 Duplication Syndrom,

MECP2Z Duplication Syndrome




0711 g B RE LR RA)

Amyotrophic lateral sclerosis (ALS)

0736 |BEn ) aRiE 8%

Cerebro-Coste-Mandibular Syndrome

Q712 VB - BRI - HTERAE

Charcot Marie Tooth Disease, CMT (Hereditary

Motor Sensory Neuropathy)

0737 |Dravet fEIES¥

Dravet Syndrome (DS)

0713 |GM1/GM 2482 EnEr BE R Tl

GM1/GM2 gangliosidosis

0738 |BEREHRAE

Vanishing White Matter Disease

0714 |Lesch-NyhanfEAE4REE

Lesch-Nyhan syndrome

0739 | SRR R B A AE

Hypomyelinating Leukodystrophy (HLD)

0715 |HERBMMERERERS

Ataxia telangiectasia

0740 |WhAETAREMRASA2R B 2 MBI LR

Phospholipase AZ-associated neurodegeneration
(PLAN)

0716 BB ERZ E Sialidosis 0741 |BE4%5-TRH ERTAE(5R A Pitt-Hopkins Syndrome
0717 | RMm TR ESHETE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 COKLS#Z 52 CDKL5 Deficiency Disorder
0718 | PR ETIEEME R IR T Hypothalamic dysfunction syndrome 0743 [FOXG1fE{EE: FOXG1 Syndrome

0719 |Miller Diekerfit {28

Milter Dieker syndrome

0744 |BetatRiEKE SRR ZWER1EER

Beta-Propeller Protein- Associated
Neurodegeneration (BPAN)

0720 |#ETdiPiER B HATE

Neuronal ceroid lipofuscinosis

0745 |BRRA SiTiE B EE IS

Infantile-Onset Ascending Hereditary Spastic
Paralysis (IAHSP)

0721 |AlexanderfE&

Alexander disease

0746 |odtt B HE M & H B NEERERE

Alpha-ThalassemiaX-Linked Intellectual Disability
Syndrome

0722 |ERER

Stiffperson syndrome

0747 |Schaaf-Yang/E&Es

Schaaf-Yang syndrome

0723 |EEMRRE S (CRERRZ

Tyrosine hydroxylase deficiency

0748 s

TBCDERSEMEA 7 B S AR (b

TBCD gene associated neurodegenerative
encephalopath

0724 |WolframECrE{E#¥

Wolfram syndrome - DIDMOAD

0749 |Basilicata-AkhtarfEiR 2%

Basilicata-Akhtar syndrome

0725 |EMMEEE N T SR

Hereditary spastic Paraplegia (HSP)

0750 | B IEfE- AL AR S5 0E

Chorea-acanthocytosis

08 ~ EZERREE

0801 [ (IR 250 B K BRIE (FEUEEE)

Hereditary epidermolysis bullosa (EB)

0809 BRI =B IR

Infantile systemic hyalingsis

0802 | AR BB (B RERREIE A

Ichthyosis, lamellar recessive

0810 [Meleda &7

Meleda disease

0803 [SMEBMEAFRE

Ectodermal Dysplasias

0811 |Darier®im ( SEA{EE)

Darier's disease

0804 |EERRR

Coliodion baby

0812 |ERUEEIERSIE

Dyskeratosis Congenita

0805 {MER B

Harlequin ichthyosis

0813 |REBEALERSR

Diffuse Non-epidermolytic Palmoplantar
Keratoderma type Unna-Thaost

0806 w1 i )

AT SR M A R (R

Bullous Congenital ichthyosiform Erythoderma,

Epidermolytic Hyperkeratosis

0814 |[NethertonfEl&EEE

Netherton Syndrame

0807 |BEKRBE

Incontinentia pigmenti

0815 | RUEABEEERS

Giant Congenital Melanocytic Nevus (GCMN)

0808 |ERENE b

Oculocutaneous albinism

09 - MEY/mE

0901 |iEMMERRERMNEIFMEERE)

Hereditary cytoplasmic body myopathy

0910 | B BALPIRIRIE

Becker Muscular Dystrophy (BMD)

0902 |BREANATGE

Duchenne muscular dystrophy (DMD)

0911 |Freemam-SheldonfSiEiRBE

Freemam-Sheldon syndrome

0903 | HZEAE ( AlPREZERE )

Central Core Disease ( Central Core Myopathy ) 0912 | BIB R EE

Limb-girdle muscular Dystrophy

0904 |Nemalinefg Ak il FmE &

Nemaiine Rod Myopathy

0913 R AR MR REE

Congenital Muscular Dystrophy

0905 |Schwartz Jampel K &2

Schwartz Jampel syndrome

0914 | S =R

Multiminicore Disease

0906 AR EE Myotonic dystrophy 0915 |Emery-Creifussil K E Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 | HARBI P9 EMAE 0916 |GNEERHFEE GNE Myopathy
0908 |Hl/hEmE Myotubular myopathy 0917 |SEFEEARGEIRRE Stormarken Syndrome

0909 |mE e an Bl sk dAE

Facioscapulohumeral muscular dystrophy




10 BERE

1001 (A AR GEREE) Osteogenesis imperfecta (OI) 1008 |HFHZIE Split-hand/ Split-foot malformation (SHFM)
1002 |[BBREARE (IVMAR) Achondroplasia 1010 |BHEBBHEAR Pseudoachondroplastic dysplasia
1003 1B W ELiE (REBEEEH) Ostecpetrosis 1011 {Conradi-Hunermann iE{23F Conradi-Hunermann syndrome
1004 [ETHEBLENR Fibrodysplasia Ossificans Progressiva (FOP) 1012 |SEMRRSE A2 Multiple Epiphyseal Dysplasia
1005 |FREki B n & Primary Paget disease 1013 |RMBEEARE Hypochondroplasia
1006 [#BHESEERE Cleidocranial dysplasia (CCD) 1014 |FERTHERE Klippel-Feil Syndrome
1007 Z%g)unembnght&ﬁﬁ%ﬁ (i EE McCune Albright syndrome 1015 |BmEnBEREELR Craniometaphyseal Dysplasia
1008 |BERERR Spondyloepiphyseal Dysplasia (SED)
11 - SRR E
1101 [ B ALECEE (B8R AE) Marfan syndrome 1103 | REFEEERSME (BRI Ehlers Danlos syndrome IV
1102 |ELE{EE K8 (BIHIE) Waardenburg syndrome 1104 | RELEES Beals Syndrome
12 - BB RE
1202 |EAEEE M Thalassemia major 1207 PEREET MRS Diamond Blackfan Anemia (DBA)
1203 |/ MREEE Thrombasthenia 1208 [FRER M EEE Mk iReT Atypical Hemolytic Uremic Syndrome (aHUS)
1204 [ERESFERECHRZ Homozygous proetin C deficiency 1209 [ERHSRZE Protein S Deficiency
1205 ol -MBRE SEREE ol- Antitrypsin deficiency 1210 | e R MR M vMRIE T SKBE Congenital Thrombotic Thrombocytopenic Purpura
1206 |PES MR E Paroxysmal Nocturmal Hemoglobinuria (PNH)
13 -~ BEER
1301 | RN EREREQNE Bruton's agammaglobulinemia 1306 | DBERZIE Complement Componant 8 deficiency
1302 | s el fE Chronic primary granulomatous disease 1307 |IPEXSEREE [PEX Syndrome
1303 |EAMRREREQLEEE Congenital Hyper IgE syndrome 1308 | B EERE S MRS Hyper-lght Syndrome
1304 |Wiskott-Aldrich oy {888 Wiskott-Aldrich Syndrome 1309 |y TEEZHIRE Interferon y receptor 1 deficiency
1305 |mEESE REAZ A Severe combined immunodeficiency 1310 {4 mEEKE Hereditary Angioedema (HAE)
14 - A HER

o . . ; e - T - MEER - B WAGR Syndrome(Wilms'  tumor-Aniridia-
401 [RRIER ERES A2 Congenital adrenal hypoplasia 1408 gggzgﬁ {WA(JS‘_RB’I‘E{E%ﬁ;gﬁ } Genitour%nary Anngnalies—mentaE Retarc(ii;ion)
1402 HEEISERIRIERETE Pseudohypoparathyroidism 1409 |8 LR RENE ACTH resistance
1403 |E & R B4 &R ER ME Homozygous familial hypercholesterolemia 1410 |S—EEMHE EEDRFE BT éf;};?r:;?;yvmamm D1-Alpha-Hydroxylase
1404 |Z 5 e # B Mg Familial hyperchylomicronemia 1411 [KallmannECiEI2 8% Kallmann syndrome
1405 |REBRAEARE CRBEHE) Acromegaly 1412 KA ERFER Permanent Neonatal Diabetes Mellitus
1406 |Laron B BEREE Laron syndrome (Laron dwarfism) 1413 |MIRAGE fE{=## MIRAGE Syndrome
1407 [Kenny-CaffeyCiEfE8¥ Kenny-Caffey syndrome

15 - FIERMMEER

1501 (M RERiEE TR Neurofibromatosis Type | 1505 |Beckwith Wiedemann G iE R &S Beckwith Wiedemann syndrome
1503 |RA BT Retinoblastoma 1506 [MEMEF R EISERE Lymphangioieiomyomatosis (LAM)
1504 |#iERFRma Neuroblastoma 1507 Von Hippel-LindaulElRs - BHE-# Von Hippel-Lindau Disease {VHL)

W EDE




16 - SMNERE

16501 | BARERE Apert syndrome 1618 |KabukifEi# ¥ Kabuki Syndrome

1602 |CrouzonGiE{#ES Crouzon Syndrome 1619 |E-iE-18 (B ) EEeE Oto-Palato-Digital syndrome
1603 |REE-TEEE Russell-Silver syndrome 1620 |RobinowCiEEEE Robinow Syndrome

1604 ;Zﬁog;neha de LangefUiERa: - LA Cornelia de Lange syndrome 1621 |Pfeiffer CREIRES Pfeiffer Syndrome

1605 |X BIrE Fragile X syndrome 1622 |38 (Bt ) FHBEES Nail-Patella Syndrome

1606 |CHARGESE 1&2¥ CHARGE Syndrome 1623 |CFCHE&E Cardiofaciocutaneous Syndrome
1607 |Aarskog-ScottECAEESF Aarskog-Scott syndrome 1624 |Peters-PlusiE{ZEF Peters-Plus Syndrome

1608

Smith-Lemli-OpitzfE 1R 8

Smith-Lemli-Opitz syndrome

1625

NageriE {8

Nager Syndrome

1609

Bardet-Bied| ECREIREE

Bardet-Bied| syndrome

1626

Coffin-Siris FE1R2¥

Coffin-Siris syndrome

LarsenECiE fRBF(SR - o RIS IR AT EESR

1610 2 Larsen syndrome 1627 | [R5 -TE IR R White-Sutton Syndrome
161l |EHAHEKE Pierre Robin Syndrome 1628 |Ayme-GrippiEiREs Ayme-Gripp syndrome

1612 |Treacher CollinsECiE{REE Treacher Collins syndrome 1629 |Coffin-LowryfExSs Coffin-Lowry Syndrome

1613 | SR KBIERD Multiple pterygium syndrome 1630 |MyhrefElzEf Myhre Syndrome

1614 |SBEKE Noonan syndrome 1631 |FHFFmFnimEiRe Sensenbrenner Syndrome
1615 |mAURBREE & B mMEEE (MBRASKE)  |Costello Syndrome 1632 B R - BRATEERE Keppen - Lubinsky syndrome

1616 |Fraser LAEIREY Fraser syndrome 1633 [Galloway-Mowat fEHER¥ Galloway-Mowat syndrome
1617 |S T i ae O e Blepharophimosis-Ptosis-Epicanthus Inversus
Syndrome
17 - BlERE
1701 |Prader-WilliEGHEIREE (/N BEEF)) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fEIREE Branchio-Oto-Renal Syndrome, BOR Syndrome

1702

Angelman ECEEIR 3% (R4 5cfE)

Angelman syndrome (AS)

1708

Kleefstra GEIEES

Kleefstra Syndrome

1703

i

Williams Syndrome

1709

s A A

Wolf-Hirschhorn Syndrome (WHS)

1704

DiGeorge'sREI&EF (IXFAEAD)

DiGeorge's Syndrome

1716

Phelan~-McDermid fEfRaE

Phelan-McDermid syndrome

1706 |Rubinstein-TaybiECHERRE Rubinstein-Taybi syndrome
18 « At EsF AR E
1801 |22 Hutchinson Gilford progeria syndrome 1809 | RMERB IR B AL A 188 Klippei-Trenaunay syndrome
1802 |CockaynefS i {RE: - WULAKERB |Cockayne syndrome 1810 MBS M M B SR Hereditary Hemorrhagic Telangiectasia
1803 |/3%hE-HEERCERE Hallermann-Streiff syndrome 1811 |Stargardt's i Stargardt's disease
1804 1 - BT - BANEiR®E Tricho-hepato-enteric syndrome 1812 | A IE BT Aniridia
1805 [SERIEKBRERE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos #&1E Kohlmeier-Degos Disease
1806 |REARIBERE Werner Syndrome 1814 (FEREME AR IFIE Occult Macular Dystrophy (OMD)
1808 s E SRR RIS Campomelic dysplasia with autosomal sex reversal | 1815 |3R1BEELFIEBEIE Leber Congenital Amaurosis (LCA)

FARRBREETOE -

ERENZEREREZMEERER 2ERTERISH  EEeaEiSErEFfi R rBylleEsa)
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