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0316 B EAREE Wilson's disease 0335 |Beta GifERSEL= FE Beta-Ketothiolase Deficiency

0317 FoRtEE ARs iR Congenital hyperlactic acidemia 0336 |22 R AR ES ISR 1 A EEL = Infantile form Lysosomal Acid Lipase Deficiency
T b =i A ; L ) : . . .

0318 mwwm& REZBE Persistent hyperinsulinemic hypoglycemia of infancy | 0337 | %@ R BB ISHEEL = JE Multiple Sulfatase Deficiency

0319 A LZMEE Galactosemia 0338 HrERGELT i Biotinidase Deficiency

0401 |[FESTE R e B TTREE Primary Pulmonary hemosiderosis 0406 [Holt-Oram K IE{ERE Holt-Oram Syndrome

Andersen ECHEIREE (0 BEERERE A EAlE

PR .L_M..l 255 i i » H . 1mm P _
0402 | ERmENIR S B Primary Pulmonary Hypertensio, PP 0407 PR EE | ST AR EES ) Andersen's syndrome
0403 |Alstrom FRIEIREE Alsrtom Syndrome 0408 | =S R Asphyxiating thoracic dystrophy
0404 |F7E B8R FENAREE(L Idiopathic Infantile Arterial Calcification 0409 |FeRMEPREMRE T EEERE Congenital Central Hypoventilation Syndrome

0405 | BEAR AL Cystic fibrosis

B R Cajal BB M 2 R B T B S R

,T_ \ o L s .. . .
0501 T HERBRIERTPHES 17 5 |Progressive intrehepatic cholestasis, PFIC 0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |Fe R e &R Inbon errors of bile acid synthesis 0504 |BEThISEUEREES Alagille Syndrome

0601 |BFREYERERE X-linked nephrogenicdiabetes insipidus 0604 | IR EPFEE Hypokalemia, farilial
0602 |MERFEEAEEEEREEAEM | X-linked hypophosphatemic rickets 0605 | Bt BE LI EER Autosomal recessive polycystic kidney disease
0603 Lowe CHE/ERE Lowe sydrome 0606 (Bartter I fE/EEE Bartter's syndrome

0701 | BRI mEER Meya moya disease 0720 FEETLIEEIE IR B TR Neuronal ceroid lipofuscinosis
0702 |BHIEREEN 2 Agenesis of corpus callosum 0721 {Alexander L3R Alexander disease

0703 |#88/ MEBRICMEENEREEEEE | Spinocercbellar ataxia 0722 | BABEE(RES Stiffperson syndrome

0704 | = THEE 280 Huntington disease( 3 Huntington's chorea) 0723 B Be B LEsRL = Tyrosine hydroxylase deficiency
0705 |&EEREELE Tuberous sclerosis 0724 |Wolfram RAEEEF Wolfram syndrome * DIDMOAD
0706 | S (LE Multiple sclerosis 0725 |BEEEREYT SR Hereditary spastic Paraplegia
0707 |Zellweger [CEE{REE Zellweger syndrome 0726 |Joubert (RAEMEEF (FEM/NEHEEERS) Joubert syndrome

0708 B IRIEIRERE Rett syndrome 0727 |Pelizacus-Merzbacher [RIE (181 HERSEE/LAE ) |Pelizacus-Merzbacher Disease
0709 HBEMERLAZEYEIE Spinal muscular atrophy 0728 MHEMRIE CHBEEENAZEREE) Kennedy Disease

0710 |Menkes (IERES Menkes disease 0720 RIS 8 R e Familial Amyloidotic Polyneuropathy
0711 |HIZE4HI%BITERALAEGHARA) |Amyotrophic latera! sclerosis (ALS) 0730 | S BE B SRR 2 R (Lo mwmﬂwmmwww% Socted
0712 |Charcot-Marie-Tooth FCiE Charcot-Marie-Tooth Disease (731 [Moebius E{EEE Moebius Syndrome
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1005 |[REeEmiaE R Primary Pagst discase 012 | HHEFHRESTEE Multiple Epiphyseal Dysplasia
1006 HEEEEREEE Cleidocranial dysplasia 013 | KR EBHETSE Hypochondroplasia
McCune Albright R IE{ERE(ER . b e ok : :
1007 B ) McCune Albright syndrome Eiw_mwmmmﬁqﬂ P Klippel-Feil Syndrome
1101 [ FLECEE (8T8 ARE) Marfan syndrome 1103 | R aerH g R g IgEl Ehlers Danlos syndrome IV

HERRREREER

)

Waardenburg syndrome

SR EE

Bezals Syndrome

ERE SHEE

1202 |EEEAEE D Thalassemia major 1206 FHE R MO ERE Paroxysmal Noctumal Hemoglobinuria
1203 |V U Thrombasthenia 1207 |Se R MR Mk P A i 2 1 Diamond Blackfan Anemia

1204 \BEIERSTFEHE CELZE  |Homozygous prostin C deficiency 1208 |JESEME R B I (RS Atypical Hemolytic Uremic Syndrome
1205 |a - EOIESE S FE @ 1- Antitrypsin deficiency 1209 Frotein S Deficiency

Complement Component 8 deficiency

1301 FARERERERESME  |Bruton's agammaglobulinemia 1306 [#RERLAT 8 BRI

1302 SIS AFRER Chronic primary granulomatous dissase 1307 |IPEX fE{EE% TPEX Syndrome

1303 o RiEm RESREH E iE(EEF |Congenital Hyper IgE syndrome 1308 [ eyEskEE M FEREE Hyper-IsM Syndrome

1304 [Wiskot-Aldrich FEJE{ERE Wiskott-Aldrich Syndrome 1309 | v FEEEE 1 Interferon 7 receptor 1 deficiency
1305 |BEEE SRS T Severe combined immunodeficiency 1310 | BEEmEEAE Hereditary Angicedema

Beckwith Wiedemnann FCSE/REE

1401 R MR HREEF S (JEMARE) ICongenital adrenal hypoplasia 1407 (Kenny-Caffey FCE(ERE Kenny-Caffey syndrome

1403 |[E&FEREE S EEEmE Homozygous familial hypercholesterclemia | 1409 B _FE8 28k ACTH resistance

1404 | F RS FLEERDI ME Familial hyperchylomicronemia 1410 11 o -B{LESEL = fEEEY 1 & -hydroxylase deficiency

1405 |\FimREAE GRBEE) Acromegaly 1411 [Kallmann FCEEREE Kallmann syndrome

1406 |Laron FCERIFEEESE Laren syndrome (Laron dwarfism) 1412 |F AR & FUIBRIR Permanent Neonatal Diabetes Mellitus

ERfFRE

Apert syndrome

1615

A B E AR CNE A

1501 e EE e (ER S R Z.oﬁomgogmﬂowm Type II 1505 Beckwith Wisdemann syndrome
1503 REBE TR Retincblastoma 1506 | HEMMEEEILAN AT Lymphangioleiomyomatosis(LAM)
1504 RS RRAmEaED Neuroblastoma 1507 \EF{A-MIEEREEE Von Hippel-Lindau(VHL)

Costelio Syndrome

1602 |Crouzon ECFEEEE

Crouzon Syndrome

1616

Fraser FCHE

Fraser syndrome
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