FRERESERBFERERFHIAMARZ (2017 REBELHER) .
0101 |ZHHFRFE Phenylketouria(PKU) 0112 |HERN RImE Methylmalonic acidemia (MMA)
0102 |/ e Bais e Homocystinuria 0113 | g AE Isovaleric academia (IVA)
0103 |33 B Els s MfE Hereditary tyrosinemia 0114 |FBEEMUE Propionic acidemia (PA)
0104 |75 HR Bt Az % Iy Methionine adenosyltransferase deficiency MET 0115 |R_EgdE » 55—~ =8 Glutaric aciduria type 1, I
0105 ARAEFRIE Maple sysup urine disease (MSUD) 0116 | RGeS 3-Hydroxy-3-methyl-glutaric acidemia
0106 |JER e g e Nonketotic hyperglycinemia 0117 | = ELE T ERdale A LB EEL IR 3-Methylcrotony-CoA carboxylase deficiency
0107 |WeHEREE Cystinosis 0118 |83 LA ZIE CEWER R TE)  (Multiple carboxylase deficiency
0108 [HHRRIE- PUSIEUEISELZ fE  |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 |=Blif«EE fiE Hyperprolinemia
0110 = ¥R LR MIE Hyperlysinemia 0120 |[5EE L-RERER R AR F Aromatic L-amino acid decarboxylase deficiency
0111 |4H R M i fE Histidinemia
: 02 ~ REBBRABHEE

0201 |JEHERZ M ¥E Citruliinemia 0204 |15 T sl Z 00 Argininosuccinic aciduria

- . - e e F - e .|Hyperornithinemia-Hyperammonemia-

%5 : ; e (1 - = BN T - = e -2 21
0202 |2 Rms & G L AL st = iF [Omithine transcarbamylase deficiency 0205 | B T - = 4 i - = R B [E (R B Homocitrullinusia Syndrome
0203 | EEs e e S REeE = E Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |3&RE T —BEREZ L= Argininosuccinic Aciduria
03 - EMAHARE
0301 [FFEEGEREEE (type I~lype IV)  |Glycogen storage disease (type [~type IV) 0320 |FEHSEHE Mucolipidosis
0302 |[EESLEEE (type I~ type VD Mucopolysaccharidoses(type I ~ type VI) 0321 (B sfor g 7 (L B E R
0303 |SEERE Gaucher's disease 0322 {RAKAE &L= I E B fEI1REE Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry DUiE (GAAREROGHE ) Fabry Discase 0323 LELFRE Trimethylaminuria
0305 |[ESUCHE Niemann-Pick Discase 0324 e RE2SEEEBEFRE Congenital generalized Lipodystrophy
0306 |FEEtASHE S E s Short-chain acyl-CoA dehydrogenase deficiency 0325 |-hHEREERTE AR IE Me.dl.u m-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)

0307 | B RIS 0B BE Adrenoleukodystrophy (ALD) 0326 |G FR S NG5 ZIE Pyruvate dehydrogenase deficiency
0308 |BERiilESEALIE FH®bE Fatty acid oxidation defect 0327 |R&RLME SR E Cerebrotendinous Xanthomatosis
0309 |SEREEE A LA Sulfite oxidase deficiency 0328 |HSMn%E R Sk ke Glut(Glucose Transpert) 1 Deficiency Syndrome




2

0310 3B {4 RFENTHE, FEEFRIE |Fructose intolerance, hereditary 0329 (RUMmRIES AT E R Rhizomelic Chondrodysplasia Punctata (RCDP)

0311 [EiE N RE (F8E)  |Fucosidosis 0330 | 2 El7 fusE Sitosterolemia

0312 | RS PERE= fE Carnitine deficiency syndrome, primary 0331 |SHiERREZ IE Molybdenum cofactor deficiency

0313 |MLD JE{EEE Metachromatic Leukodystrophy (MLD ) 0332 {{EHELEEERmE Hypophosphatasia

0314 [FrERESHARE Mitochondrial defect 0333 FRUDATHS 2 B LB Globoid Cell Leukodystrophy

0315 |REIE porphyria 0334 |EERAERERE Barth Syndrome

0316 |REFRCE Wilson's disease 0335 |Beta B AFESERZ fE Beta-Ketothiolase Deficiency

0317 |FeR s BB IE Congenital hyperlactic acidemia 0336 |2 5EAYAERRONE M RERTRsE = fE Infantile form Lysosomal Acid Lipase Deficiency
0318 Eﬁ%gﬁiﬂﬂ%%?@fﬁﬁw Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |25 3R B HERBEL 2 iE Multiple Sulfatase Deficiency

0319 |FUHEIE Galactosemia 0338 | EYRERGRZAE Biotinidase Deficiency
_ == S S ;ﬁéﬁ%ﬁ%@

0401 |35 P4 Hfidn #E 0BT Primary Pulmonary hemosiderosis 0406 [Holt-Oram EEJEIGRE Holi-Oram Syndrome

Andersen (RIEMERE (LR EEEZEEREME

0402 |JFiEd = i 0, L o '

02 | IS AT BT BAE Primary Pulmonary Hypertensio,PPH 0407 TR (R  STEb T ) Andersen's syndrome

0403 |Alstrom ECAE(REE Alsrtom Syndrome 0408 | B AR EE ‘ Asphyxiating thoracic dystrophy

0404 |f8 488 SUBDAREER Idiopathic Infantile Arterial Calcification 0409 |FoRMEIEMERREA BEEEE Congenitat Central Hypoventilation Syndrome
0405 |BEARERAEL Cystic fibrosis

T

e

Tt
Sl /ﬁs‘ﬁw

N Lo oo . . : y ji B AR A A GG I AR T =t
0501 |EEfTH B ETERT AE A BT IE Progressive intrahepatic cholestasis,PFIC 0503 TR @'Cajal EEF.T’E iz a'&‘“.':' {ﬁﬁ%ﬁ?ﬁﬁéﬁﬂ'_‘.ﬁﬁﬁ% .
Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl

0502 |$EFERERE SR EE Inbon errors of bile acid synthesis 0504 Py ECRE(REE ' Alagille Syndrome
0601 |BHEEUFRHRE X-linked nephrogenicdiabetes insipidus 0604 | FiFEM: (R I $E Hypokalemia, familial
0602 MEERE EEVEBEIEEI{(ERE | X-linked hypophosphatemic rickets 0605 |BEEEEMBESENEER Autosomal recessive polycystic kidney disease

0603 |Lowe ECIE{REY Lowe sydrome 0606 |Bartter EEIERE Bartter's syndrome




07 ~ RN -

0701 | BB E TR Mova moya disease 0719 [Miller Dieker JE(RTEE Miller Dieker syndrome
0702 |BREEESFE A 26 Agenesis of corpus callosum 0720 A& TTHiAS HE e B RTE Neuronal ceroid lipofuscinosis
0703 |88/ MRS EtHaaRERE |Spinocerebellar ataxia 0721 |Alexander [XJ" Alexander discase
0704 | THRKSHISIE Huntington disease( 3% Huntington's chorea) 0722 (B fEfERE Stiffperson syndrome
0705 |&5RHMERE L Tuberous sclerosis 0723 |B&f i PR (L AGEL = 5iF Tyrosine hydroxylase deficiency
0706 | %3 LIE Multiple sclerosis 0724 |Wolfram [CREREE Wolfram syndrome > DIDMOAD
0707 |Zellweger DSfE{ERE Zellweger syndrome 0725 |BEHREMET SR Hereditary spastic Paraplegia
0708 |[FiRrICElRR Rett syndrome 0726 |Joubert BIEIRREE (FEM/NMESEEEE =) Joubert syndrome
0709 |#F a8 bR AEEYEE Spinal muscular atrophy 0727 |Pelizacus-Merzbacher FCHE (& FEEERIBEHF{LAE ) |Pelizacus-Merzbacher Disease
0710 |Menkes EIEREE Menkes disease 0728 | H M ICE (BREEREEIAERE) Kennedy Disease
0711 |IEMEERZEE{DECEREA) |Amyotrophic lateral sclerosis (ALS) 0729 | R S MR s Familial Amyloidotic Polyneuropathy
0712 |Charcot- Marie- Tooth FGE |Charcot-Marie-Tooth Disease 0730 |SE RS > FHE (L e e oo
0713 |GMI/GM2 #EE S EFISEEE |OM1/GM2 ganglicsidosis 0731 [Moebius fEIREE Moebius Syndrome
0714 |Lesch-Nyhan [ (&R Lesch-Nyhan syndrome 0732 |McLeod E{RERE McLeod Syndrome
0715 |FLEAFMIMERGRIE(ERE  |Ataxia telangiectasia 0733 |Aicardi-Goutieres TE{EEE Alcardi-Goutieres Syndrome
0716 |HEFEREZEGLZAE Sialidosis 0734 R FelrEERE Proteus Syndrome
0717 | SRR ERE S HH4%TIE |Congenital insensitivity to pain with anhidrosis | 0735 |MECP2 SR & (RRE g@igﬁfc} binding protein 2 Duplication
0718 | T T UIREEBHEIREE Hypothalamic dysfunction syndrome 0736 (FSih/ NEEIREE Cerebro-Costo-Mandibular Syndrome
0801 [E{H M= 7 iRt K HBiE Heraditary epidermolysis bullogsa 0809 | B FAAY = B B TR AR et Infantile systemic hyalinosis
0802 (B AsEE ( SALREMEBEE)  [Ichthyosis, lamellar recessive 0810 [Meleda EJF Meleda disease
0803 |FMNIEfEHE 4R R Ectodermal Dysplasias 0811 [Darier B (EZEA{LEE) Darier's disease
0804 [RBHEESE Collodion baby 0812 |FekM:m bR Dyskeratosis Congenita

; L . . =1y Diffuse Non-epidermolytic Palmoplantar
0805 (B fa ity Harlequin ichthyosis 0813 | FZJe 8P AT =1 Keratoderma type Unna-Thost
0806 [/K RISt A EELT B7iE | Bullous Congenital ichthyosiform ervthoderma | 0814 |Netherton FE{gE: Netherton Syndrome
0807 | ATRIE Incontinentia pigmenti 0815 | MEEARIEERRE Giant Congenital Melanocytic Nevus
0808 IRBFFEEEE QOculocutaneous albinism
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0901 Hereditary cytoplasmic body myopathy 0908 (Bl NE RS Myotubular myopathy

0902 FERRICHAZELERE Duchenne muscular dystrophy (DMD) 0909 |TH/EFR LA S E Facioscapulohumeral muscular dystrophy

0903 (AL Sdl 22 55 Central core myopathy 0910 A BUALA&EAE Becker Muscular Dystrophy(BMD)

0904 |Nemaline £RARANFOFRES Nemaline Rod Myopathy 0911 {Freemam-Sheldon RAFEHEEF Freemam-Sheldon syndrome

0905 |Schwartz Jampel [CHE(#EE Schwartz Jampel syndrome 0012 (FEESEUNEBE(EE 24 Y - S5 2B A4 ~ 55 2D #)  |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0906 |ILAGEESE Myotonic dystrophy 0913 [SoRMAEERE Congenital Muscular Dystrophy

0907

HARFIRL A SEE

0914

g/ NN LR

Multiminicore Disease

I RET)

1014 |SeRSaMeiR
SR

S RAEARRG AL E B

1001 |eEfeiE (i) Osteogenesis imperfecta 008 |HARERY Spondyloepiphyseal Dysplasia(SED)

1002 [#vESEEA2ECMMNAR)  |Achondroplasia 1009 (BIFBUERE Split-hand/ Split-foot malformation ( SHEM )
1003 [FHEAELE REAEH) Osteopetrosis 1010 |ERMECE HE -~ 2 Pseudoachondroplastic dysplasia

1004 PEFTEE MR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann B3 {EEE Conradi-Hunermann syndrome

1005 |FREGHEERMER X Primary Paget disease 1012 | B MEHREEASE Multiple Epiphyseal Dysplasia

1006 FHEBEEEEY Cleidocranial dysplasia 1013 | KRB HBETISE Hypochondroplasia

1007 McCune Albright [AEREHH: McCune Albright syndrome Klippel-Feil Syndromé

1101 (B MLEGHE (Bnik AE) Marfan syndrome 1103 Ehlers Danlos syndrome IV
1102 |FEMAIEIREFEERYE)  (Waardenburg syndrome 1104 |BECAERR Beals Syndrome
1202 (BRI Thalassemia major 1206 (fEE%METR R AT PR IE Paroxysmal Nocturnal Hemoglobinuria
1203 {ifn/MREESIE Thrombasthenia 1207 |SeF 44T Bk A gt i Diamond Blackfan Anemia
1204 |[EEFRETFEAY CHZE  [Homozygous proetin C deficiency 1208 |FEBLEVE R EEIS MR Atypical Hemolytic Uremic Syndrome
1205 | 1- i E O iR = @ 1- Antitrypsin deficiency 1209 |BEEE S BE= Protein S Deficiency

B .

1301 (fETEE EREBRESMEE  |Bruton's agammaglobulinemia 1306 |¥HBSRf) 8 BRETE Complement Component § deficiency
1302 (IS EFIEAe M A RE R Chronic primary granulomatous disease 1307 |IPEX JE{ERE IPEX Syndrome

1303 |Se RS yEERE G E EfREE |Congenital Hyper IeE syndrome 1308 |EREREA M IEFEEE Hyper-IsM Syndrome

1304 |Wiskott-Aldrich FoREfREE Wiskott-Aldrich Syndrome 1309 |y HEZEZHE 1 & Interferon 7 receptor 1 deficiency
1305 |BEE e S i e R Z N Severe combined immunodeficiency
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1501

Neurofibromatosis Type 11

1505

1401 FeRiER DS A A4S (GRE4E) C.ongenital adrenal hypoplasia 1407 |Kenny-Caffey ECRE(ERE Kenny-Caffey syndrome

1402 |{Et4:RIFHARBRERETE Psendohypoparathyroidism 1408 ggﬁggﬁw Tgfﬁfgﬁ ;ﬁﬁ VR ggfﬁlﬁr{;ﬁlﬁiﬁlﬁgme;l}[;?(g;?aljg:iﬁn)
1403 |F&FRIEESEEERME Homozygous familial hypercholesterolemia | 1409 %8 LR R ZHiME ACTH resistance

1404 |Z2HENE S FLBERUI (UIE Familial hyperchylomicronemia 1410 |1 o -FR{CEEELZ MEIRRE 1 & -hydroxylase deficiency

1405 [BEAEEAE (REEE) Acromegaly 1411 [Kallmann FAEIERE Kalimann syndrome

1406 |Laron [GER{RAERERE Laron syndrome (Laron dwarfism) 1412 |7k A 4 SRR RRp Permanent Neonatal Diabetes Mellitus

Beckwith Wiedemann FIEREE

1507

T

WS Beckwith Wiedemann syndrome
1503 [{R48R RHEmARRE Retinoblastoma 1506 [#EMEFERLAE £ IE Lymphangioleiomyomatosis(LAM)
1504 | TR RI4MARRE Neuroblastoma Von Hippel-Lindau(VHL)

BT O-PREE R

SRS R R CNE )

SRR T b S

Costello Syndrome

1601 | ERREE Apert syndrome 1615

1602 |Crouzon ECIE(REE Crouzon Syndrome 1616 |Fraser ERIE Fraser syndrome

1603 |EE2paam e g Russell-Silver syndrome 1617 Vet iR e N ?;ilzllizisgh1m051s—Pt081s—Eplcanthus Inversus

1604 |Cornelia de Lange ECRE(REE Cornelia de Lange syndrome 1618 |FREETEIREE Kabuki make-up syndrome

1605 |X FEHIE Fragile X syndrome 1619 |E-#5-15 (RL) EEE Oto-Palate-Digital syndrome

1606 |CHARGE =857 CHARGE association 1620 |Robinow ECIENERF Robinow Syndrome

1607 |Aarskog-Scott ERIEIRES Aarskog-Scott syndrome 1621 |Pfeiffer FIEFRRE Pfeiffer Syndrome

1608 |Smith-Lemli-Opitz fEIRES Smith-Lemli-Opitz syndrome 1622 15 (FE) PREEEREE Nail-Patella Syndrome

1609 |Bardet-Biedl SR IERRE Bardet-Bied! syndrome 1623 |CEC fE(REE Cardiofaciocutaneous Syndrome
Larsen FCRE(EEF ) . : )

1610 RS R TR Larsen syndrome 1624 |Peter-Plus JEMZEE Peter-Plus Syndrome

1611 |FEH BB ICEE Pierre Robin Syndrome 1625 |Nager fEfERF Nager Syndrome

1612 [EEAIF bR ECIE RS Treacher Collins syndrome 1626 |Coffin-Siris E/REF Coffin-Siris syndrome

1613 |28 EARPERE (38T Multiple pterygium syndrome 1627 VBT -REIR eI White-Sutton Syndrome

1614 |43 ECE Noonan syndrome




TPrader-Willi FofEREE

1701 UNBERIF « £ozsren Prader-Willi syndrome 1706 |Rubinstein-Taybi F&iEREE Rubinstein-Taybi syndrome
1702 |Angelman FIEIRRE(BEETT{E) Angelman syndrome 1707 |Branchio-Oto-Renal fE{REE Branchio-Oto-Renal Syndrome
1703 ||k ERAR ICIE Williams Syndrome 1708 |Kleefstra SE{REE Kleefstra Syndrome

1704 |DiGeorge's fE{ERE (KTEATED)

DIGEOI oe's d1sease

1801

s

Hutchmson Gllford progeria syndrome

5"1:9% f’fﬁﬁf Hﬁﬂfé HEA R Klippel-Trenaunzy syndrome
1802 [Cockayne [X, (fl&l|RKMEREEE |Cockayne syndrome 1810 |3 {8 1 i 1 1 B 4R e Hereditary Hemorrhagic Telangiectasia
1803 |8 B 50 {EA R R ERRE Hallermann-Streiff syndrome 1811 |Stargardt’ s EEAE Stargardt’ s disease
1804 |82— KT —EBfE(REE Tricho-hepato-enteric syndrome 1812 |Se R M fued] B aniridia
1805 SR iMh7K g REMERE Congenital Varicella Syndrome 1813 [Kohlmeier-Degos $%&E Kohlmeier-Degos Disease
1806 |REAZYEESE Wemer Syndrome 1814 |[BEM: RN RE Occult Macular Dystrophy
1808 MEIS#E T BB RIEE{E Campomelic dysplasia with autosomal sex reversal
*AERRAEETHE ERENESERBZAMAERERCEREE(H 24918) . HRASE—EHANAFSRASHERETANSTRE 255K
UAEZYERER T EEEEEBAE (BAEE 2017 £4 BH 216 18 ) WEREHES -  KREREREELEHEBTEY -




