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0315 |'REE porphyria 0335 |Beta G fEENSGE = fE Beta-Ketothiolase Deficiency
0316 |ERFEARECE Wilson's disease 0336 |92 R R ARG HSIE 1 AE Ir GG = Infantile form Lysosomal Acid Lipase Deficiency
0317 |Fe Rt AL miE Congenital hyperlactic acidemia 0337 |8 M EERENs = Multiple Sulfatase Deficiency
0318 [FrUMEL) R AU RRE Z2 3B % 47 ME M A8 i Persistent hyperinsulinemic hypoglycemia of infancy | 0338 |4 #1Z:ME= & Biotinidase Deficiency
0319 [*EFLAEME Galactosemia 0339 | EE1A Q2B {1 Tl g 2 Leber hereditary optic neuropathy
0320 [EEREETE Mucolipidosis 0340 |FEEREEGER = Transaldolase deficiency

04 ~ LBHTHEERRA
0401 ([ 23 MR i 842 ST RAURE Primary Pulmonary hemosiderosis 0406 |Holt-Oram ECTEfREE Holt-Oram Syndrome
0402 |for a1 S ur 1 i 8 e s R MMMMWMMMMWHMHW%W Mﬂ“ﬂws& Ao 0407 W%MMMHWW@%MW@MWM@%M Ww Andersen's syndrome
0403 |Alstrom FCYE(REE Alsrtom Syndrome 0408 |2 S MERHEREE Asphyxiating thoracic dystrophy
0404 |FF5& 102 R BIARIE(L Idiopathic Infantile Arterial Calcification 0409 |FeRMEF R AR R IEIRRE Congenital Central Hypoventilation Syndrome(CCHS
0405 |EEiRaaEL Cystic fibrosis

05~ B
0501 | BT MEZRRIERT PIlfs - BT iE Progressive intrahepatic cholestasis(PFIC) 0503 WMMMMMMW mem%ﬂmamwﬁmmy?mm MMNWMMMWMWMMMQWMMH SECHAlpsesI
0502 |Fo R MEMEEE & Rt Inbon errors of bile acid synthesis 0504 |Peir 5 BREREEE Alagille Syndrome

06 ~ MR ABL
0601 |BFAAYERARE X-linked nephrogenicdiabetes insipidus 0605 |E HebRE L 2 T B R Autosomal recessive polycystic kidney disease
0602 | P42t {4 2B el i o X-linked hypophosphatemic rickets 0606 (Bartter [CE(REEE Bartter's syndrome
0603 |Lowe ECJEREE Lowe sydrome 0607 |Gitelman EXfE{Z=EF Gitelman syndrome
0604 | IBRIE(RMIPRE Hypokalemia, familial 0608 |SE{HECAERRE Alport Syndrome

07 ~ IS BB

0701 |EFAEHS ME PR Moya moya disease 0723 |BgpFals R ERgER = fE Tyrosine hydroxylase deficiency
0702 |WEHESE B AR 2HE Agenesis of corpus callosum 0724 |Wolfram [CIEZRE Wolfram syndrome » DIDMOAD
0703 |E /NS IR LB o 2 iR eE Spinocerebellar ataxia(SCA) 0725 |HEMERREEM: T SR Hereditary spastic Paraplegia(HSP)
0704 == T UHEK SEISE Huntington disease( 3 f% Huntington's chorea) 0726 Mwﬂ%ﬂv_w HE(GREF RIS S5 5% Joubert syndrome
0705 |&5ERMERE(LRE Tuberous sclerosis(TSC) 0727 memwom%\w%%vﬁ zbacher FAE(HRIES Pelizacus-Merzbacher Disease
0706 |SBUTLE TR bl serosisMS)Neuromyelitis Optica | 7¢ |+t b o A BIERS ML PN ZE48) |Kennedy Disease

Spectrum Disorders( NMOSD)

0707 |Zellweger E%E{FREE Zellweger syndrome 0729 | IRMER R 5 S M AT 8 Familial Amyloidotic Polyneuropathy(FAP)
: 5 Pantothenate Kinase Associated
Sk T 3 Jige R e ST SEL (] ke
0708 |BFRIE Rett syndrome 0730 7ZEREAERRHE: &~ e R L ER NeurodegenerationPKAN)
0709 |EREMERNAZESRIE Spinal muscular atrophy(SMA) 0731 |Moebius JE{FEEE Moebius Syndrome
0710 |Menkes EKIE(FEEE Menkes disease 0732 |McLeod fE{FERE McLeod Syndrome
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10 ~ BERE

1001 |FE A 2 ECHFELE) Osteogenesis imperfecta(OI) 1008 | EREEEREE Spondyloepiphyseal Dysplasia(SED)
1002 [IEEEARSECNVNAS Achondroplasia 1009 [FRFHBIE Split-hand/ Split-foot malformation ( SHFM )
1003 |[BEALE RELTHE) Osteopetrosis 1010 |RMESREHEER 2 Pseudoachondroplastic dysplasia
1004 |ETTHEE{EMEALE Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann < E{EEE Conradi-Hunermann syndrome
1005 |REFMEERERT 3 Primary Paget disease 1012 |8 EFHEFE I 2E Multiple Epiphyseal Dysplasia
1006 |SHEEEHEEYE Cleidocranial dysplasia(CCD) 1013 |HEREHE R IE Hypochondroplasia
1007 MM% Albright EAEREFEREIER |1 ne Albright syndrome 1014 |SER St Klippel-Feil Syndrome
11 ~ S HSRE
1101 | FLECEE (Haik AJE) Marfan syndrome 1103 |FeKiE4nAE R E EUII(BREZE)  |Ehlers Danlos syndrome IV
1102 |ELBMAFS R EIRBEEEIRER) Waardenburg syndrome | 1104 | ERIERE Beals Syndrome
12 ~ EEMITERE
1202 |EEDE MRS Thalassemia major 1206 |FeE&¢ M7 AT PR E Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |fn/MREESTEE Thrombasthenia 1207 |SeRMEMATMEREAEEEMEMm  |[Diamond Blackfan Anemia(DBA)
1204 |HEEESFERE CHZE Homozygous proetin C deficiency 1208 |FEHLRIME R S A IMEIREF Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |a 1-FifRE L EEEL=E @ 1- Antitrypsin deficiency 1200 |BER'E S = E Protein S Deficiency
13 ~ RN
1301 |fAEHER SR EERE A MmiE Bruton's agammaglobulinemia 1306 |FisgER{n 8 GhZIE Complement Component 8 deficiency
1302 [REEISEAZFIER Chronic primary granulomatous disease 1307 |[IPEX JE{%EE IPEX Syndrome
1303 |FeREEREERES E EREE Congenital Hyper IgE syndrome 1308 |EREEREA M EREE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich [CE{ERE Wiskott-Aldrich Syndrome 1309 |y FHEZEZH 1 6 Interferon 7 receptor 1 deficiency
1305 |EE SR R = E Severe combined immunodeficiency 1310 |E {4 M B MEKRE Hereditary Angioedema(HAE)
4 R
1401 | RS RS EAEGFEMNARE)  |[Congenital adrenal hypoplasia 1408 MEMWWM ﬁwwmmm,%mwwwmﬁ Mwwwwmwmwﬂwﬁuhﬂw%MMMMMMMMMV
1402 |fERMERI R AR AR AR E Pseudohypoparathyroidism 1409 |'B ERREZ (Rt ACTH resistance
1403 |[F]&F 221 b [ B i Homozygous familial hypercholesterolemia 1410 (S—EUHHUMESEA T D {OREM e {BE MUWM“ memwzﬁgudu DA e
1404 |ZR I FLBE SR M E Familial hyperchylomicronemia 1411 |Kallmann ECyE{FERE Kallmann syndrome
1405 |AscimAEAE (CRAIE) Acromegaly 1412 |k AT 4 G AR Permanent Neonatal Diabetes Mellitus
1406 |Laron EXER{BAEMRRE Laron syndrome (Laron dwarfism) 1413 |Mirage fEfREE Mirage Syndrome
1407 |Kenny-Caffey ECHE{REE Kenny-Caffey syndrome
15 ~ RIEFE SR 4R
1501 | el e R Ss — A Neurofibromatosis Type 11 1505 |Beckwith Wiedemann ECIE(ZEE Beckwith Wiedemann syndrome
1503 |fR 48R B4R Retinoblastoma 1506 [MEMEEEU AR AEE Lymphangioleiomyomatosis(LAM)
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