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0316 |RIBFRCAE Wilson's disease 0338 (EMREBERZAE Biotinidase Deficiency
0317 |ERM S ELE ME Congenital hyperlactic acidemia 0339 |EAREBSHERB LR Leber hereditary optic neuropathy (LHON})
0318 (FHEMNRURERBESWEMMEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |#8EsisisEh= i Transaldolase deficiency
0319 | W& AE Galactosemia 0341 (ARRSHELGR fiE Cerebral Creatine Deficiency
0320 |ZhPREEE Mucolipidosis 0342 |Wil R (M AERBL B INAIEHIAEIR R | Thiamine Metabolism Dysfunction Syndromes
0321 |EftR O B EEER 0343 |Shwachman-Diamond{E{&E# Shwachman-Diamond Syndrome
0322 |kl RS mE LR @ M“nm_wmnvv:vaqmﬁm-am:n_msaﬁ_<novﬂoﬁm_: syndrome
04 - \AHThEESR
0401 |[R e fb M FERE Primary Pulmonary hemosiderosis 0406 |[Holt-OramEGhiE(ZEf Holt-Oram Syndrome
; ] - Idiopathic or Heritable Ppulmonary Arterial Andersen ECIEfRB (O BN RIS ZR A1 .
M T M- =N
0402 |45 taliB E MRS AR B Hypertension (IPAH - HPAH) 0407 | iz o B e Py Andersen's syndrome
0403 [AlstromEGCAE(REY Alsrtom Syndrome 0408 |Z B MRk EE Asphyxiating thoracic dystrophy
0404 (FreatR R ek Idiopathic Infantile Arterial Calcification 0409 | AR MDD EHIRE R ER Congenital Central Hypoventilation
Syndrome(CCHS)
0405 |EiRE4(E Cystic fibrosis
05 - H{E&MmKA
e o - — - —
0501 |ETMREER AT HBEIE Progressive intrahepatic cholestasis (PFIC) 0503 o mm;mwmmm%m._.mmmw LS L) (S _:ﬂmqﬂ_:m_ Cell of Cajal Hyperplasis with
BTRBEER Neuronal Intestinal Dyspl
0502 |FfERHMAERE & ol FEHE Inbon errors of bile acid synthesis 0504 |PURISBRIE IR 2% Alagille Syndrome
06 - iR AR
0601 | B A RAFAE Nephrogenic Diabetes Insipidus 0605 [FERERBUZEUHEMER Autosomal recessive polycystic kidney disease
0602 |1 HE B E R HIRS B (B AE X-linked hypophosphatemic rickets 0606 |BartterFCAiE{& 2% Bartter's syndrome
0603 |LoweChElZES Lowe sydrome 0607 |GitelmanGiE(ER¥ Gitelman syndrome
0604 |ZXFRM1E M EHE Hypokalemia, familial 0608 |EI1AFCHEIZAE Alport Syndrome
07 - B ERsk 2 i me
< | 2 =
0701 |EERBMME LR Moya moya disease 0726 %%mﬁw@rﬁmw (R IR /RIS 2 Joubert syndrome
0702 |HiERE R B ARSI Agenesis of corpus callosum 0727 mmmwmwmw_w\_mﬁcmnrmﬁmmﬁ (R Pelizaeus-Merzbacher Disease
0703 | B8/ R BN TR SR Spinocerebellar ataxia(SCA) 0728 |5 3&38 FIE(H BEIE B M AN A ZEHR%E) Kennedy Disease
0704 |Z T ia XIS AE Huntington disease (Huntington's chorea) 0729 |RIEM RS SR Familial Amyloidotic Polyneuropathy (FAP)
0705 | @ iR {LsE Tuberous sclerosis (TSC) 0730 | TR MmN @B begrs || o othenate Kinase Assocated
Neurodegeneration(PKAN)
AN Multiple sclerosis (MS) /Neuromyelitis Optica . , .
B2, 8% FE /3 g % y
0706 | B3 ME(LAE/iZ R CH BEK Spectrum Disorders (NMOSD) 0731 |MoebiusiEIZEF Moebius Syndrome
0707 |ZellwegerBGiE{x2# Zellweger syndrome 0732 |McLeodfE1EEE McLeod Syndrome
0708 |ERIE Rett syndrome 0733 |Aicardi-GoutieresfiE{E 8 Aicardi-Goutieres Syndrome
0709 | & BEME NN ZEMRIE Spinal muscular atrophy(SMA) 0734 |E&1RETEIRE Proteus Syndrome
0710 |MenkesE (3 Menkes disease 0735 |MECP2 e ipn: e Lo g kise A PTplistion Siadiom;
MECP2 Duplication Syndrome
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1001 LB AAE (IS UELE) Osteogenesis imperfecta (Ol) 1009 |FHEE Split-hand/ Split-foot malformation (SHFM)
1002 |BiE BB ATEE (IVIASR) Achondroplasia 1010 [BUEBSRELE Pseudoachondroplastic dysplasia
1003 |BEALE (REAEH) Osteopetrosis 1011 |Conradi-HunermannECiE(R 2% Conradi-Hunermann syndrome
1004 TSR Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRUBRBEARE Multiple Epiphyseal Dysplasia
1005 |REMHER S % Primary Paget disease 1013 | REMBRBEATAE Hypochondroplasia
1006 |HEBMEREER Cleidocranial dysplasia (CCD) 1014 [SERIEHFE Klippel-Feil Syndrome
1007 Mwmm“uc:m Albright RAEIRE (HiAHERR McCune Albright syndrome 1015 (BB AR EE IR Craniometaphyseal Dysplasia
1008 (B EEE Spondyloepiphyseal Dysplasia (SED)
11 - iEfmiAA RS
1101 | FBALEGAE (BHE A YE) Marfan syndrome 1104 |ZEKAEIREF Beals Syndrome
1102 | BB A8 ICRE RS (BERRTR) Waardenburg syndrome 1105 [Loeys-Dietz fiEfE2$ Loeys-Dietz syndrome(LDS)
1103 |SER&EGABER SN (BERE) Ehlers Danlos syndrome IV
12 - EMINEER &
1202 (EESE+FMEM Thalassemia major 1207 |SeRMAAIMEREEEREEM Diamond Blackfan Anemia (DBA)
1203 | /M| IEE Thrombasthenia 1208 |FEAR MR BB MERER Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |FEREFERECHZTE Homozygous proetin C deficiency 1209 |ERESHRZ Protein S Deficiency
1205 |al-EERBERZAE al- Antitrypsin deficiency 1210 | SR M MAR M 0/ RS T 52 BEAE Congenital Thrombotic Thrombocytopenic Purpura
1206 |25 MEREIMARRE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REHRR
1301 |[HhEWEEREIREQME Bruton's agammaglobulinemia 1306 |HB& R8T = i Complement Component 8 deficiency
1302 | IR IS MATFIER Chronic primary granulomatous disease 1307 |IPEXE(EEE IPEX Syndrome
1303 [SERME R BIKEEEEER Congenital Hyper IgE syndrome 1308 |& %Ik E B MAEE R Hyper-lgM Syndrome
1304 |Wiskott-Aldrich FGAEE ¥ Wiskott-Aldrich Syndrome 1309 |y THERESHE1EE Interferon y receptor 1 deficiency
1305 [BREESEREHRTAE Severe combined immunodeficiency 1310 |iEE M MEHEKE Hereditary Angioedema (HAE)
14 - R WER

) . F g~ BUTRE - HEE © & |WAGR rome(Wilms' tumor-Aniridia-
1401 [SEXRIER LIRS A4 conggnifaliaderallypaplasia 1408 MM%MWMM %MW%W%W% ) mm:_ﬁowwmﬁmé >:%R“ﬂmm-3msﬁw_ﬁxmﬁmqmwoa
1402 |ER1EEIF AR IR EAERE Pseudohypoparathyroidism 1409 | B LR ZRERE ACTH resistance
1403 |HaFRHYERERLE Homozygous familial hypercholesterolemia 1410 | B BEEHE L EORARNEE wﬂmﬁﬂé\_aas Di-Alpoe-ilydroxylase
1404 | RS FLEERN E Familial hyperchylomicronemia 1411 [KallmannECHE(# 8% Kallmann syndrome
1405 |BRIRAEAYE (KIAE) Acromegaly 1412 | KA AR E R R Permanent Neonatal Diabetes Mellitus
1406 |LaronEGIR1EAEREE Laron syndrome (Laron dwarfism) 1413 [MIRAGE fE{&E# MIRAGE Syndrome
1407 |Kenny-CaffeyEcfE &4 Kenny-Caffey syndrome

15 - AERMREETE

1501 |#p/S it R AE R A s _ BY Neurofibromatosis Type Il 1505 |Beckwith WiedemannEGfE 2% Beckwith Wiedemann syndrome
1503 BB aR Retinoblastoma 1506 |MEMEFLEN AIEERE Lymphangioleiomyomatosis (LAM)
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