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0317 RSB MAE Congenital hyperlactic acidemia 0339 [EBAREE MR MRS Leber hereditary optic neuropathy (LHON)
0318 |HEMNRERERBEDWSMIELE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |EEEzEs = it Transaldolase deficiency
0319 |3 MmAE Galactosemia 0341 | KRREANBETRZ AE Cerebral Creatine Deficiency
0320 |BAeEAE Mucolipidosis 0342 |Hithe R (HERBL B INBEIEBIAEIRRE | Thiamine Metabolism Dysfunction Syndromes
0321 |Efttk BB EEER 0343 |Shwachman-DiamondfiE & E# Shwachman-Diamond Syndrome
0322 |BKiLapsmEarE M“%_wwwrvdaﬁm-amjn_m:né_v\no_oﬂoﬁm_: syndrome
04 - Bl ThRESR R
0401 |JR3&M i M 38 B UFEAE Primary Pulmonary hemosiderosis 0406 |Holt-OramECHE{EEE Holt-Oram Syndrome
; " Idiopathic or Heritable Ppulmonary Arterial Andersen ECREIRBE (/O R R ISR BB I '
L Ex Mg | =}
0402 |fFEa s E B A IR S B Hypertension (IPAH ~ HPAH) 0407 R - 8 T B Andersen's syndrome
0403 |Alstrom EGfE{ZE$ Alsrtom Syndrome 0408 |Z R MR AER&EE Asphyxiating thoracic dystrophy
0404 |FEa iR REIAREE(L Idiopathic Infantile Arterial Calcification 0409 |FERMEPEHIRA R BIERE Congenital Central Hypeventlation
Syndrome(CCHS)
0405 |EAREHEE Cystic fibrosis
05 - H{b &4t kiR
S S0 oo . . SR M Cajal BB ML ESHZE M |Congenital Interstitial Cell of Cajal Hyperplasis with
L 1 G |- it G y
0501 |EfTHRGHENF RN T AR Progressive intrahepatic cholestasis (PFIC) 0503 BB R Neuronal Intestinal Dyspl
0502 |SERMERERE & AR P Bk Inbon errors of bile acid synthesis 0504 |PalHiI 25 WhE 12 8% Alagille Syndrome
06 - bR 2 KA
0601 (B X 2R EAE Nephrogenic Diabetes Insipidus 0605 |BEREREBUZEUBMER Autosomal recessive polycystic kidney disease
0602 |14 Bk 38 155 B {EC 3 A B 1) (R X-linked hypophosphatemic rickets 0606 |BartterEGEIZES Bartter's syndrome
0603 [LoweECHE(ERT Lowe sydrome 0607 |GitelmanECiEEE$ Gitelman syndrome
0604 | =i 4 M $8AE Hypokalemia, familial 0608 |Ta1ACEREE Alport Syndrome
07 - BT
0701 |EEEMME ERB Moya moya disease 0725 [BEMEEE T S Hereditary spastic Paraplegia (HSP)
2B (S e K D | S B 2
0702 |HIEREB AR Agenesis of corpus callosum 0726 %%mnmmma_mmﬂ ERIR MR Joubert syndrome
0703 | &8/ SR ENE R RIS Spinocerebellar ataxia(SCA) 0727 wmwwwmmmwmw_w\_mﬁcmn:mﬂmmﬁ (RERE Pelizaeus-Merzbacher Disease
0704 | = TIREGEISAE Huntington disease (Huntington's chorea) 0728 | H 38 ECAE (3 BEIE BE 4 N N ZE MR E) Kennedy Disease
0705 |#EentEfE(biE Tuberous sclerosis (TSC) 0729 |REHRNE S R M Kme Familial Amyloidotic Polyneuropathy (FAP)
« s A o Multiple sclerosis (MS) /Neuromyelitis Optica . 5 - Pantothenate Kinase Associated
£y RE/7 REBER : 72 G B it 2 A AR B M A
0706 |Z 32 MIE1LRE/SZ R AS A BE R Spectrum Disorders (NMOSD) 0730 |ZBs ERImeRA Bt 2 R b R Neurodegeneration(PKAN)
0707 |ZellwegerFCiE 12 8% Zellweger syndrome 0731 [MoebiusfEf&E## Moebius Syndrome
0708 |ER ECiE Rett syndrome 0732 [MclLeodfiEf&#f McLeod Syndrome
0709 | BB R EMmAE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfiE{##f Aicardi-Goutieres Syndrome
0710 |MenkesECHE(R % Menkes disease 0734 | &8 IR BT 1R EE Proteus Syndrome
- — . . i T Methyl CpG binding Protein 2 Duplication Syndrom,
0711 | EMHERIRBEEGERA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 & fiEl#EE -
MECP2 Duplication Syndrome
0712 |EA- BRI Charcot Marie Tooth Disease, CMT (Hereditary | o3¢ losy | s ae Cerebro-Costo-Mandibular Syndrome

Motor Sensory Neuropathy)
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1004 ﬁ?ﬁh:uﬁ%ﬁ Fibrodysplasia Ossificans Progressiva (FOP) 1012 [ZRUBHRBELADE Multiple Epiphyseal Dysplasia
1005 |/REs &R Primary Paget disease - 1013 | REBEUBEADIE Hypochondroplasia
1006 mmﬂmmﬂmmMW£ Cleidocranial dysplasia (CCD) 1014 |Se RSt Klippel-Feil Syndrome
1007 Mmmmvcsm Aloright EAERE: (AR 1R McCune Albright syndrome 1015 (BB E#HRIERBEAR Craniometaphyseal Dysplasia
1008 |BRREEEE Spondyloepiphyseal Dysplasia (SED)
11 - i AR R
1101 |FSALEGHE (Hwk A fE) Marfan syndrome 1103 | REHABEEEINE (FRRE) Ehlers Danlos syndrome IV
1102 BB A1 ECAEIREEE (BEERER) Waardenburg syndrome 1104 mﬂm@@mwﬂ Beals Syndrome
12 - EMINEERE
1202 Wﬂwrwﬁmmﬁ Thalassemia major 1207 | RS MREEERMEE M Diamond Blackfan Anemia (DBA)
1203 | M/MREA Thrombasthenia 1208 |FFEEVM SR MAIRES Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |R&ER DNHEWQ__»M,@ Homozygous proetin C deficiency 1209 |ERESHRZE Protein S Deficiency
1205 |ol-MRE A= IE al- Antitrypsin deficiency 1210 [FeR MMM M/ MRS T KBTAE Congenital Thrombotic Thrombocytopenic Purpura
1206 | P 8% 1475 5 MM AT = FRAE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REER
1301 | BEKESEIRE A M Bruton's agammaglobulinemia 1306 |#E38 D8R Z fiE Complement Component 8 deficiency
1302 | R M1 HEATFESR Chronic primary granulomatous disease 1307 |IPEXAEMZSE IPEX Syndrome
1303 [SERU S RBIRE L EEEERY Congenital Hyper IgE syndrome 1308 |E R EKEBMEIREE Hyper-lgM Syndrome
1304 |Wiskott-AldrichECiE{&ES Wiskott-Aldrich Syndrome 1309 <u_£mwmmw§¥m Interferon y receptor 1 deficiency
1305 |mEESERERZAE Severe combined immunodeficiency 1310 |BEEHMEHKIE Hereditary Angioedema (HAE)
14 - AR R
1402 |R14EIPARRIEBERE Pseudohypoparathyroidism 1409 |B LR EERRHE ACTH resistance
1403 |BaFRHMSRERDE Homozygous familial hypercholesterolemia 1410 |E—EB@ e ZDRER DB Nowmwmh%\,\_sas Di-Alpha-Hydraxjiase
1404 | XM= 2L EERH M A Familial hyperchylomicronemia 1411 [KallmannECHiE(ZE$ Kallmann syndrome
1405 |Bim AR AAE (A BRE) Acromegaly 1412 |’KA MR ERB Permanent Neonatal Diabetes Mellitus
1406 |LaronECiR{EBMEIZEERF Laron syndrome (Laron dwarfism) 1413 |MIRAGE fE1&% MIRAGE Syndrome
1407 |Kenny-Caffey FGiE(ZEE Kenny-Caffey syndrome
15 - RIERMAIE LR
1501 |HhAS iR E Ry sE _ R Neurofibromatosis Type II 1505 |Beckwith WiedemannECfE#E# Beckwith Wiedemann syndrome
1503 | RABES Mz Retinoblastoma 1506 |MEME 5 A ERE Lymphangioleiomyomatosis (LAM)
1504 |wic B AnAn=E Neuroblastoma 1507 WO“MAM_NMUm_-_._:chﬁA_Www B Von Hippel-Lindau Disease (VHL)
16 - SMRRE
1601 |B{EEE Apert syndrome 1617 |$o R MR iR HER OB o oSl Eplcaini esisUs
1602 |CrouzonECEE S} Crouzon Syndrome 1618 |KabukifEf&E# Kabuki Syndrome
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