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FREREEE R E REmmIAIAMER (20245285 )

01 - RZER/AHBAMER

0101 |ZFRFRAE Phenylketouria(PKU) 0113 |EXEE IMAE Isovaleric academia (IVA)
0102 | = Mthz g M iiE Homocystinuria 0114 (PB4 Mm¥E Propionic acidemia (PA)
0103 | & =Rk RE L AE Hereditary tyrosinemia 0115 |[R_R8RIE - — - 1 Glutaric aciduria type |, Il
0104 | &P i Eg MAE Methionine adenosyltransferase deficiency (MET) 0116 ;g%-}@%m_ﬁnﬂﬁ ( ARR N 3-Hydroxy-3-methyl-glutaric acidemia
0105 |48 ¥ fEAE Maple syrup urine disease (MSUD) 0117 |=FEEQH@HBARCHRRAZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FERTAE H ik MiE Nonketotic hyperglycinemia 0118 | B E bR = E Multiple carboxylase deficiency
0107 |BtRezEE e Cystinosis 0119 (S MReRs M E Hyperprolinemia
0108 [FHDfRAE- MU mEMRIZEZ TE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | S EEL-REERERASNRZE Aromatic L-amino acid decarboxylase deficiency
e - - ——
0110 | S peas Hyperlysinemia 0121 i)ﬁﬁ_ﬁaﬂﬂﬁﬁaﬂz‘uﬁ”ﬁﬁ’éﬂﬂﬁmbl C E'cc))kr):;acrggn(ijEi):'fgtlz;cl(g“lte;ggl)rnalonlc Aciduria and
0111 |4 &Rk [MiE Histidinemia 0122 |BFRIE Alkaptonuria
0112 |FER_EME Methylmalonic acidemia (MMA) 0123 |[REd S R B IR AE Primary Hyperoxaluria
02 - REBEEAHER
0201 |/RZRE (4E Citrullinemia 0204 |EftRN R ZER M REBRICHIER |Other Congenital Urea Cycle Disorders
0202 | B E PHEEBERZE Omithine transcarbamylase deficiency 0205 E}{%H%&ME_%%M&_%MH&&ME HDErOHIINE - Hypermmaneliia:
i Homocitrullinuria Syndrome
0203 |Z MEgRREt & AESER = E Nitroacetylglutamate synthetase deficiency ( NAG ) | 0206 |#gl T _MBREZE Argininosuccinic Aciduria
03 » BT R
0301 |ATEEGETEAE - 5—1Y ~ B AL Glycogen storage disease (type | ~type IV) 0323 |=HHERRAE Trimethylaminuria
0302 |RZMEAE - B8 ~ FRH Mucopolysaccharidoses(type | ~ type VI) 0324 | B XM= BRREEE AR Congenital generalized Lipodystrophy
0303 |BERIE Gaucher's disease 0325 | EERRNRE AR BE RN Medu_um-chain aRyl-cadneyme Adehydiagenass
deficiency (MCAD)
0304 |Fabry ECfE ( EIHEAE ) Fabry Disease 0326 |FARRRS B AR O TR = fiE Pyruvate dehydrogenase deficiency
0305 [Nemann PICkEVE - BIEHIREIRIE | jemann-pick Disease (NP) 0327 |Rmei s Cerebrotendinous Xanthomatosis
0306 |#sEAERRE = mABEA iF Short-chain acyl-CoA dehydrogenase deficiency 0328 |l inEREwEEHERE Glut(Glucose Transport) 1 Deficiency Syndrome
0307 |B LIzl REREE Adrenoleukodystrophy (ALD) 0329 |BAIEMRMERELR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |RERARE EAL1EFBEARE Fatty acid oxidation defect 0330 |2 ERz MIE Sitosterolemia
0309 |aafitfk A LA = Sulfite oxidase deficiency 0331 |#HERREEA = E Molybdenum cofactor deficiency
0310 |BEM R ANIE, REERAF Fructose intolerance, hereditary 0332 |{EH R RaRaE Hypophosphatasia
0311 [EEFEHESR (FEIEE) Fucosidosis 0333 |EkARRBRS B B R BIE Globoid Cell Leukodystrophy
0312 |IR 3%t P dG Tk = 0 Carnitine deficiency syndrome, primary 0334 (B EERRF Barth Syndrome
0313 |MLDYERE Metachromatic Leukodystrophy ( MLD ) 0335 (Betaffi##Bgth= i Beta-Ketothiolase Deficiency
0314 |t peE Mitochondrial defact 0336 ijfgﬁﬁ%%ﬁﬁﬁﬁ%ﬁﬁ‘&ﬂﬁ%ﬁﬁﬁiﬁ fA® |[(Infantile fqrm Lysosomal Acid Lipase Deficiency
) (Wolman Disease) )
0315 |58 porphyria 0337 | Z B A EEEh = fiF Multiple Sulfatase Deficiency
0316 |EMFREE Wilson's disease 0338 |EMRBHRZE Biotinidase Deficiency




0317 |FeXR M ELAE MAE Congenital hyperlactic acidemia 0339 |EARKESEM R MR Leber hereditary optic neuropathy (LHON)
0318 |[FHFEMMRERERBESMEMFELE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |BEEESEEEL= fE Transaldolase deficiency

0319 |HFL# MmAE Galactosemia 0341 [ARERLASEAZ SE Cerebral Creatine Deficiency

0320 |#hlEEE Mucolipidosis 0342 |fRlRR(EEREBIHINEEEBIIEIEEF | Thiamine Metabolism Dysfunction Syndromes
0321 | Bt Bz NBREER 0343 [Shwachman-DiamondfiE{5Eaf Shwachman-Diamond Syndrome

0322 |Bkiba b= s a R Carbohydrate-deficiencyglycoprotein syndrome

(CDG)

04 ~ L\FHThEESH

0401 | 5% 14 At I 88 & 08 RE Primary Pulmonary hemosiderosis 0406 |Holt-OramECHE(ERF Holt-Oram Syndrome
S A R Idiopathic or Heritable Ppulmonary Arterial Andersen EGHE{EF (/LB R (R0 &I HE ;
0402 |FExieaiiB @ EMmEIk=E Hypertension (IPAH - HPAH) 0407 | i my - PR A Andersen's syndrome
0403 |Alstrom EGREERY Alsrtom Syndrome 0408 |ZER MR REE Asphyxiating thoracic dystrophy
0404 | K5 HEER SR BIAREBIL Idiopathic Infantile Arterial Calcification 0409 |SEFAHBIEME R R AR Congenital Central Hypoventilation
Syndrome(CCHS)

0405 (AL Cystic fibrosis

05 » H{E &ML

S y i S 5 : F R Cajal CME MR ESHIBEM [Congenital Interstitial Cell of Cajal Hyperplasis with

0501 [ETUREMHARERTFEE Progressive intrahepatic cholestasis (PFIC) 0503 R Reuranal itastial Dyspl
0502 |SeRIENRRE S plISTHE Inbon errors of bile acid synthesis 0504 Pl S BAREIRRE Alagille Syndrome

06 ~ i PR # ML KR
0601 | B EBLRBHE Nephrogenic Diabetes Insipidus 0605 |fEfeeisliRtSRIUEBER Autosomal recessive polycystic kidney disease
0602 | IE 5 SRR B (0B E X-linked hypophosphatemic rickets 0606 |BartterCAE(RES Bartter's syndrome
0603 |LoweECHEIERE Lowe sydrome 0607 |GitelmanECE{®aE Gitelman syndrome
0604 | RIS M EE Hypokalemia, familial 0608 |Ea{AECHENRD Alport Syndrome

07 ~ M BB EH 46 45 s A2
0701 [EEBFEMEER Moya moya disease 0725 |iBEMEEET B s Hereditary spastic Paraplegia (HSP)
I’ ¢ f S| Sz B
0702 |BIERERBERRE Agenesis of corpus callosum 0726 J%)uib)ertEEszﬂs‘sﬁ (REENEEEIRR | bant syndrome
0703 | & i8R LB R IR R PSR Spinocerebellar ataxia(SCA) 0727 g;ﬂl;ﬁaﬁe}tjg;ﬂerzbacheﬁ%ﬁ (Bi=E Pelizaeus-Merzbacher Disease
0704 |F T IAKEIEE Huntington disease (Huntington's chorea) 0728 |13 FoRE (4 Bl EE A5 14 AT PO ZE 8 iE) Kennedy Disease
0705 |#EEHEE{LIE Tuberous sclerosis (TSC) 0729 |HEMRMES SRS Familial Amyloidotic Polyneuropathy (FAP)
N 2 i Multiple sclerosis (MS) /Neuromyelitis Optica N— PR Pantothenate Kinase Associated
0706 |Z i@ {EhRE/iZ R WA H AL Shectiin Disardars (NMOSD) 0730 |iZ ik BRI AGRA I 22 1 AR b1 ey Neurodegeneration(PKAN)
0707 |Zellweger EGiEES: Zellweger syndrome 0731 |MoebiusfEEEf Moebius Syndrome
0708 | ERECRE Rett syndrome 0732 |McLeodfiFfxE% McLeod Syndrome
0709 |# BEEALPAZERRE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresiE{ERE Aicardi-Goutieres Syndrome
0710 |Menkes[CiE(REE Menkes disease 0734 |EisiRINERR Proteus Syndrome
0711 |NEMmERIZFEFEEEA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 kRS fEfREE MEhY EpG Biding Pratelry2 Diplication Sysdtar,
) ) MECP2 Duplication Syndrome

0712 | Z40-FFI-HLHT O AE Chareat Marie/Tooth Disedse, CHTTH spediay 0736 (M) ARYE (5% Cerebro-Costo-Mandibular Syndrome

Motor Sensory Neuropathy)




0713

GM1/GM24p A8 e E 5 TR

GM1/GM2 gangliosidosis

0737 |Dravet fiEfEEE

Dravet Syndrome (DS)

0714

Lesch-NyhanFG/E &R

Lesch-Nyhan syndrome

0738 | & HKE

Vanishing White Matter Disease

0715

RN O M B R (R B

Ataxia telangiectasia

0739 |ElEHIMaEALRE

Hypomyelinating Leukodystrophy (HLD)

Phospholipase A2-associated neurodegeneration

0716 |MEREFERINZIE Sialidosis 0740 |WilsERE AR EBA2 BRI 2 W ALRIEIEE R (PLAN)
0717 |Se R MRS S ETE Congenital insensitivity to pain with anhidrosis(CIPA) | 0741 |5Z4%- B3 S HrEiR B Pitt-Hopkins Syndrome
0718 | iR L IThAEISTHE R ES Hypothalamic dysfunction syndrome 0742 |CDKL5EAZ i CDKL5 Deficiency Disorder
0719 |Miller Diekerfie &% Miller Dieker syndrome 0743 |FOXGLfEERE FOXG1 Syndrome
0720 |#ASTEMIR BB bR Neuronal ceroid lipofuscinosis 0744 |BetalRITREEIIB 2 i@ L | Do ropeller Protein- Associated
Neurodegeneration (BPAN)
0721 |Alexander e Alexander disease 0745 |BE53R 11718 @ st i L’;ffa';;!fs'ggfgpfsce”d'”g Hereditary Spastic
0722 |@aeinar Stiffperson syndrome 0746 |outbepys M & GBS I BRAERRY g;ig?;g‘:'assem‘ax'L'“ked Intelectial Disalaility
0723 |B&IRRE S ERE TR fE Tyrosine hydroxylase deficiency 0747 |Schaaf-YangfEf#E# Schaaf-Yang syndrome
0724 |Wolfram EGHE{R B¥ Wolfram syndrome - DIDMOAD
08 - KEmRE
0801 |EEMFRE DR KM (RREE) Hereditary epidermolysis bullosa (EB) 0809 |HEH LS HINIBIEEK Infantile systemic hyalinosis
0802 |[EiRAEHRE (BREBHIEEE) Ichthyosis, lamellar recessive 0810 [Meleda &% Meleda disease
0803 |SMEE IR A RIE Ectodermal Dysplasias 0811 |DarierfGim ( EEAILE ) Darier's disease
0804 (B Collodion baby 0812 |EREALAEE Dyskeratosis Congenita
0805 |1t s Harlequin ichthyosis 0813 | KB BEAILERSH Lxjittes Dhice apiinrmlyHelRalmogp e

Keratoderma type Unna-Thost

0806

KBRS RE R BIBRAL RAE (R BT
AL EE)

Bullous Congenital Ichthyosiform Erythoderma,

Epidermolytic Hyperkeratosis

0814 |NethertonfiE{&#¥

Netherton Syndrome

0807

BREWIE

Incontinentia pigmenti

0815 [SEREEARREERE

Giant Congenital Melanocytic Nevus (GCMN)

0808

ARAS 578 B1LAE

Oculocutaneous albinism

09 ~ APy 7HEs

0901

HEEUARENENEEEEER)

Hereditary cytoplasmic body myopathy

0910 | BBl Ak ERAE

Becker Muscular Dystrophy (BMD)

0902

HEEAAZELRE

Duchenne muscular dystrophy (DMD)

0911 |Freemam-SheldonEGiE(#EE

Freemam-Sheldon syndrome

0903

cphz=AE (AL R EZEs )

Central Core Disease ( Central Core Myopathy )

0912 | RIAN L&A

Limb-girdle muscular Dystrophy

0904

Nemaline## ik Il A 5 4

Nemaline Rod Myopathy

0913 [SERMAFKEE

Congenital Muscular Dystrophy

0905

Schwartz Jampel FGfE{R B

Schwartz Jampel syndrome

0914 | Z8/EhZE A

Multiminicore Disease

0906 |AlLPISELAE Myotonic dystrophy 0915 |Emery-Dreifussill <& E Emery-Dreifuss Muscular Dystrophy (EDMD)
0907 |HEith BRI A ZE e 0916 |GNEZR L mE GNE Myopathy
0908 |All/VETEE Myotubular myopathy 0917 |RIGEEARMEIRERY Stormorken Syndrome
0909 (/= M R SE R YE Facioscapulohumeral muscular dystrophy
10 - BEafmE
1001 |AE-REIE GRIBEE) Osteogenesis imperfecta (Ol) 1009 |HRFHZEE Split-hand/ Split-foot malformation (SHFM)
1002 |ERBEBARE (JVIALR) Achondroplasia 1010 [BRUBRBHE AR Pseudoachondroplastic dysplasia
1003 |BELLE (REAEE) Osteopetrosis 1011 |Conradi-HunermannEGHE &8 Conradi-Hunermann syndrome




1004

ETHAEEL

Fibrodysplasia Ossificans Progressiva (FOP)

1012

LRNBRBEET2E

Multiple Epiphyseal Dysplasia

1005 |[REgiE2 a3 Primary Paget disease 1013 [RMEHRERTE Hypochondroplasia
1006 |EBESREEE Cleidocranial dysplasia (CCD) 1014 |FERERHRE Klippel-Feil Syndrome

i Y Ll =]
1007 ;fg)“”e AlbrightERREiRE: (RIREERE 1y cune Albright syndrome 1015 |BESEREEFE Craniometaphyseal Dysplasia
1008 |EREEERE Spondyloepiphyseal Dysplasia (SED)

11 - #RimAE AR AR

1101 |FERLEGEE (B AE) Marfan syndrome 1103 |SeREHmARRESNE (FREE) Ehlers Danlos syndrome IV
1102 |ELB BB ICAEIRRE (BEARER) Waardenburg syndrome 1104 | EGEER Beals Syndrome

12 ~ EMINAERE

1202 |EESEFMEM Thalassemia major 1207 |Fe R4 IR A E Rt B Diamond Blackfan Anemia (DBA)
1203 |M/)VRFRITAE Thrombasthenia 1208 |FEBaB MR E MAE IR EF Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |REEEGFEAECHRZIE Homozygous proetin C deficiency 1209 |EBESHZAE Protein S Deficiency
1205 |al-MEELERZE ol- Antitrypsin deficiency 1210 |SER M MAR M M /MRS T S2BHAE Congenital Thrombotic Thrombocytopenic Purpura
1206 |P= 5847 R M AL RIE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 « RIGFER
1301 |mBEEREREREQME Bruton's agammaglobulinemia 1306 |fEAzpl{n8ER=ZIE Complement Component 8 deficiency
1302 [FEE RS ER Chronic primary granulomatous disease 1307 |IPEXfERSE IPEX Syndrome
1303 [ERUBEBEREQEERR Congenital Hyper IgE syndrome 1308 | B R EIRE QMRS Hyper-lgM Syndrome
1304 [Wiskott-AldrichECRE(ERY Wiskott-Aldrich Syndrome 1309 |y TEERELRK Interferon y receptor 1 deficiency
1305 |BREEARREMZE Severe combined immunodeficiency 1310 (&4 MmEHKE Hereditary Angioedema (HAE)
14 « A7k ER
- . . FEBEEE - | - MREE - WAGR Syndrome(Wilms' tumor-Aniridia-
] i Cangeniial adrenal hypoplasia 1404 ﬁﬁﬂﬁﬁégﬁ (WAGR?E{I;\?S "o Genitour%nary Anémalies-mental Retardation)
1402 [{R1EEIERARAR (EEERE Pseudohypoparathyroidism 1409 | B LRRERFM L ACTH resistance
1403 |RI&FREE = EE R ME Homozygous familial hypercholesterolemia 1410 |SB—EUEE ML RDIRBEEMDEE ?)Se;:-g/:;:;ywtamm CE-Alpha-Hydmsgiess
1404 |ZK iSRRI E Familial hyperchylomicronemia 1411 |KallmannECRE{&#¥ Kallmann syndrome
1405 |l AR ASE (ABEEE) Acromegaly 1412 |k AR R R R Permanent Neonatal Diabetes Mellitus
1406 |Laron iR iEN=EE Laron syndrome (Laron dwarfism) 1413 |MIRAGE fEfESRs MIRAGE Syndrome
1407 |Kenny-CaffeyECiE(&RY Kenny-Caffey syndrome

15 - RIER RIS ETE

1501 |#isaAtmE R & Neurofibromatosis Type || 1505 |Beckwith WiedemannEGYE(R 2% Beckwith Wiedemann syndrome
1503 |#R B A Retinoblastoma 1506 |#EE &5 LIS 4 iE Lymphangioleiomyomatosis (LAM)

Von Hippel-LindaufE{ZE « EFB-

i 4 oy :
1504 |ie a4 frdg Neuroblastoma 1507 SRR Von Hippel-Lindau Disease (VHL)
16 - SMERERE
1601 |B s Apert syndrome 1617 |S6R IR IR OBV E;enﬂ;f)ﬁgh'm"s's‘PtOS'S'Ep'Ca“‘h“S'”Ve““S
1602 |CrouzonEGfE(R R Crouzon Syndrome 1618 |KabukifEIEHE Kabuki Syndrome




1603 |ZEZ= - 4B EGIE Russell-Silver syndrome 1619 |E-EE-15 (k) fiEf@d Oto-Palato-Digital syndrome
1604 f;gr;ella de LangeEiENRz - AW EHE Cornelia de Lange syndrome 1620 |RobinowEGHE % #¥ Robinow Syndrome
1605 (X feiriE Fragile X syndrome 1621 |PfeifferfCiE1EEF Pfeiffer Syndrome
1606 [CHARGEJE{RR¥ CHARGE Syndrome 1622 (5 ( Bt ) FPEASAEREE Nail-Patella Syndrome
1607 |Aarskog-ScottFCAE(ERE Aarskog-Scott syndrome 1623 |CFCHE{RRE Cardiofaciocutaneous Syndrome
1608 |Smith-Lemli-Opitziie {£3# Smith-Lemli-Opitz syndrome 1624 |Peters-PlusfE{#RE Peters-Plus Syndrome
1609 |Bardet-Bied|EGHEIERE Bardet-Biedl syndrome 1625 |NagerfE{ERE Nager Syndrome
1610 ;:)r senFOAEIR B (SAR- AR IEMALER Larsen syndrome 1626 |Coffin-Siris FEIEEF Coffin-Siris syndrome
1611 | E GE Pierre Robin Syndrome 1627 |- Ela iR RE White-Sutton Syndrome
1612 |Treacher CollinsECIEIE#¥ Treacher Collins syndrome 1628 |Ayme-GrippfE{&E#E Ayme-Gripp syndrome
1613 | LB M EIR R (R EY Multiple pterygium syndrome 1629 |Coffin-LowryfE{&Ef Coffin-Lowry Syndrome
1614 | B EKEE Noonan syndrome 1630 |MyhrefiEt®EE Myhre Syndrome
1615 |=HHZEREUEAMGE (NRAME)  |Costello Syndrome 1631 |RFMANEIRR Sensenbrenner Syndrome
1616 (Fraser FCYE{REEY Fraser syndrome 1632 | f - BEREAERR Keppen - Lubinsky syndrome
17 ~ ERREE

1701 |Prader-WilliEGRE{% 8% (/)\BEEEF) Prader-Willi syndrome (PWS) 1707 |Branchio-Oto-Renal fE{&EE Branchio-Oto-Renal Syndrome, BOR Syndrome
1702 |AngelmanERiE{&EE (R (E) Angelman syndrome (AS) 1708 |Kleefstra fiE{&EF Kleefstra Syndrome
1703 |mi BR AR ECIE Williams Syndrome 1709 |RK-ERFREAEIRR Wolf-Hirschhorn Syndrome (WHS)
1704 |DiGeorge'siE{EEE (IX&ia GIE) DiGeorge's Syndrome 1710 [Phelan-McDermid i 2 8¥ Phelan-McDermid syndrome
1706 |Rubinstein-TaybiEGAE{R ¥ Rubinstein-Taybi syndrome

18 ~ Eifth 53 $Ask A A REE
1801 [R&%E Hutchinson Gilford progeria syndrome 1809 [5EKMEFFRRIEN B AL ASE(RBE Klippel-Trenaunay syndrome
1802 |CockayneEGHiEf%4¥ « AU\ A GEEIERY  [Cockayne syndrome 1810 |3EfH MW M M EIRRAE Hereditary Hemorrhagic Telangiectasia
1803 |58 8- LRI K AR P¥ Hallermann-Streiff syndrome 1811 |Stargardt's [GfE Stargardt's disease
1804 |5 - BT - BRAEIREY Tricho-hepato-enteric syndrome 1812 | SR RMERATIE Aniridia
1805 [SER MK REIRRE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 4R &1iE Kohlmeier-Degos Disease
1806 | ABYEEYE Werner Syndrome 1814 |IRE M= BIRBAEE Occult Macular Dystrophy (OMD)
1808 |#E 153 & A R A M AIEE Campomelic dysplasia with autosomal sex reversal | 1815 |F&{AFKSER IR Leber Congenital Amaurosis (LCA)

AEMABETDIE
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