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(U BN RE, SEEEFRYE  [Fructose intolerance, hereditary' 0329 R BERT e #E A R Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |EEeME(CHl R (EfGE)  [Fucosidosis 0330 | [El B i Sitosterolemia
0312 ([ 38 A iREL = iE Carnitine deficiency syndrome, primary 0331 |sHflEE = iE Molybdenum cofactor deficiency
0313 [MLD fEf#E: Metachromatic Leukodystrophy ( MLD ) 0332 |{EmiEEeNEE Hypophosphatasia
0314 |fusRasHLiE Mitochondrial defect 0333 |ERAMAERS 5 E i Globoid Cell Leukodystrophy
0315 [SVEE porphyria 0334 |ECEERE Barth Syndrome
0316 | AR LCIE Wilson's disease 0335 |Beta fitfi#EEEL = iE Beta-Ketothiolase Deficiency
0317 LI i Congenital hyperlactic acidemia 0336 (B850 R ARG E 4R lhERs: = iE Infantile form Lysosomal Acid Lipase Deficiency
Zi b} =g

0318 ﬁm _HM__%H&E ERR TR RET Persistent hyperinsulinemic hypoglycemia of infancy | 0337 | 2% &0 BE el = iE Multiple Sulfatase Deficiency
0319 [AFEFLA 0 Galactosemia 0338 (L PZEREG =T Biotinidase Deficiency

04 ~ DHHZHRER A
0401 |5 g i 838 BT RECE Primary Pulmonary hemosiderosis 0406 [Holt-Oram FCIE{EREE Holt-Oram Syndrome

I e R

0402 |55 58 P il Bl I ey A AEE Primary Pulmonary Hypertensio,PPH 0407 WMMWMWWMﬁﬁw rTW ﬂmﬁiﬁwww ) Sl Andersen's syndrome
0403 |Alstrom ECAE(REE Alsrtom Syndrome 0408 |2 B MERafE S iE Asphyxiating thoracic dystrophy
0404 45558 1428 e BhAREE Idiopathic Infantile Arterial Calcification 0409 e KM EM IR R R R Congenital Central Hypoventilation Syndrome
0405 |BEARAAEAL Cystic fibrosis

05 ~ B RS

He T : Ty P He — 5
- e L ; o SR M Cajal [CIEVE AR 4 S RGBS T RE

0501 [HEFTHESRIRIERT PUBET i B |Progressive intrahepatic cholestasis,PFIC 0t Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 (SRR & R Inbon errors of bile acid synthesis 0504 |Farir a5 BloE (B Alagille Syndrome

06 ~ WhPR F8rnkel
0601 |EFHEEY R/ X-linked nephrogenicdiabetes insipidus 0604 | MR A FFHE Hypokalemia, familial
0602 |T4:Hk EA R S () #5iE | X-linked hypophosphatemic rickets 0605 |5 Haf i 32 T B Rm Autosomal recessive polycystic kidney disease
0603 |Lowe ECIEREEE Lowe sydrome 0606 (Bartter ESiE(ERE Bartter's syndrome
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S,EEﬂm

0901 |35 {ME A AR AT PR A AT Hereditary cytoplasmic body myopathy 0908 |BIL/NE it Myotubular myopathy
0902 |5 L A ZEERE Duchenne muscular dystrophy (DMD) 0909 | /= B BE RIS T Facioscapulohumeral muscular dystrophy
0903 |HILHR Jziif 2= 97 Central core myopathy 0910 |EveRIHLAIL TR E Becker Muscular Dystrophy(BMD)
0904 |Nemaline 43 AR HIL PR Nemaline Rod Myopathy 0911 |Freemam-Sheldon EGIE7RE Freemam-Sheldon syndrome
0905 [Schwartz Jampel EGHE{ERE Schwartz Jampel syndrome 0912 |BFFRIRAIL S ECGE 2A 1Y ~ 55 2B Y ~ 55 2D ) |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0906 (AILIAISE ELE Myotonic dystrophy 0913 (S A RN AT Congenital Muscular Dystrophy
0907 |t B AL A 2 K 0914 2480 Nl ZE Al Multiminicore Disease
s,wﬂmm

1001 |RSE A i (BERE R Osteogenesis imperfecta 1008 |E#d 35 2H Spondyloepiphyseal Dysplasia(SED)
1002 [#EsEF A2 Achondroplasia 1009 wmmmmmmﬁm Split-hand/ Split-foot malformation ( SHEM )
1003 |'BE AT (REATTT Osteopetrosis 1010 (ERMEEvE S5 A4 Pseudoachondroplastic dysplasia
1004 (HEFTVESALMERTL 2% Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann [CAE{ZEE Conradi-Hunermann syndrome
1005 _ﬂ e A mruw Primary Paget disease 1012 | M E i s A2 Multiple Epiphyseal Dysplasia
1006 |fHE FE 5 By Cleidocranial dysplasia 1013 |2 F 2355 1 2 Hypochondroplasia
1007 _umn_mwr Ecﬁmv: EREREHCR McCune Albright syndrome 1014 | SRS Klippel-Feil Syndrome

:,ﬁﬁﬁﬁﬂm
1101 |35 NLECHE (kA E Marfan syndrome 1103 |50 R A4 4H 28k S 5 S5 Ty Ehlers Danlos syndrome IV
1102 (LA IREERF(EEARER)  |Waardenburg syndrome 1104 |SEHCAERRE Beals Syndrome

12 ~ SEIMIIEERE
1202 |EEH i Thalassemia major 1206 |Fi&E TR R MEL Z R E Paroxysmal Nocturnal Hemoglobinuria
1203 [ ) vk fie i Thrombasthenia 1207 |Fe R MEATAT Bk A A st 2 i Diamond Blackfan Anemia
1204 |[EEAEGTFELE CEZE  [Homozygous proetin C deficiency 1208 |FE B bR 345 M (A Atypical Hemolytic Uremic Syndrome
1205 | cv 1-5IRER B B = i @ 1- Antitrypsin deficiency 1200 |TEH'E S BAZ4E Protein S Deficiency

13~ R

1301 |AAEEEC SR EERE G E  |Bruton's agammaglobulinemia 1306 |#EFSRY {77 8 Tt = 1E Complement Component 8 deficiency
1302 |[EEEtES 1 A S R Chronic primary granulomatous disease 1307 |IPEX fE(ZE: IPEX Syndrome
1303 |S: K1k S o yEERE 3 E iEfEEE | Congenital Hyper IgE syndrome 1308 | & e E Bk E A M fE#ERE Hyper-TgM Syndrome
1304 [Wiskott-Aldrich [CAE(FE Wiskott-Aldrich Syndrome 1309 | v THEZRZHL 1 845G Interferon 7 receptor 1 deficiency
1305 |t &R I Eh =0 Severe combined immunodeficiency
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1701 Wﬂmﬂmwﬁ___:_\wwﬂ%wwwv Prader-Willi syndrome ] 1706 |Rubinstein-Taybi ECSE{zRE Rubinstein-Taybi syndrome
1702 |Angelman [GYE R (REEE () Angelman syndrome 1707 |Branchio-Oto-Renal fiE{ERE Branchio-Oto-Renal Syndrome
1703 |/ Hig i G Williams Syndrome 1708 |Kleefstra JiE i Kleefstra Syndrome
1704 |DiGeorge's fEf#RE (IKEALLAE)  [DiGeorge's disease
18 ~ FAt S IHERABARA
1801 |5-EAE Hutchinson Gilford progeria syndrome 1809 [Fe R MERFARMEIE B HE A AE (5B Klippel-Trenaunay syndrome
1802 |Cockayne X, (FTHILRIE)EERE [Cockayne syndrome 1810 [ZE {4 i M AR5 RAE Hereditary Hemorrhagic Telangiectasia
1803 |/t B -oh i s e (G E (R T Hallermann-Streiff syndrome 1811 (Stargardt’ s ESJiE Stargardt’ s disease
1804 (52 — B — B fpadt Tricho-hepato-enteric syndrome 1812 [FeR M AmaT 5 aniridia
1805 |Fe R ARG E: Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 47 Kohlmeier-Degos Disease
1806 % A FY R E Werner Syndrome 1814 |FREME LA TEE Occult Macular Dystrophy
1808 |MGfEae A1 B R M RIHA & Campomelic dysplasia with autosomal sex reversal
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