ERERESERBERERWIARA
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- ERERAMRAEHEY

0101 |ZEFAFRIE Phenylketouria(PKU) ER LR BRI Methylmalonic acidemia (MMA) .
0102 |EBERElg e Homocystinuria FYRg T Isovaleric academia (IVA)
0103 |31 {1k = i e 8 o Hereditary tyrosinemia PIEEILE Propionic acidemia (PA) ,
0104 |& BiR ReRg e Methionine adenosyltransferase deficiency \MET REEIEE - H— - Glutaric aciduria type 1, II
0105 [FRAERRAE Maple syrup urine discase (MSUD) BT (ot Bt 3-Hydroxy-3-methyl-glutaric acidemia
0106 |FEREE: = HREEE MmiE Nonketotic hyperglycinemia = HAEE m,@.@ A B el gz 3-Methylcrotony-CoA carboxylase deficiency
0107 |BeREBsiE Cystinosis ZaE R LA Multiple carboxylase deficiency
0108 |Z=FELRITE- A ¢ |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) T ﬁkEﬁF Hyperprolinemia
0110 LR A E Hyperlysinemia 55T LT EERE Aromatic L-amino acid decarboxylase deficiency
Ol (&R M Histidinemia
02 - REEBAHEE

0201 |JRFETE A Citrullinemia T R R Argininosuccinic aciduria

. . . . I crornithinemia-Hyperammonemia-
0202 |k o B e g F |Omithine transcarbamylase deficiency - yper .:. HICHHA-FLYPCTATIOnEa

M‘HOEQOEEE::.E Syndrome
0203 |Z Nitroacetylglutamate synthetase deficiency (NAG) 1 - it e Argininosuccinic Aciduria
03 RHEE
0301 Glycogen storage disease (type I~type 1V) Mucolipidosis
0302 |B52EIE (ype I ~ type VI) Mucopolysaccharidoses(type | ~ type VI)
0303 Gaucher's disease W KA E i A Carbohydrate-deficiencyglycoprotein syndrome
0304 Fabry Discuse BT Trimethylaminuria
0305 |fE 3 VWAL Niemann-Pick Disease Congenital generalized Lipodystrophy
. . p Medium-chain acy [-coenzyme Adehydrogenase

0306 Short-chain acyl-CoA dehydrogenase deficiency %w,wnﬁ_wow %\MW’WWU ez fincaldyUICEN
0307 Advenoleukodystrophy (ALD) Pyruvate dehydrogenase deliciency
0308 |AafifE A nrE b Fatty acid oxidation dele Cerebrotendinous Xanthoma
0309 |aohfih VbAgsL = Sulfite oxidase deficiency Glut(Glucese Transport) | Deficiency Syndrome




0310

Fructose mtolerance. hereditary

Rhizomehc Chondrodysplasia Punctata (RCDP)

0311

BRI C(f

Fucosidosis

Sitosterolemia

Carnitine deficiency syndrome, primary

Molybdenum cofactor deficiency

Metachromatic Leukodysiophy ( MLD

Hypophosphatasia

Mitochondrial defect 0333 Globoid Cell Leukodystrophy
porphyria 0334 Barth Syndrome
Wilson's disease 0335 Beta-Ketothiolase Deficiency
Cengenital hyperlaciic acidemia 0336 Eh Infantile form Lysosomal Acid Lipase Deficiency
Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |2 88 AR AR R MG = 4F Multiple Sulfatase Deficiency
0319 |FEFLME g Galactosemia 0338 |4 i = e Biotinidase Deficiency

Primary Pulmonary hemosiderosis 0406 |Holt-Oram E&fiE (%] Holt-Oram Syndiome
. d CRE{RERE
Primary Pulmonary Hypertensio,PPH 0407 ‘\wm mﬂrc_mnwﬁr m_w Andersen's syndrome
Alsrtom Syndrome 0408 |28 By g Asphyxiating thoracic dystrophy
Fik Idiopathic Infantile Arterial Calcification 0409 | S P M B SR S T AR B Congenital Central Hypoventilation Syndrome
Cystic fibrosis
05 « M b &S &S
T . o ) = CR M Cajal LRI RN 2 S OFIG IE MEE TLas B 1y
SOT T F T A B FRHE |Progressive intra holestasis,PFIC 3 AR .
0501 |MEFTIERIRIERT PUHE AR AE |Progressive intrahepatic cholestasis, PFIC 050 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 (5T ERE S S R R Inbon errors of bile acid synthesis 0504 [Pl S BRE (R Alagille Syndrome
06 ~ R &k
0601 S RIYER iE X-linked nephrogenicdiabetes insipidus 0604 | B MAR AL $THE Hypokalemia, familial
0602 |1 RYERERS i B5E | X-linked hypophosphatemic rickets 0605 | E Ba b 3 22 Bl B e Autosomal recessive polycystic kidney disease
0603 |Lowe [CHE{ERE Lowe sydrome 0606 |Bartter [ JEEEE Bartter's syndrome




07 - FEBR e R

B

0701 |BEEInEER Moya moya disease 0719 {Miller Dieker fiEfgt £ Miller Dieker syndiome

0702 (BREES S R 2 Agenesis of corpus callosum 0720 P& T A BE 18 8 EEFEIE Neuronal ceroid lipofuscinosis

0703 & 58/ B b BN VE AP 1E | Spinocerebellar ataxia 0721 |Alexander X.5% Alexander disease

0704 AL SRS Huntington disease( 3 f Huntington’s chorea) 0722 ({BHEAENWERT Stiffperson syndrome

0705 |G R EE Tuberous sclerosis 0723 |REHEREFR{LABGR Z i Tyrosine hydroxylase deficiency

0706 |23 MEVE{LEE Multiple sclerosis 0724 [Wolfram [&4E {51 Wolfram syndrome * DIDMOAD

0707 |Zellweger 5 iEIRES Zellweger syndrome 0725 |FHEMEE LS T B Hereditary spastic Parapleg

0708 |FFrlCIERRY Rett syndrome 0726 |Joubert [RAEEEF (FIEMNMEBENZEE A4 Joubert syndrome

0709 |35 REMERL N E T Spinal muscular atrophy 0727 |Pelizacus-Merzbacher FCHE (PtE GRS RIHSRE{LAE ) |Pelizacus-Merzbacher Disease

0710 [Menkes ECJE{RET Menkes disease 0728 [HIEMIIHE (A BEALBETER] mmmm i) Kennedy Disease

0711 |WLEE4E M HIZE{ERECH A |Amyotrophic lateral sclérosis (ALS) 0729 |F NI A 2 P i 4958 Familial Amyloidotic Polyneuropathy

0712 |Charcot-Marie-Tooth & fi Charcot-Marie-Tooth Disease 0730 ;2 BR sl > ph a8 R LR WMHMMMMMMM”HMQ »Ww%/%w ted

0713 |GMI/GM2 MESETE REEERUTE  |GMI/GM2 gangliosidosis 0731 |Moebius 3T {5 Moebius Syndrome

0714 |Lesch-Nyhan £CE{® Lesch-Nyhan syndrome 0732 |McLeod FEfERE McLeod Syndrome

0715 L almuin B IRIEIERE | Alada telangiectasia 0733 |Aicardi-Goutieres i HE Aicardi-Gouticres Syndrome
Sialidosis 0734 |58 HR T Proteus Syndrome

0717 Congenital insensitivity to pain with anhidro 0735 |MECP2 &5 & e 2 Wmﬁwﬁwm e
Hypothalamic dysfunction syndrome 0736 Cerebro-Costo-Mandibular Syndrome

08 - fZ

0801 Hereditary epidermolysis bullosa 0809 Infantile systemic hyalinosis

0802 Ichthyosts, lamellar recessive 0810 Meleda discase

0303 Ectodermal Dysplasias 0811 |Darier 53R CREEM{EE) Darier's disease

0804 [FERK 6L Collodion baby Dyskeratosis Congenita

-

0806 R Bullous Congenital ichthyosiform erythoderma Netherton Syndrome

0807 Incontinentia pigmenti TR Giant Congenital Melanocytic Nevus

0808

Oculocutaneous albinism




e ..,\,,x_mﬁmﬁ 4] lmm_ LR

Hereditary cytoplasmic body myopathy

Myotubular myopathy

TG Duchenne muscular dystrophy (DMD) [l Facioscapulohumeral muscular dystrophy
Central core myopathy 0910 | H B BBl A TR E Becker Muscular Dystrophy(BMD)
Nemaline Rod Myopathy 0911 [Freemam-Sheldon [GHE£% Freemam-Sheldon syndrome

0905 |Schwartz Jampel FSAE Schwartz Jampel syndrome AT Limb-girdle muscular dystrophy(tvpe 2A ~ 2B ~ 2D)
0906 (BILIASRELE Myotonic dystrophy 0913 Congenital Muscular Dystrophy
0907 (0914 Multimimcore Disease
10~
1001 BB i Osleogenesis imperfecta Spondyloepiphyseal Dysplasia(SED)
1002 [rEdeEm RN Achondroplas 1009 Split-hand/ Sphit-foot malformation ( SHFM )
Osteopetrosis 1010 Pseudoachondroplastic dysplasia
Fibrodysplasia Ossificans Progressiva 1011 Conradi-Hunermann syndrome
Primary Paget disease 1012 Multiple Epiphyseal Dysplasia
Cleidocranial dysplasia 1013 Hypochondroplasia
1007 |, McCunc Albright syndrome 1014 |5 K EaHES Klippel-Feil Syndrome
I - A
Marfan syndrome 1103 SR RaEar g B FLb s pu Ehlers Danlos syndrome IV
Waardenburg syndrome 1104 | SR FEERE Beals Syndrome
12 - EMIhEERE

1202 BT Thalassemia major 1206 (P84 18 RE AT 2R 4E Paroxysmal Nocturnal Hemoglobinuria
1203 [ MR e S35 Thrombasthenia 1207 | e R QAT iR A Diamond Blackfan Anemia
1204 |[EERETEEHE CHZHE  |Homozygous proctin C deficiency 1208 |FEOEIME PR BES MAE Atypical Hemolytic Uremic Syndrome
1205 | o 1-$BE G e = 5 a 1- Antitrypsin deficiency 1209 |FEEET S = Protein S Deficiency

13 - A
1301 (SR EEEE S ME  |Bruton's agammaglobulinemia 1306 |fEHEEk Y 8 B2 F Complement Component 8 deficiency
1302 | EFPEIRTE A SRR Chronic primary granulomatous disease 1307 [IPEX fE{5EE IPEX Syndrome
1303 |Fe kg s %Hﬂ_ E #5255 |Congenital Hyper IeE syndrome 1308 |Brsa ik E E M EIEEE Hyper-1eM Syndrome
1304 [Wiskott-Aldrich & i (e Wiskott-Aldrich Syndrome 1309 |y HHEZEHE 1 4 Interferon 7 receptor 1 deficiency
1305 | &Y Sa el = 0 Severe combined immunodeficiency




4 PR

mm\vmlrmﬂ

FE A (JRMARSE)

Congenital adrenal h

ypoplasia

1407 |Kenny-Caffey rCi

Kenny-Caftey syndrome

WAGR Syndrome(Wilms'  tumor-Aniridia-

102 BRI FRRBR TR Pscudohypoparathyro Genttourinary Anomalics-mental Retardation)
1403 |[EST 2% Homozygous familial hypercholesterolemia ACTH resistance

1404 |Z2EMES L Familial hyperchylomicronemia 1410 |1 o -7%4L 1 ¢ -hydroxylase deficiency

1405 |BEUREE AT GBS Acromegaly 1411 [Kallmann ECHE Kallmann syndrome

1406 [Laron [CERIGHEEES Laron syndrome (Laron dwarfism) 1412 |k A2 SRR B Permanent Neonata! Diabetes Mellitus

15~ FIEFHEE R

Neurofibromatosis Type Il 1505 |Beckwith Wiedemann Fhi{zE Beckwith Wiedemann syndrome
Retinoblastoma 1506 SO IR Shs Lymphangioleiomyomatosis(LAM)
1504 |FEKETHE Neuroblastoma 1507 | {H-14oasE Von Hippel-Lindau(VHL)
16 ~ SNERE
1601 |BREICIE Apert syndrome 1615 [Tl EE &G N D Costello Syndrome
1602 |Crouzon FefitfERs Crouzon Syndrome 1616 |Fraser BiE Fraser syndrome
1603 |ER2s et i g Russell-Silver syndrome 1617 |4 T M s iR E%:.a.oc:_EOm_m-Eof.ﬁ-mES_::5, Inversus
Syndrome
1604 |Cornelia de Lange ECIE{ERE Cornelia de Lange syndrome 1618 | IR CE IR Kabuki make-up syndrome
1605 X BEdTiE Fragile X syndrome 1619 |H-E-F5 () FEEH Oto-Palato-Digital syndrome
1606 [CHARGE B4 3T CHARGE association 1620 |Robinow FJE] Robinow Syndrome
1607 |Aarskog-Scott FGIE{FEE Aarskog-Scoll syndrome 1621 |Pfeiffer B E (B Pieiffer Syndrome
1608 |Smith-Lemli-Opitz JE {5 Smith-Lemli-Opitz syndrome 1622 [¥& (k) EEEAEE A Nail-Patella Syndrome
1609 |Bardet-Bied! R Bardet-Bied] syndrome 1623 |CFC JE(B:Hf Cardiofaciocutancous Syndrome
L CEITE R .
1610 AMH,M_: _wmwmmhmwﬁ PG ) Larsen syndrome 1624 |Peter-Plus i {55 Peter-Plus Syndrome
1611 |FZ e EIE Pierre Robin Syndrome 1625 |Nager fE{#EF Nager Syndrome
1612 | AlFl AR T LR SEARBE Treacher Collins syndrome 1626 |Coffin-Siris fE{REE Coffin-Siris syndrome
1613 |28 M BB E (BB Multiple pteryeium syndrome 627 1B - Rt White-Sutton Syndrome
1614 |[B2EHEIE Noonan syndrome




17 ~ iR

Pradec-Willi ECHENRTEE

Rubinstein-Taybi £CIE 5

Rubinstein-Taybi syndrome

1701 CNEEBGR] ~ $TIETTED) Prader-Willi syndrome 1706
1702 {Angelman FCREIERE(AEEBLE) Angelman syndrome 1707 |Branchio-Oto-Renal fE{EE Branchio-Oto-Renal Syndrome
1703 ZEEE LG fE Williams Syndrome 1708 |Kleefstra fiE {51 Kleefstra Syndrome
1704 [DiGeorge's fifetBF (KEIAEE)  [DiGeorge's disease
18 ~ HAth s 3HsA B
1801 |53 Hutchinson Gilford progeria syndrome 1809 S BRI B AR A A (B Klippel-Trenaunay syndrome
1802 |Cockayne £ (gL EEE  |Cockayne syndrome 1810 | A I B R Hereditary Hemorrhagic Telangiectasia
1803 [ A AW e Hallermann-Streiff syndrome 1811 |Stargardt’ s EC¥il Stargardt’ s disease
1804 |¥2—HF— BER Tricho-hepato-enteric syndrome 1812 |/ anindia
1805 Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 4780 Kohlmeter-Degos Disease
1806 Werner Syndrome 1814 |FREPE R EF SRR 480 Occult Macular Dystrophy
1808 |iEseE T BRI HE 4] Campomelic dysplasia with autosomal sex reversal
CRRBAEETSE  SRABFESERECAEAERERZEBEHGEL 24971E) ARBE-LEHIRTERASRETEPARBHMZ2ER -
FIMAE 2 HEERE FESEESAS (HREE 2017 £4 AR 21618 ) WEREHEDS KB RERERAEHETER -




