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0317 |SEXR BB MAE Congenital hyperlactic acidemia 0339 |EANEBMRMERE Leber hereditary optic neuropathy (LHON)
0318 | R ERERTRE NMEMMAE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |@EEEES 5= 5 Transaldolase deficiency
0319 |+#L#EMmAE Galactosemia 0341 | ARRSHL B A I Cerebral Creatine Deficiency
0320 |hBREE Mucolipidosis 0342 |Wig R (AEERBLN B INAEIEHIE(ZEE |Thiamine Metabolism Dysfunction Syndromes
0321 Btk NE RBERER 0343 |Shwachman-DiamondfEfz g Shwachman-Diamond Syndréme
0322 | Bkl mEaEEe M%_WMAWJ\QES-Q&_Qm:Qm_v\novSﬁm_: syndrome

04 - LB ThAESK R
0401 |5 8% 14 fih [0 8 & U AR e Primary Pulmonary hemosiderosis 0406 |Holt-OramECHEI®EE Holt-Oram Syndrome

; - Idiopathic or Heritable Ppulmonary Arterial Andersen ECREIRBE(D ESRIER BB HI4 .
M T L = |5
0402 |3 MEE B MR EIARS B Hypertension (IPAH + HPAH) 0407 |y iz 2t - S TR ) Andersen's syndrome
0403 |Alstrom EGHE(R 8% Alsrtom Syndrome 0408 |E S i pEREE Asphyxiating thoracic dystrophy
0404 |Frex i+ B EBARE(L Idiopathic Infantile Arterial Calcification 0409 (SR MEPIRIER R AR AEIRES S llilpoushtiatan
Syndrome(CCHS) .

0405 |EANMAE(L Cystic fibrosis =

05 - jB{E& AR A

R EE AR B EE - - - —
0501 [ETHREMIT AR HERE Progressive intrahepatic cholestasis (PFIC) 0503 mm%ﬁmwm_wmm}m B S ftiE [Qegenital _:ﬁmqﬂ_:m_ CeltgkCajalHyperplasis with
BTRBERE Neuronal Intestinal Dyspl

0502 |fERMAERE S AL S Inbon errors of bile acid synthesis 0504 |PalHr S BT 12 8% Alagille Syndrome

06 - W R A MKA
0601 |B R B REEE Nephrogenic Diabetes Insipidus 0605 |RERrEBBEHSRBUESRER Autosomal recessive polycystic kidney disease
0602 |MHE SR AR EQERE X-linked hypophosphatemic rickets 0606 |BartterECAEREE Bartter's syndrome
0603 [LoweCHEIERE Lowe sydrome 0607 |GitelmanECAEIERE Gitelman syndrome
0604 | KR M EE Hypokalemia, familial 0608 |T3{AECER A Alport Syndrome

07 - BaERay AR e
0701 |EEXMMEER Moya moya disease 0725 |JEE M=% 4T 5 fiE Hereditary spastic Paraplegia (HSP)
| ¢ oo K< D | 22 B 2=
0702 |HHIERE B A2 A Agenesis of corpus callosum 0726 %c%wmnmmﬁﬁmww (B Joubert syndrome
0703 | &R/ NSRBI B E T B rE R Spinocerebellar ataxia(SCA) 0727 MMLMWNMW_W\_QNU%:QW@ (et Pelizaeus-Merzbacher Disease
0704 |F T IRECEEIEAE Huntington disease (Huntington's chorea) 0728 |H 38 EChE (7 BE A A8 14 L D ZE 4R iE) Kennedy Disease
0705 |4 ETEiE(LhE Tuberous sclerosis (TSC) 0729 | RIRMEBRM RS B RE Familial Amyloidotic Polyneuropathy (FAP)
e Multiple sclerosis (MS) /Neuromyelitis Optica N . . Pantothenate Kinase Associated
5224 p b 4 P Be ;g GRS
0706 |ZRMBLE/ZRIBEEHER Spectrum Disorders (NMOSD) 0730 |Zis B RIEERA I 2 iR b M Em Neurodegeneration(PKAN)
0707 |ZellwegerFCiE(2 A% Zellweger syndrome 0731 [MoebiusfEf&#¥ Moebius Syndrome
0708 |EHRFECHE Rett syndrome 0732 [MclLeodfEfZ % McLeod Syndrome
0709 | &AM =R E Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresiE{1ZE# Aicardi-Goutieres Syndrome
0710 [MenkesECE R 8 Menkes disease 0734 | E&ICATAEIR S Proteus Syndrome
0711 |NEGHREE (A Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 A EIRR Methyl CpG binding Protein 2 Duplication Syndrom,
e ' ) MECP2 Duplication Syndrome
0712 |=40- S R- 1L 8 ECRE e g e [eRrADIEase SNy ety 0736 |B&fh/NARIEREF Cerebro-Costo-Mandibular Syndrome
Motor Sensory Neuropathy)
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1004 [ETHESEHEN% Fibrodysplasia Ossificans Progressiva (FOP) 1012 [ZRMBREE A Multiple Epiphyseal Dysplasia
1005 |RE e 4B 3% Primary Paget disease 1013 | RERBEBEAL A Hypochondroplasia
1006 |HEBSRERE Cleidocranial dysplasia (CCD) 1014 | e R R & Klippel-Feil Syndrome
1007 Mwﬂmvcsm AlbrightECIEIR S (A% McCune Albright syndrome 1015 |EES#HRREEAR Craniometaphyseal Dysplasia
1008 |BEREERE Spondyloepiphyseal Dysplasia (SED)
11 - GEARRE
1101 SN EGHE (8% AJE) Marfan syndrome 1103 | R &G HABRE SN (BEE) Ehlers Danlos syndrome 1V
1102 | BB BB CAEIEES (ZEIREK) Waardenburg syndrome 1104 |2EKAEERE Beals Syndrome
12 - BEMINEERE
1202 |E&EFEMEM Thalassemia major 1207 |FER ML MERE A SRR M Diamond Blackfan Anemia (DBA)
1203 |m/\R & %E Thrombasthenia 1208 |FFEEVHRER MIEIREE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |FERSFEABECHRTAE Homozygous proetin C deficiency 1209 |ERESHRZIE Protein S Deficiency -
1205 |ol-MEREE T IE al- Antitrypsin deficiency 1210 |SeR M MR M/ VR I8 &3 E Congenital Thrombotit Thrombocytopenic Purpura
1206 |Pa 8 MR MAL &R A Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REER
1301 | B EEIERERE G ME Bruton's agammaglobulinemia 1306 |#EE D8R AE Complement Component 8 deficiency
1302 | R M IEMASFER Chronic primary granulomatous disease 1307 |IPEXAE(EES IPEX Syndrome
1303 |[FERM S REIRE L EEERE Congenital Hyper IgE syndrome 1308 |EREKELMERE Hyper-IgM Syndrome
1304 |Wiskott-AldrichFGAE(R ¥ Wiskott-Aldrich Syndrome 1309 [y TERZ R Interferon y receptor 1 deficiency
1305 |BREES N RERZE Severe combined immunodeficiency 1310 | EEMMEHKE Hereditary Angioedema (HAE)
14 - A WER
1401 (R EB LiREERAE Congenital adrenal hypoplasia 1408 MM%MWM %ﬂﬂwﬁ%mwmmﬂ ‘B M,\mﬂwwww_\ﬁ%ﬂd%%%”ﬂw-:Mmﬂw_ﬁmwﬁ_‘_m“m.oa
1402 |{R MR R ARBR B AERE Pseudohypoparathyroidism 1409 | B IR RERM ACTH resistance
1403 |Be FxmesrEEnE Homozygous familial hypercholesterolemia 1410 |E—EBRMEA S EDRER D RE N_uwﬂmﬁ%,\_sas A pEEFhexylase
1404 | RS L EER R M E Familial hyperchylomicronemia 1411 |KallmannECAERE¥ Kallmann syndrome
1405 | BRI AR ARE (KIRE) Acromegaly 1412 [KRAMHERERR Permanent Neonatal Diabetes Mellitus
1406 |Laron IR {HAE RS Laron syndrome (Laron dwarfism) 1413 |MIRAGE fief& 3% MIRAGE Syndrome
1407 |Kenny-Caffey FCiE{R 8% Kenny-Caffey syndrome
15 - AIERMAmIELERE
1501 |19/E MR REREs R Neurofibromatosis Type || 1505 |Beckwith WiedemannECiE (& 2% Beckwith Wiedemann syndrome
1503 (B BEEHmE Retinoblastoma 1506 |#kEE M &8 AN Ay 1S A0 e Lymphangioleiomyomatosis (LAM)
1504 |2 4nn e Neuroblastoma 1507 W\mﬂm%%_-:amcim% sl N Hippel-Lindau Disease (VHL)
16 - SMERE
1601 |BsEE Apert syndrome 1617 | R MR bR O Mwwﬁ%wzaom_w-anm-mgsagm IRERTS
1602 [CrouzonEGHAEfEE$ Crouzon Syndrome 1618 [KabukifiEfza% Kabuki Syndrome
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