xE??ﬁ%%‘“‘ﬁ'HE BERERREPEMAR ( 20262%@%%% )

01 BEB/ERERABRE

0101 iﬁfﬂﬁﬁ . Pheny]ketouria(PKU) 0113 #mﬁﬁﬁ?‘ lsovéléric acaderhia (IIVA). .
0102 | /S AR R (R E Homocystinuria 0114 |INBEMYE Propionic acidemia (PA)
0103 (B4 TSNS RS M4 Hereditary tyrosinemia 0115 /R MefRiE - F— -~ Glutaric aciduria type [, I
- - - ¥ iy f i+
0104 |7 PR iRE IE Methionine adenosyltransferase deficiency (MET) 0116 jr;g% S-FEL_RE (BRERAH 3-Hydroxy-3-methyl-glutaric acidemia
0105 (V8B EREE Maple syrup urine disease (MSUD} 0117 |=FEE S REEMAS L RRZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FFrRitE iRt T Nonketotic hyperglycinemia 0118 |8 BB =i Multiple carboxylase deficiency
0107 |EizBadnyE Cystinosis 0119 |k dE Hyperprolinemia
0108 wHRE- TNEEHS =i Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | FEEL-BREE TR EBRT Aromatic L~-amino acid decarboxylase deficiency

0110

e R M A

BRAHIEFRESHERMECLLIC

Ccobalamin C Defect (Methylmalonic Aciduria and

Hyperlysinemia 0121 ) Homocystinuria, CblC type )
0111 (#BREREMAE Histidinemia 0122 |BFRiE Alkaptonuria
0112 |BHEN__MIEE Methyimalomc ac:demla (MMA) 0123 J"' §§ &‘rﬁ’%ﬂ&%@ﬁf’ Primary Hyperaxaluria
0201 |IEEEEIME Citrullinemia 0204 | BB 2SR MEREERIUHEMEE |Other Congenital Urea Cycle Disorders
0202 | BEEMEPHENSBRTE Omithine transcarbamylase deficiency 0205 | RBEMAE- BB MIE-BMREIIE |Hyperornithinemia-Hyperammonemia-
AEEEE Homocitrullinuria Syndrome
BT _REBERRZE

0203

Z;Mixﬂﬂﬁ ﬁﬁﬁﬁlﬁﬁ

N:troacetytgluta mate synthetase defi c1ency (NAG)

Argininosuccinic Aciduria

RO oD -RmE

6301

Glycogen storage disease (type E~type IV)

0323 :ﬁ}ﬁﬁﬁﬁﬁi — .Tr.imet.ﬁylar.ﬁinuri.a
0302 |HEME BB~ BAE Mucopolysaccharidoses(type | ~ type VI) 0324 | AR BERBEELARE Congenital generalized Lipodystrophy
0303 |HERE Gaucher's disease 0325 | PHEMmIE: ERERTE Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0304 [Fabry U (EREKEE) Fabry Disease 0326 |INMER RS EZ Pyruvate dehydrogenase deficiency
0305 %‘gl;_?%n%)mk&ﬁ + PREB R RUE - Niemann-Pick Disease {NP) 0327 |BERERERNE Cerebrotendinous Xanthomatosis
03085 {fHfERnRE BT ZE Short-chain acyl-CoA dehydrogenase deficiency 0328 |HNERBRERRKRRE Glut{Glucose Transport) 1 Deficiency Syndrome
0307 |55 LB i e iE Adrenoleukodystrophy (ALD) 0329 |BRREMABRARELR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |PEmsREEILIE R Bt Fatty acid oxidation defect 0330 |EERMmEE Sitosterolemia
0309 S MELmR= Sulfite oxidase deficiency 0331 |SHEIEBENZIE Molybdenum cofactor deficiency
0310 EMERIEATRE, BERE Fructose intolerance, hereditary 0332 |[ERAREEABAE Hypophosphatasia
0311 |EZREHCHRY ( fEHE ) Fucosidosis 0333 [FRAERMEEAEE Globoid Cell Leukodystrophy
0312 | B4 PYER RR S F Carnitine deficiency syndrome, primary 0334 | ECAEig Barth Syndrome
0313 |MLDIEMEES Metachromatic Leukodystrophy ( MLD ) 0335 |Betafi R AETE = E Beta-Ketothiolase Deficiency
0314 [Hrmme s Mitochondrial defect 0336 gﬁ%‘ﬂﬁﬁﬁﬁﬁﬁ'ﬁﬂaﬁﬁ%ﬁif'ﬁ E® |(Infantile fqrm Lysosomal Acid Lipase Deficiency
B {(Wolman Disease) )
0315 [$RHE 1k porphyria 0337 |2 MBI RTE Multiple Sulfatase Deficiency




0316 |REHREE Wilson's disease 0338 [T T Biotinidase Deficiency
0317 |SERtEm B mE Congenital hyperlactic acidemia 0339 |B{ORCE IR S5 Leber hereditary optic neuropathy (LHON)
0318 | R REBFBELSMEMITE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |IRERIEGEE S 5 Transaldolase deficiency
0319 |2<FL#EMME Galactosemia 0341 | AN B TE Cerebral Creatine Deficiency
0320 |ZhEEHETE Mucolipidosis 0342 | SR E (R ERBDABILEEMEIEIRE  [Thiamine Metabolism Dysfunction Syndromes
0321 |Rf RO B BB ER 0343 |Shwachman-Diamond 28 Shwachman-Diamond Syndrome
0322 |[Bokibe RS mE S R (Cgétc)shydrate—deﬁqencygchoprotem syndrome
S Tz s
0401 (IR i S U REE Primary Pulmonary hemosiderosis 0406 Ho!t—OramEE {ﬁﬁ Holt-Oram Syrdrome
i . Idiopathic aor Heritable Ppulmonary Arterial Andersen ECREARE¥ (0 B 18 MR A % ,
0402 |45 S 0B L B )BT B R Hypertension (IPAH ~ HPAH) 0407 PR | BHTERRER) Andersen’s syndrome
0403 |Alstrom EGFE(RES Alsrtom Syndrome 0408 |ZE R &R ps B Asphyxiating thoracic dystrophy
0404 SRR REARMEL Idiopathic Infantile Arterial Calcification 0409 | R MEPHEIRE R EERE Congenital Central Hypoventilation
Syndrome{CCHS)
0405 |Fathafagi Cystic fibrosis
e TS
— - - - .
0501 EiTH it ol @ Progressive intrahepatic cholestasis (PFIC) 0503 FTERMCajal EMHARMESHBEH [Congenital Interstitial Cell of Cajal Hyperplasis with
BTRERR Neuronal Intestinal Dyspl
0502 | X MtRES PR Inbon errors of bile acid synthesis 0504 Hiﬂ:@ﬂr fiigi Alagille Syndrome
0601 E%E@ﬁmﬁz i Nerﬁhrogenic biabetés Ihsipidus . 0605 ﬂ&%@ﬁﬁﬂ%ﬁ%ﬁ'&%ﬁiﬁﬁ — A.ut.osomal recessiv.e.polycystic kidney dis.ease. .
0602 |15 M E R e BB T X-linked hypophosphatemic rickets 0606 |BartterECiEIRR Bartter's syndrome
0603 {LoweGiERES Lowe sydrome 0607 [Gitelman KRS Giteiman syndrome
0604 |EBRMEmPAE Hypokalemia, familial 0608 iﬁfﬂ&ﬁﬂ?ﬁ Alport Syndrome
e E e e 07 ﬁh“[}iﬁ#ﬁﬁ% o D T
644 | 2
0701 | BRI E &% Moya moya disease 0726 ;gm&ﬁﬂ%ﬁ (ﬁﬁh&w\ﬂ yg| E{ﬁﬁ Joubert syndrome
0702 |BHISTE BB A 2E Agenesis of corpus callosum 0727 ;j;gﬁaﬁ?ég;ﬁerzbacherﬁéﬁ (G2 Pelizaeus-Merzbacher Disease
0703 | HH/EECEM R R Spinocerebellar ataxia{SCA) 0728 | B8 B (35 A HE IR 0 B PO 38 M98 ) Kennedy Disease
0704 (F T RIS Huntingtan disease (Huntington's chorea) 0729 | KRNI S B BEmE Familial Amyloidatic Polyneuropathy (FAP)
P, - -~ - . Pantothenate Kinase Associated
0705 (A ETH bR Tuberous sclerosis (TSC) 0730 |ZE R M 2 ERLY RS Neurodegeneration(PKAN)
\ o o e s Multiple sclerosis (MS) /Neuromyelitis Optica . ” .
=2 25 b T 2
0706 |ZEnsE (LA /S B AR Er I Spectrum Disorders (NMOSD) 0731 [MoebiusiEfRE Moebius Syndrome
0707 |ZellwegerBECiEEEE Zellweger syndrome 0732 {McleodiEfRRE Mcleod Syndrome
0708 |EREE Rett syndrome 0733 |Aicardi-GoutieresiE# Aicardi-Goutieres Syndrome
0709 {#F N FZEMGRE Spinal muscular atrophy(SMA) 0734 [EER MR Proteus Syndrome
\ . . s Methyl CpG binding Protein 2 Duplication Syndrom,
0710 [MenkesGHEIREE Menkes disease 0735 |MECP? &S ERE MECP2 Duplication Syndrome




0711 [ALEMS EIRIEEE IR A) Amyotrophic lateral sclerosis (ALS) 0736 |BEEh/ VR IRSE Cerebro-Costo-Mandibular Syndrome
Charcot Marie Tooth Disease, CMT {Hereditary .
T EA . _ y
0712 |E#-BH-+ B KE Motor Sensory Neuropathy) 0737 iDravet fEf& 8 Dravet Syndrome (DS)
0713 |GM1/GM2e I E Es (i BHE GM1/GM2 gangliosidosis 0738 |B B EHAE Vanishing White Matter Disease
0714 {Lesch-NyhanEiEREE Lesch-Nyhan syndrome 0739 [EHBRE AR EE Hypomyelinating Leukodystrophy {(HLD)
0715 | RS AN B R Ataxia telangiectasia 0740 | BUREEGRERR A2 Z R BRAGATS | O T A2-associated neurodageneration
0716 BRI ZAE Sialidosis 0741 (EN5-RESIERE Pitt-Hopkins Syndrome
Q0717 |SEREBARERES GHRTE Congenital insensitivity to pain with anhidrosis(CIPA) | 0742 |CDKLSBAZiE CDKLS5 Deficiency Disorder
0718 | TR EThAEPmIE RS Hypothalamic dysfunction syndrome 0743 |FOXGLAERSE FOXG1 Syndrome
0719 [Miller DiekeriE RS Miller Dieker syndrome 0744 |BetalRiEiA TR QR Z W ER(IERER Beta-Propeller Protein- Associated

Neurodegeneration (BPAN)

Infantile-Onset Ascending Hereditary Spastic

0720 PBEETERIEREBTRE Neuronal ceroid lipofuscinosis 0745 (L RE FITERES RS R Paralysis (AHSP)

0721 |AlexanderEE# Alexander disease 0746 ot <3 31 S IR 1 FRTRER I ’S}‘:{f‘z?;?zlassem‘ax"““ke‘i Intellectual Disability

0722 |EISFEREE Stiffperson syndrome 0747 |Schaaf-YangfiE{EEE Schaaf-Yang syndrome

0723 | BT LR ZE Tyrosine hydroxylase deficiency 0748 g%%&%ﬁﬁ&z%&ﬁﬁ@%&{bﬁ Ziffpgz:; epz'i;oaated neurodegenerative

0724 {WolframECHE&EE Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfE{&E Basilicata-Akhtar syndrome

0725 (EEEEE T SR Hereditary spastic Paraplegia (MSP) 0750 |SEmBAE- MRS Chorea-acanthocytosis

0801 B E 9 BIEKEE (2R Hereditary epidermaolysis bullosa (EB) 0809 |HRASHEIMERBE Infantile systemic hyalinosis

0802 |EEiREeuE (RMEMIREE) Ichthyosis, lamellar recessive 0810 [Meleda B¥E Meleda disease

0803 |HHEEIBEAREE Ectodermal Dysplasias 0811 [DarierfHs ( ELERACE ) Darier's disease

0804 |EBIF Collodion baby 0812 [FERMALEAERE Dyskeratosis Congenita

0805 |HemmE Harlequin ichthyosis 0813 |mEBERLERTRE Difuse dﬁfpﬂ;";ﬁ:b”;ﬁ‘a{t}ch2§im°p’a”‘ar
FCHBIFER w4l BT E(E EEAE | Bullous Congenital Ichthyasiform Erythoderma,

0806 é% ﬂ;g@ﬁg)ﬁ B BUR(RR Epidermol yt?c Hyperkeraﬁosis vt 0814 |NethertonfE# 8% Netherton Syndrome

0807 |BFEWE Incontinentia pigmenti 0815 |ARMEEREREHE Giant Congenital Melanocytic Nevus (GCMN)

0808 (BRI E{LE Oculocutaneous albinism

e s s G e

0901 B RS R ERHE) Hereditary cytoplasmic body myopathy 0910 | R =B ey Becker Muscular Dystrophy (BMD)

0902 | B AL AEERIE Duchenne muscular dystrophy (DMD) 0911 |Freemarn-SheldonREEEY Freemam-Sheldon syndrome

0903 |z ( P RBTE ) Central Core Disease ( Central Care Myopathy ) 0912 | RIS AR Limb-girdle muscular Dystrophy

0904 iNemaline#Rik AL S R E Nemaline Rod Myopathy 0913 |ERMENEEE Congenital Muscular Dystrophy

0905 |Schwartz Jampel FCAEIREY Schwartz Jampel syndrome 0914 |Z M/ EE Multiminicore Disease

0906 |ALPITAEE Myotonic dystrophy 0915 {Emery-Dreifussfl5< B4E Emery-Dreifuss Muscular Dystrophy (EDMD)

0907 [Fih BN P EEARE 0916 |GNEEIEALRE GNE Myopathy

0908 (A MERE Myotubular myopathy 0917 | FeREREREY Stormorken Syndrome

0909 |EBEAKRE Facioscapulohumeral muscular dystrophy




10~ %’H_ﬁﬁﬁ

1001

RBAEE EEE)

Ostecgenesis .im.perfecta (bl)

Split-hand/ Split-foot malformation (SHEMD

1009 E'I;F

1002 |MERBAEE (IVINAS) Achondroplasia 1010 ﬁ&@” BEAE Pseudoachondroplastic dysplasia
1003 |BEA{LE (AEEES) Osteopetrosis 1011 |Conradi-Hunermann G iE (28 Conradi-Hunermann syndrome
1004 |EFTH SRS Fibrodysplasia Ossificans Progressiva (FOP) 1012 [ BRBELA2E Multiple Epiphyseal Dysplasia
1005 |[Ri M i % Primary Paget disease 1013 [ B8ER2E Hypochondroplasia
1006 [BISHASERR Cleidocranial dysplasia (CCD) 1014 [ RTasEmE Klippel-Feif Syndrame
1007 g%une AlbrightELIEIREF (HEAEIERZK MeCune Albright syndrome 1015 MBS EEREFE Craniometaphyseal Dysplasia
1008 |BREEEY Spondyloepiphyseal DyspIaS|a (SED)

T L L
1101 | BG N EGHE (MR ALE) Marfan syndrome 1104 | R E KiEEE Beals Syndrome
1102 [RE{EHECEREE (SERED) Waardenburg syndrome 1105 |Loeys-Dietz fEiRE Loeys-Dietz syndrome{LDS)
1103 (7R AR RIS B INRY (5 570E) Ehters Danlas syndrome Iv
T e T
1202 |BREHEEEMm Thalassemia major 1207 (%&£ F H@ﬁﬂﬂﬂiﬁ%@ﬁﬁ%@ﬁm Ciamond Blackfan Anemia (DBA)
1203 |R/VREETTIE Thrombasthenia 1208 SRR B REBE MR Atypical Hemolytic Uremic Syndrome (aHUS)
1204 (FBRSFESHCETHE Homozygous proetin C deficiency 1205 |ERHSHZ & Protein S Deficiency
1205 |ol-HEELRERTE al- Antitrypsin deficiency 1210 [SEREM ARSI/ RIS T SR Congenital Thrombotic Thrombocytopenic Purpura
1206 |HEatm i MR RE Paroxysmal Noctumal Hemoglobmuraa (PNH)
CommsTeme e R e e e RBEA o T
1301 | /RN ES SRR MmE Bruton's agammag!obu[inemia 1306 (ISR H8RTIE Complement Component 8 deficiency
1302 |FEMEBEREER Chronic primary granulomatous disease 1307 IPEXFEMREF IPEX Syndrome
1303 ISERM B REIRE S EE R Congenital Hyper IgE syndrome 1308 E REIREOMERE Hyper-lgM Syndrome
1304 [Wiskott-Aldrich 12 8¢ Wiskott-Aldrich Syndrome 1309 |y THREZM1IRE Interferon y receptor 1 deficiency
1305 |REBSDREMTE Severe combined immunodeficiency 1310 |E{EEmE ekl Heredltary Angloedema {HA£)

. . L - CHESRE B WA RS ndrom Hms' ¢ mor—Aniridi -

L0l | EREBE LR A S congenital adrenal hypoplasia 1408 gggggﬁ {Vﬁ%%ﬁﬁ?ﬁﬁ% % Geniour{nary A:Sr/'\rlma[[es m:ntaE Retardaz’:ion)
1402 |RYERIER R AR EAERE Pseudohypoparathyroidism 1409 | B R EE R ACTH resistance
1403 |HE FRERBRED N5 Homozygous familial hypercholesterolemia 1410 | B~ ERE A S RSB é;*lfr:fy"y"‘tam'” D1-Alpha-Hydroxylase
1404 | KRG LM mE Familial hyperchylomicronemia 1411 |KallmanntCiElRE Kallmann syndrome
1405 | B BEAAE (A BEAE) Acromegaly 1412 R AN SRR S Permanent Neonatal Diabetes Mellitus
1406 |Laron KR REIRE Laron syndrome (Laron dwarfism) 1413 [MIRAGE fE{REE MIRAGE Syndrome
1407 Kenny—CaffeyEE?E@ﬁ Kenny-Caffey syndrome
1501 %‘@ﬂﬁrﬁ#@ ﬂ%ﬂ¥ Neurofibromatosis Type n 1505 Beckwuth WledemannEﬁﬂﬁﬁ Beckwith Wiedemann syndrome
1503 [ BERT Retinoblastoma 1506 [HEMETFHENmBERE Lymphangicleiomyomatosis (LAM)




1504 | AR AR A Neuroblastoma 1507 V?n Hippel-LindaufERas - EA1A-H Von Hippel-Lindau Disease (VHL)
it

R iy o e L leksMERR
1601 | BR%FEAE Apert syndrome 1619 |E-#3-15 ( Bt ) fEfEs Oto-Palato-Digital syndrome
1602 (CrouzonGEERSE Crouzon Syndrome 1620 |RobinowFCEEIERE Robinow Syndrome
1603 i HE-PFRECAE Russell-Silver syndrome 1621 |PfeiffersCiEIREE Pfeiffer Syndrome
1604 ﬂ(;_go%neiia de LangefLEIRE: - HBIRIE Comelia de Lange syndrome 1622 |f8 ( Bt ) BIRBERE Nail-Patelia Syndrome
1605 {X BEiFIE Fragile X syndrome 1623 |CFCEEIRST Cardiofaciocutaneous Syndrome
1606 (CHARGEfE{REE CHARGE Syndrome 1624 |Peters-PlusiE &8s Peters-Plus Syndrome
1607 [Aarskog-ScottECAEIREE Aarskog-Scott syndrome 1625 |Nagerfe{Z8f Nager Syndrome
1608 [Smith-Lemli-OpitzfE#Es Smith-Lemli-Opitz syndrome 1626 |Coffin-Siris fEf&E2 Coffin-Siris syndrome
1609 |Bardet-Bied|EGRE R 2¥ Bardet-Bied! syndrome 1627 |1es-E AR EE White-Sutton Syndrome
1610 ;;;sen&ﬁﬁ%ﬁ(%ﬁ%&-f’ﬁ%&ﬁ%ﬁﬁ{l‘% Larsen syndrome 1628 |Ayme-GrippfEfEas Ayme-Gripp syndrome
1611 [HEME L Pierre Robin Syndrome 1629 |Coffin-LowryfE /& Coffin-Lowry Syndrome
1612 jTreacher CollinsEGEE{RES Treacher Collins syndrome 1630 |MyhrefEREE Myhre Syndrome
1613 |2 B AR IR BY Multiple pterygium syndrome 1631 | RO MINE RS Sensenbrenner Syndrome
1614 |EmEE Noanan syndrome 1632 |=h - BENEEIRE Keppen - Lubinsky syndrome
1615 |ATRERMMESHRIEE (DRAE)  |Costello Syndrome 1633 |Galloway-Mowat SE{R B Galloway-Mowat syndrome
1616 (Fraser (CAE/REE Fraser syndrome 1634 |Pierpont JEMEERE Pierpont syndrome
1617 (R M RESROB/INE 2;%}:2?:2“mOSES'PtOS'S_EpECEnthUS Inversus 1635 |Wiedemann-SteinerfiE & Wiedemann-Steiner syndrome
1618 [KabulsrEfads Kabuki Syndrome
1701 [Prader-WilliSCEEAREE (D BEER) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fEER Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngeimaniGiEERE (RS HE) Angelman syndrome (AS) 1708 {Kleefstra fE{RE Kleefstra Syndrome
1703 |FEBRHTECSAE Williams Syndrome 1708 |XR-HEREERY Wolf-Hirschhorn Syndrome (WHS)
1704 IDiGeorge'sTEIREE (TR RE) DiGeorge's Syndrome 1710 |Phelan-McDermid fEfRE%

Phelan-McDermid syndrome

1708 |Rubinstein-Taybi &R Rubinstein-Taybi syndrome

1807 =S Hutchinson Gitford progeria syndrome 1809 |Se RSB RRNT B B AEREY Klippel-Trenaunay syndrome

1802 jCockayne[CEI&ET - {EERIERS  |Cockayne syndrome 1810 B M I FERSRAE Hereditary Hemorrhagic Telangiectasia
1803 W B-LHREREER Hallermann-Streiff syndrome 1811 |Stargardt's (BfE Stargardt's disease

1804 (% - BT - BERSE Tricho-hepato-enteric syndrome 1812 |FR MR Aniridia

1805 |ERMIKEBERE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos ER& % Kohlmeier-Degos Disease

1806 |REABIRERE Werner Syndrome 1814 [BEEM DI Occult Macular Dystrophy (OMD)

1808 [/Eia R E AR REREE Campomelic dysplasia with autosomal sex reversal | 1815 |FEARAR SR BE Leber Congenital Amaurosis (LCA)
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