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0316 |AIHFRECIE Wilson's disease 0338 | FREZIE Biotinidase Deficiency
0317 |SE RS ABE Congenital hyperlactic acidemia 0339 | BRI R S5 Leber hereditary optic neuropathy (LHON)
0318 (HEt N RERERBESBEMME |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |ISEREEE G 55 Transaldolase deficiency
0319 |ZLAEMEE Galactosemia 0341 | }RENLBREAZ F Cerebral Creatine Deficiency
0320 | &R Mucclipidosis 0342 | R ERBLNBIISERBERS [ Thiamine Metabolism Dysfunction Syndromes
0321 |Rfhk B2 BB E SR 0343 |Shwachman-DiamondfE{R 8 Shwachman-Diamond Syndrome
0322 |Bokise = MBS EER MWWMAWE\Q rate-deficiencyglycoprotein syndrome
e T O ORRRA e
0401 [FREME MM E T REE Primary Pulmonary hemosiderosis 0406 Io#-OEBmm ﬁﬁ Holt-Oram Syndrome
o MR Idiopathic or Heritable Ppulmonary Arterial Andersen ECEEMRE(0 BRI B HE ,
0402 | St 0 ML B T8 R v PR Hypertension (IPAH ~ HPAH) 0407 RS | SRR Andersen's syndrome
0403 |Alstrom FGEEMRES Alsrtorm Syndrome 0408 | ERIEMEREE Asphyxiating thoracic dystrophy
; : . . . e - ) - . Congenital Central Hypoventilation
3] [ B
0404 |55 52 BhARTE(L Idiopathic Infantile Arterial Calcification 0409 XM ERE R EERE Syndrome(CCHS)
0405 |TANEEAEL Cystic fibrosis
— ST T B BIERmAE L i
e . _ . . FX @ﬁ&&%m&%ﬁ%ﬁ%bﬁ%ﬁﬁ no:mm::m_ Interstitial Cell of Cajal Hyperplasis with
4 s
0501 BETHREBMFRETSD Progressive intrahepatic cholestasis (PFIC) 0503 W RE R Neuronal Intestinal Dyspl
0502 | SR MARES S AL PR Inbon errors of bile acid synthesis 0504 |MIfrEERE RS Alagille Syndrome
i T 06 RRAAAE e
0601 | B HEFEEE Nephrogenic Diabetes Insipidus 0605 E%@E@ﬁ%ﬁﬁﬁ%%ﬂ Autosomal recessive polycystic kidney disease
0602 |t BB EME R BB X-linked hypophosphatemic rickets 0606 |BartterCiEiER Bartter's syndrome
0603 {LoweECTE B Lowe sydrome 0607 IGitelman ECEEREE Gitelman syndrome
0604 | E KR HEmIFE Hypokalemia, familial 0608 wﬂwmm_mm_w%m Alport Syndrome
——— s 07 EHSERE ol e
028 3 o
0701 |4 MmEER Moya moya disease 0726 %W_wmnmmﬁﬁmﬁ n..u.mmr_m%m mw_ummmm Joubert syndrome
0702 |BHFISIRS B A Agenesis of corpus callosum 0727 memmwﬂw_wﬁﬂcmnrmwmmﬁ (REEST Pelizaeus-Merzbacher Disease
0703 B8R FER IR Mg Spinocerebellar ataxia{SCA) 0728 | ENEEREH TR ASREE) Kennedy Disease
0704 | = T WMEKEELE Huntington disease (Huntington's chorea) 0729 | RIRMRG TS B wiSRe Familial Amyloidotic Polyneuropathy (FAP)
; 4o 2 i3 ) Pantothenate Kinase Associated
0705 (EEME{LE Tuberous sclerosis (TSC) 0730 | ZEEBEE N - MaERLE A Neurodegeneration(PKAN)
\ x5 Multiple sclerosis (MS) /Neuromyelitis Optica . " .
=z 2% 5 d b
0706 |ZEE{EiE R eiER Spectrum Disorders (NVIOSD) 0731 [MoebiusfEfEE# Moebius Syndrome
0707 |ZellwegerfEfEfEE Zellweger syndrome 0732 {MclecdfEiR 2 McLeod Syndrome
0708 |EREE Rett syndrome 0733 |Aicardi-GoutieresfE (% Aicardi-Goutieres Syndrome
0709 {F RN RZERE Spinal muscular atrophy(SMA) 0734 | FERMERE Proteus Syndrome
0710 IMenkesFmm iz 2s Menkes di o 0735 |MECP2 e mimas Methyl CpG binding Protein 2 Duplication Syndrom,
EnKes : Enies diseas R AR MECP2 Duplication Syndrome
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Osteogenesis imperfecta (OI)
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1002 [BMBRBEARE (VA Achondroplasia 1010 (BB HRERS Pseudoachondroplastic dysplasia
1003 |#EA{LE (AREHE) Osteopetrosis 1011 |Conradi-Hunermann R EEE Conradi-Hunermann syndrome
1004 |ETESEEA Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRUBRBELEE Multiple Epiphyseal Dysplasia
1005 |[FEEsmam s Primary Paget disease 1013 | R BB ER2E Hypochondroplasia
1006 (HISEBREER Cleidocranial dysplasia (CCD) 1014 |sERTasmmE Klippel-Feil Syndrome
1007 Mm.mwc:m Albright [GIER2F (HEAEIER R McCune Albright syndrome 1015 |EEHRERBEEAR Craniometaphyseal Dysplasia
1008 (B EEEY mno:au\_omnﬁru\mmm_ _u<mn_mm_m Gm_uv
1101 | R RLECAE (M08 A TE) _,\_mlm: &BQSBm ﬁonw uwmmmmﬁmm Beals Syndrome
1102 [RLEYE4E RS (I8 mmwi Waardenburg syndrome 1105 |Loeys-Dietz fE1EE Logys-Dietz syndrome{LDS)
1103 wmwm _.nﬁwm%M¥£E% {# BZHE) Ehlers Danlos syndrome IV
e f,_____._;».a«_,eggﬁaazjwﬁs@magﬁmﬁ, o
1202 mmﬁw@ﬁﬁm% Thalassermia major 1207 {53 ﬁﬁﬁ%ﬁﬂ%@ﬂﬁm% Oiamond Blackfan Anemia (DBA)
1203 {[m/vRE A Thrombasthenia 1208 [FEREM RIS MAERE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 [FIBESFESHCHRTE Homozygous proetin C deficiency 1208 | BEOHSHZEAE Pratein S Deficiency
1205 jol- R ELRRT i al- Antitrypsin deficiency 1210 | BRI MS M/ RIE R8BI Congenital Thrombotic Thrombocytopenic Purpura
1206 |PEidteme i MAT R RE nmﬂoémam_ Nocturnal Imaom_ocsczm %ZIU
B R e e i3m0 e
1301 | WL ESTHESME Bruton's agammaglobulinemia 1306 |HilAH8RZ i Complement Companent 8 deficiency
1302 |[REMREATEE Chronic primary granulomatous disease 1307 {IPEXfEMRES IPEX Syndrome
1303 |SER MR EREOEEER Congenital Hyper IgE syndrome 1308 | B REIKEOMERE Hyper-igM Syndrome
1304 |Wiskott-AldrichECHE{2 B Wiskott-Aldrich Syndrome 1309 |y THEZR1HE Interferon y receptor 1 deficiency
1305 %Hﬁbﬁ@ﬁaﬂwﬁ Severe combined immunodeficiency 1210 |B{E%mE K Hereditary Angioedema (HAE)
- T SMRARER . L s e T
. . E > f e MR . WAGR Syndrome(Wilms'  tumor-Aniridia-
1401 mﬂmﬁﬁ.ﬁ%ﬁﬂ%% Congenital adrenal hypoplasia 1408 %MMMWM EWVEWWM@AW%M.£ i mmzwo:M:MQ >3%RmWMmESM:§ mmﬂmamqoa
1402 |t EN R iR B AEE Pseudohypoparathyroidism 1409 B ERAE GRS ACTH resistance
1403 |HRFRRMEREDLE Homozygous familial hypercholesterolemia 1410 | B— BB TR B wwﬁv_mﬁg_aas D1-Alpha-Hydroxylase
1404 | RIS S FLER MO MmE Familial hyperchylomicronemia 1411 [KallmannECHE{RE Kallmann syndrome
1405 |BEBEAEE (RERAE) Acromegaly 1412 KA M ER R Permanent Neonatal Diabetes Mellitus
1406 |Laron B4R 1EfE R Laron syndrome (Laron dwarfism) 1413 [MIRAGE SEfREs MIRAGE Syndrome
1407 ﬁ::%@m@%ﬁ%% Kenny-Caffey syndrome
1501 ﬁﬁ%q@m A_uwnww @ Neurofibromatosis Type 1I 1505 [Beckwith Wiedemann[Gaz{R 8 Beckwith Wiedemann syndrome
1503 |REHDERE Retinoblastoma 1506 |HEDEFEN MM 45E Lymphangicleiomyomatosis (LAM)
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