FRERESERBFERERRBRERAR (20262222 )

01 - RER/AHRABER
0101 |KERFREE Phenylketouria(PKU) 0113 |ELgmE Isovaleric academia (IVA)
0102 | S HEMEEE MAE Homocystinuria 0114 |RE& MEE Propionic acidemia (PA)
0103 |EEU SRR MIE Hereditary tyrosinemia 0115 |/X _BEMRAEE - 55— B Glutaric aciduria type |, Il

FRE 3_RES TR MmY AW . . .

0104 | S PHRAREE ME Methionine adenosyltransferase deficiency (MET) 0116 ;g% 3-FEX_BIIE (SRR 3-Hydroxy-3-methyl-glutaric acidemia
0105 |4E#¥ERAE Maple syrup urine disease (MSUD) 0117 |=FEEOHEBHBARERRZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FFERE S H IREE MAE Nonketotic hyperglycinemia 0118 |ZR RGBT Multiple carboxylase deficiency
0107 |BERzEL IMAE Cystinosis 0119 (S HERREL M Hyperprolinemia
0108 |KERE- NS BRI AE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | B EEL-REREREEBRTE Aromatic L-amino acid decarboxylase deficiency

0110

S EEIRRR MAE

Hyperlysinemia

0121

FER_RMAEHSMERMAE(CLLC

)

Cobalamin C Defect (Methylmalonic Aciduria and
Homocystinuria, Cb1C type )

0111 |#BRZE8 MAE Histidinemia 0122 |ZERAE Alkaptonuria
0112 |FER_EME Methylmalonic acidemia (MMA) 0123 |FRUSEMERE Primary Hyperoxaluria
02 - REBEAHERE
0201 |/BREs MAE Citrullinemia 0204 |HMsRABE 2R EREEERLHER |Other Congenital Urea Cycle Disorders
e E \ o . SEERBME-S8ME-5/RKREIME |[Hyperornithinemia-Hyperammonemia-
0202 |ERMEPHEEERERTE Omithine transcarbamylase deficiency 0205 e Homocitrullinuria Syndrome
0203 | LB IRM S REBTR = fE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |8 T _MEZRRZE Argininosuccinic Aciduria
03 - HUHES
0301 |FTREGETEEE - S5 —E~EMEY Glycogen storage disease (type I~type IV) 0323 |=PERRE Trimethylaminuria
0302 |REZBREAE - B—B ~ SERE Mucopolysaccharidoses(type | ~ type VI) 0324 | RS EEEEARE Congenital generalized Lipodystrophy
0303 |BEEE Gaucher's disease 0325 | R A SRR T & Medium-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)

0304 |Fabry BfE (SEFRERICHE ) Fabry Disease 0326 |AINEE B E AR i Pyruvate dehydrogenase deficiency
0305 g;ﬁ%némd(&ﬁ  PRBRRE Niemann-Pick Disease (NP) 0327 | =EaE Cerebrotendinous Xanthomatosis
0306 |FaElsiBER IR E Short-chain acyl-CoA dehydrogenase deficiency 0328 |IMIMEREEE EEMERE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 | B ERMRELERE Adrenoleukodystrophy (ALD) 0329 |BARBEERREREAR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |BEATEE S (CIEFRERIG Fatty acid oxidation defect 0330 |S @R YE Sitosterolemia
0309 | EELBRT Sulfite oxidase deficiency 0331 |HEBSTA=E Molybdenum cofactor deficiency
0310 | EEMREATE, RERIE Fructose intolerance, hereditary 0332 |1ERiRAERASSE Hypophosphatasia
0311 [EREHESE (BEE) Fucosidosis 0333 |BRAMIER B LB Globoid Cell Leukodystrophy
0312 | R AR Z Carnitine deficiency syndrome, primary 0334 |ERGEIRRE Barth Syndrome
0313 |MLDIEESRE Metachromatic Leukodystrophy ( MLD ) 0335 |BetalifRERIA = fiE Beta-Ketothiolase Deficiency

J=! 1 32R ey A = o , - ~ " v
0314 |Misssermis Mitochondrial defect 0336 f?ﬂ\in&ﬁﬁagﬁﬁ HRERTEBGAZ AE - RE |(Infantile fqrm Lysosomal Acid Lipase Deficiency

SKAE (Wolman Disease) )
0315 [&&EE porphyria 0337 | BRI REE TR Multiple Sulfatase Deficiency




‘1 0316

EEFRECIE Wilson's disease 0338 | =M RBRZIE Biotinidase Deficiency
0317 |FERMEEABME Congenital hyperlactic acidemia 0339 |BEREBMHRBSRE Leber hereditary optic neuropathy (LHON)
0318 |HEMNREESRRESWEMEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |EEREERZIE Transaldolase deficiency
0319 ¥ FEMAE Galactosemia 0341 | KBS B FRZ BE Cerebral Creatine Deficiency
0320 |#PEBE Mucolipidosis 0342 |MBREE#EEBL)RBINEEERAEEE | Thiamine Metabolism Dysfunction Syndromes
0321 |HitR DB ABEEER 0343 |Shwachman-DiamondfE{EE Shwachman-Diamond Syndrome
0322 |BAILE RS mE a R R (Cca[;kéghydrate—deﬂcnencygchoprotem syndrome
04 -~ L\EHThEER R
0401 |REMMMBEIELE Primary Pulmonary hemosiderosis 0406 |Holt-OramEGiEREE Holt-Oram Syndrome
. .\ - Idiopathic or Heritable Ppulmonary Arterial Andersen ECHEEEE(O B R SR E RN .
Zgu: 1 = B - . o 3y
0402 S MaEEEREREE Hypertension (IPAH + HPAH) 0407 TEEEE - B8 T EEREER) Andersen's syndrome
0403 |Alstrom ECiEIR 2% Alsrtom Syndrome 0408 |Z2 Rk BAE Asphyxiating thoracic dystrophy
0404 |HEE MR REAKIE(E [diopathic Infantile Arterial Calcification 0409 XM RIHRE N ZAERE Congenital Central Hypoventilation
Syndrome(CCHS)
0405 ARG Cystic fibrosis
05 + HibRHKA
——— 7 Py - " - —
0501 [ETHREERARETHEE Progressive intrahepatic cholestasis (PFIC) 0503 %_9_5 &Sjafﬁﬁﬁ,\.ﬁﬁﬂﬁimfﬁﬁﬁLm Congenital lntefstmal Cell of Cajal Hyperplasis with
BrRBEES Neuronal Intestinal Dyspl
0502 |EXRMERSHIEE Inbon errors of bile acid synthesis 0504 |FIH = ERE IR ES Alagille Syndrome
06 - R RAFKE
0601 |BHEEREEE Nephrogenic Diabetes Insipidus 0605 |BERERBUEZEUETHER Autosomal recessive polycystic kidney disease
0602 |MESEEREHEEORE X-linked hypophosphatemic rickets 0606 |BartterfCiEIRE Bartter's syndrome
0603 {LoweCHE1REE Lowe sydrome 0607 |GiteimanECAEESE Gitelman syndrome
0604 |REMHEMEBPEE Hypokalemia, familial 0608 |R{aEERE: Alport Syndrome
07 -~ BaERE S mE
\ % A g xg-z:
0701 |EERBMELER Moya moya disease 0726 };ggzk;ert&ﬁfﬂ%& (R MRS EE Joubert syndrome
. Pelizaeus-MerzbacherEiE (18R E . .
Bl Bz LA -
0702 |BEERBE AR Agenesis of corpus callosum 0727 RS L) Pelizaeus-Merzbacher Disease
0703 | &/ R e fEIRRE Spinocerebellar ataxia(SCA) 0728 | BB (H BEREE AEME) Kennedy Disease
0704 |Z= T WBEEERE Huntington disease (Huntington's chorea) 0729 |REMERMNES B ERERE Familial Amylcidotic Polyneuropathy (FAP)
0705 |s et b Tuberous sclerosis (TSC) 0730 | ZMBMEHEZGERELRERE | o oo Kinase Assocated
eurodegeneration(PKAN)
S St 4 S S Multiple sclerosis (MS) /Neuromyelitis Optica . " .
2Z,E5% BE /3 PRE TS y
0706 |ZEMIE(LIE/Z ReRERERX Spectrum Disorders (NMOSD) 0731 |MoebiusiElEE: Moebius Syndrome
0707 |ZeliwegerECfEEE$ Zellweger syndrome 0732 |McleodfEf&# MclLeod Syndrome
0708 |EB4FCIE Rett syndrome 0733 |Aicardi-GoutieresiE1E R Aicardi-Goutieres Syndrome
0709 |BEMIRERRE Spinal muscular atrophy(SMA) 0734 | BB RETEREE Proteus Syndrome
0710 [MenkesEGHEIR S Menkes disease 0735 |MECP2 &R S iE1RSE Methyl CpG binding Protein 2 Duplication Syndrom,

MECP2 Duplication Syndrome




0711 | EREARBIEEGEURA) Amyotrophic lateral sclerosis (ALS) 0736 |BsBh/NEREIREE Cerebro-Costo-Mandibular Syndrome
s Charcot Marie Tooth Disease, CMT (Hereditary ' R
0712 |Ef-FA-HET GE Motor Sensory Neuropathy) 0737 |Dravet fE{EEE Dravet Syndrome (DS)
0713 |GM1/GM2e R e E IR RTRIiE GM1/GM2 gangliosidosis 0738 |FSEEHKRE Vanishing White Matter Disease
0714 Lesch-NyhanCiE2%# Lesch-Nyhan syndrome 0739 BB RELELE Hypomyelinating Leukodystrophy (HLD)
0715 | B BHOEREERE Ataxia telangiectasia 0740 | BT IR ARESA B iR (g || OsPholipase A2-associated neurodegeneration

(PLAN)

0716 |EBEERRZAE Sialidosis 0741 | RF-EESHTERE Pitt-Hopkins Syndrome

0717 | XM EASRE S fHETiE Congenital insensitivity to pain with anhidrosis(CIPA)| 0742 |CDKLS8-ZiE CDKL5 Deficiency Disorder

0718 | MR T IIREREREIREE Hypothalamic dysfunction syndrome 0743 |FOXGIAEIRES FOXG1 Syndrome

0719 |Miller DiekerfiE{2%# Miller Dieker syndrome 0744 |BetaBZ ek E R B 2 B RI1EER Beta-Propeller Protein- Associated

Neurodegeneration (BPAN)

Infantile-Onset Ascending Hereditary Spastic

0720 | iR B B REAE Neuronal ceroid lipofuscinosis 0745 |58 FTHBEER RSN ME .
Paralysis (IAHSP)

0721 |Alexander%i% Alexander disease 0746 |oith BB M S HHEME NISHEES ?;iziér:lassemiaX—Lmked Intellectual Disability
0722 |EREiEiEss Stiffperson syndrome 0747 |Schaaf-YangfE{& 5 Schaaf-Yang syndrome
0723 | icans Tyrosine hydroxylase deficiency 0748 TECZ?%%EEJZZE?E'&@“@EME TBCD gene associated neurodegenerative

I e encephalopath
0724 |Wolfram R fEIZEE Wolfram syndrome - DIDMOAD 0749 |Basilicata-AkhtarfEIZ8$ Basilicata-Akhtar syndrome
0725 |BEMWEZN T ZME Hereditary spastic Paraplegia (HSP) 0750 |EEE-MAARILSE Chorea-acanthocytosis

08 - REERE
0801 |BEM RN RBEKEEEE (8/858) Hereditary epidermolysis bullosa (EB) 0809 |BRERSHHIRIBIREMS Infantile systemic hyalinosis
0802 |BiAEaEE (BB HEER) Ichthyosis, lamellar recessive 0810 |Meleda E% Meleda disease
0803 [SMEEBIZEARE Ectodermal Dysplasias 0811 |Darierfoi®s ( EEBILEE ) Darier's disease
0804 |BIESR Collodion baby 0812 |FERMUBIEARE Dyskeratosis Congenita
0805 | muiE Harlequin ichthyosis 0813 |WEBEA(LERSRE Diffuse Non-epidermolytic Palmoplantar
Keratoderma type Unna-Thost
KEEIER MR BHER A FE(GREEME |Bullous Congenital Ichthyosiform Erythoderma, ’
0806 égiggm FRAL IR (R AR Epidermolyt?c Hyperkera)’zosis "t 0814 |NethertonfiEf& gt Netherton Syndrome
0807 |BRKLFEE Incontinentia pigmenti 0815 |ERUEARBEERR Giant Congenital Melanocytic Nevus (GCMN)
0808 |REEFMER(LE Oculocutaneous albinism
09 - APmE

0901 |EEMtARENBIRE(CSESE) Hereditary cytoplasmic body myopathy 0910 |ER BN AKEE Becker Muscular Dystrophy (BMD)
0902 |REXNNERE Duchenne muscular dystrophy (DMD) 0911 |Freemam-SheldonCHEIREE Freemam-Sheldon syndrome
0903 |POBZEE ( NP REZER ) Central Core Disease ( Central Core Myopathy ) 0912 | RUALEEE Limb-girdle muscular Dystrophy
0904 |NemalinefRAX AR E: Nemaline Rod Myopathy 0913 |ERMMKERE Congenital Muscular Dystrophy
0905 |Schwartz Jampel FGiE1EEE Schwartz Jampel syndrome 0914 |ZHUNEZELB Multiminicore Disease
0906 |MABEIE Myotonic dystrophy 0915 |Emery-Dreifussfl & e Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |ELth BN R EHRE 0916 |GNEEIHBARE GNE Myopathy
0908 |Hl/\EmE Myotubular myopathy 0917 |SLHEEREER Stormorken Syndrome
0909 BB LELE Facioscapulohumeral muscular dystrophy




10 - BHERE
1001 |BBAEREE GHBEL) Osteogenesis imperfecta (Ol) 1009 |BFEzZ Split-hand/ Split-foot malformation (SHFM)
1002 |[REHBEAZE ((IVHASR) Achondroplasia 1010 |l "E‘ﬁ’%;f(% Pseudoachondroplastic dysplasia
1003 [BEALE (KBELER) Osteopetrosis 1011 |Conradi-HunermannECiEIEE Conradi-Hunermann syndrome
1004 ?ﬁﬁ‘&m‘{b'&m?)‘é Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRMBEHRBB IR Multiple Epiphyseal Dysplasia
1005 |[REMEMME K Primary Paget disease 1013 | REBBBARAE Hypochondroplasia
1006 |EEESEERES Cleidocranial dysplasia (CCD) 1014 |EREHRE Klippel-Feil Syndrome
1007 I%{I\cfg)une Albright FERE (BAEIEER McCune Albright syndrome 1015 [BEHFEREEAR Craniometaphyseal Dysplasia
1008 |BREEERE Spondyloepiphyseal Dysplasia (SED)
1 - EiEAEIRE
1101 |FERLECRE ($08% A%E) Marfan syndrome 1104 |2 EERES Beals Syndrome
1102 |EE{RIB CRERR (BEIRK) Waardenburg syndrome 1105 [Loeys-Dietz fE{ESF Loeys-Dietz syndrome(LDS)
1103 | REHFEBEREINE FEFEE) Ehlers Danlos syndrome IV
12 - EMINEERE
1202 |BEGEENMEN Thalassemia major 1207 |FER ML MKEEEREED Diamond Blackfan Anemia (DBA)
1203 |M/VREEDEE Thrombasthenia 1208 |FEAE A RBB MRS Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |RAERSFERECRZE Homozygous proetin C deficiency 1209 |EEESRZE Protein S Deficiency
1205 |al-HiRERBRZ al- Antitrypsin deficiency 1210 |FERE MMM/ RIE T SE5E Congenital Thrombotic Thrombocytopenic Purpura
1206 |PES MR RIMALEZRIE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REER
1301 |ABERERERESME Bruton's agammaglobulinemia 1306 |FHEER BB ZIE Complement Component 8 deficiency
1302 |[REB B MREFER Chronic primary granulomatous disease 1307 |IPEXAEIERE IPEX Syndrome
1303 |ERMEREKECEERE Congenital Hyper IgE syndrome 1308 | R EREQMIEIRE Hyper-IgM Syndrome
1304 |Wiskott-AldrichECAE{RSS Wiskott-Aldrich Syndrome 1309 |y TERZELRE Interferon y receptor 1 deficiency
1305 |BEEESERBRTIE Severe combined immunodeficiency 1310 EEHmMELKE Hereditary Angioedema (HAE)
14 - A3 WER

: - A - EIE - MRERE -8 rome(Wilms’ r-Aniridia-
1401 |FERME EREBEAE Congenital adrenal hypoplasia 1408 ggggg; (WA%ETH!;;S ®-E \év;ﬁij%;:r;A:é\ﬁa“es_;ZQ; Ig:a?gz‘:cion)
1402 |{R14EIPARBRIKRERE Pseudohypoparathyroidism 1409 | B R ERERY ACTH resistance
1403 | e TREtEREELE Homozygous familial hypercholesterolemia 1410 |B—mEmre s EOREROEE éi;i’i’f;fyxy"'tam‘” D1-Alpha-Hydroxylase
1404 | RS 2L AN E Familial hyperchylomicronemia 1411 |KallmannECRE{EE# Kallmann syndrome
1405 | BEIAL AORE (CKBREE) Acromegaly 1412 | KA UERERE Permanent Neonatal Diabetes Mellitus
1406 |LaronEC R EAEEEE Laron syndrome (Laron dwarfism) 1413 |MIRAGE fEf&E% MIRAGE Syndrome

1407

Kenny-CaffeyECREIREE

Kenny-Caffey syndrome

15 - RIEEHREER

1501

MR RS _ B

Neurofibromatosis Type ||

1505

Beckwith WiedemannECiEI&E$

Beckwith Wiedemann syndrome

1503

HEESARE

Retinoblastoma

1506

MEMELEN ABERE

Lymphangioleiomyomatosis (LAM)




Von Hippel-LindaufE{ES% - EFB-M

350 4 5} 40 B T .

1504 (&R AMERE Neuroblastoma : 1507 SRR Von Hippel-Lindau Disease (VHL)
16 - SMNEIRE

1601 |BAFFICAE Apert syndrome 1619 |E-#-15 (i) FE1REH Oto-Palato-Digital syndrome
1602 |CrouzonECHEIER# Crouzon Syndrome 1620 |RobinowECHAEEES Robinow Syndrome
1603 |ZEZE-TFBRE Russell-Silver syndrome 1621 |PfeifferfCiEIREF Pfeiffer Syndrome
1604 ﬂC;gr;ella de LangeELAEIRE: - HEIEVEE Cornelia de Lange syndrome 1622 (#5 (Bt ) PESERSE Nail-Patella Syndrome
1605 |X Be¥riE Fragile X syndrome 1623 |CFCAE1ER¥ Cardiofaciocutaneous Syndrome
1606 |CHARGEfF{#ES CHARGE Syndrome 1624 |Peters-PlusfE{& 8 Peters-Plus Syndrome
1607 |Aarskog-ScottECiE(ERE Aarskog-Scott syndrome 1625 |NagerfE/&8 Nager Syndrome

1608

Smith-Lemli-OpitziE 1%

Smith-Lemli-Opitz syndrome

1626 |Coffin-Siris fE{EE#

Coffin-Siris syndrome

1609

Bardet-Bied| ECHEI&RE

Bardet-Biedl syndrome

1627 |\R4G-TEURREIREE

White-Sutton Syndrome

Larsen R AEIRBF (SRE-SE R MR AL EEE

1610 ) Larsen syndrome 1628 |Ayme-GrippfE{&EEE Ayme-Gripp syndrome
1611 |EREEKE Pierre Robin Syndrome 1629 |Coffin-LowryiE{ES% Coffin-Lowry Syndrome
1612 |Treacher CollinsEcfE{R 8% Treacher Collins syndrome 1630 |MyhrefE/28% Myhre Syndrome
1613 |ZRMBREERE Multiple pterygium syndrome 1631 | BRAZTRNEEE Sensenbrenner Syndrome
1614 |BEEE Noonan syndrome 1632 | R - BEMEERE Keppen - Lubinsky syndrome
1615 [R=ATRREENEOBIGE (NBALE)  |Costello Syndrome 1633 |Galloway-Mowat fE{&EE Galloway-Mowat syndrome
1616 |Fraser ECHE{RES Fraser syndrome 1634 |Pierpont fEZEE Pierpont syndrome
1617 |SERM MR OBIVE ;I;%rz::‘:hlmosns—Ptosxs-Eplcanthus Inversus 1635 [Wiedemann-SteinerfiE{&%# Wiedemann-Steiner syndrome
1618 |KabukifE/&EE Kabuki Syndrome

17 - ABREE
1701 |Prader-Willi ECfEIRES (/VBEELR) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal E{#2# Branchio-Oto-Renal Syndrome, BOR Syndrome

1702

AngelmaniTHEIREE (REIT(8)

Angelman syndrome (AS)

1708 |Kleefstra fiE{&E#

Kleefstra Syndrome

1703

EERETEEE

Williams Syndrome

1709 [RKR-BEFFREEEE

Wolf-Hirschhorn Syndrome (WHS)

1704

DiGeorge'sfEf& 8 IXEHRKTIE)

DiGeorge's Syndrome

1710 |Phelan-McDermid fE{g2

Phelan-McDermid syndrome

1706

Rubinstein-TaybiFCiE 12 E#

Rubinstein-Taybi syndrome

18 - Hfth 3 W RIBRER

1801 |B&yE Hutchinson Gilford progeria syndrome 1809 [Fe R4 BRI B N ARE 128 Klippel-Trenaunay syndrome

1802 [Cockayne[CiERRF - [ EKAEIREEE  |Cockayne syndrome 1810 |EEMH M MERERE Hereditary Hemorrhagic Telangiectasia
1803 |'BEIE-LERKELERE Hallermann-Streiff syndrome 1811 |Stargardt's i Stargardt's disease

1804 | % - BT - BrERS Tricho-hepato-enteric syndrome 1812 |SER RIS Aniridia

1805 |FEXRMEKEFEER Congenital Varicella Syndrome 1813 {Kohimeier-Degos &R &1E Kohlmeier-Degos Disease

1806 | AZIEESE Werner Syndrome 1814 |BEMEHEAEE Occult Macular Dystrophy (OMD)

1808 |:tER B AR RIERIEEE Campomelic dysplasia with autosomal sex reversal | 1815 |EAEER 4 BIERE Leber Congenital Amaurosis (LCA)
FARBRABETNE  BERENESERBIFEERERZERBEHI0E  BYESPEEESE AR AR EFOBI115E30)






