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0317 |FEREFILEMIE Congenital hyperlactic acidemia 0339 |EREEEERBERE Leber hereditary optic neuropathy (LHON)
0318 |FEMNRERERBESWEMSEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |EEEEZESERZ AE Transaldolase deficiency
0319 |+ZLiEMAE Galactosemia 0341 |ARBEABEERZAE Cerebral Creatine Deficiency
0320 |FPEEE Mucolipidosis 0342 |FEREEERBLRBIIEEERE®RS [Thiamine Metabolism Dysfunction Syndromes
0321 (EtikaBZzAHERER 0343 |Shwachman-DiamondfEf&EE Shwachman-Diamond Syndrome
0322 [BKibepsEearEe: M(.nm_u“w%:ﬁaﬁmlam:n_m:Qm_«noQoﬁm_: syndrome
04 - LEGIHAERHR
0401 |/ hn M EIIEE Primary Pulmonary hemosiderosis 0406 |Holt-OramECREIREES Holt-Oram Syndrome
s e Idiopathic or Heritable Ppulmonary Arterial Andersen EREERFH(LETEEREBHY . ‘
0402 |4FEtmiEBERE RS E Hypertension (IPAH + HPAH) 0407 | oz me T EERRER) Andersen's syndrome
0403 |Alstrom EGAE(RB¥ Alsrtom Syndrome 0408 |ZEE RSB Asphyxiating thoracic dystrophy
. k . a s o s Congenital Central Hypoventilation
0404 |45 EREIRE(L Idiopathic Infantile Arterial Calcification 0409 |FEREDETRE RN EERS Syndrome(CCHS)
0405 |EARELEL Cystic fibrosis
05 - H{E& XA
T R - ) . SR M Cajal EBEMMIBES FI5E |Congenital Interstitial Cell of Cajal Hyperplasis with
0501 [ETHRBEERRETHRE Progressive intrahepatic cholestasis (PFIC) 0503 BRRERE Neuronal Intestinal Dyspl
0502 |EREEE S HER Inbon errors of bile acid synthesis 0504 |FJH SERAEIREY Alagille Syndrome
06 - R HRFKRA
0601 |BEZERARTE Nephrogenic Diabetes Insipidus 0605 |ELEERHYZBUEERER Autosomal recessive polycystic kidney disease
0602 |HEHEEREREEOERE X-linked hypophosphatemic rickets 0606 |BartterFiE{ZEE Bartter's syndrome
0603 |Lowe eSS Lowe sydrome 0607 |GitelmanEEES Gitelman syndrome
0604 |REEEMEE Hypokalemia, familial 0608 |SAEERE Alport Syndrome
07 - BEEpsi i RmE
0701 | EEHMMELR Moya moya disease 0725 [BEEERE T SME Hereditary spastic Paraplegia (HSP)
A = i3 ped
0702 |HEERZEAZE Agenesis of corpus callosum 0726 %Wﬂm:mﬁﬁw (REAE MRS R Joubert syndrome
: ) g g
0703 |BH/ B LT ERAER Spinocerebellar ataxia(SCA) 0727 wrcmm_mmmm”_mmw\_mﬂcmn:mqmmﬁ (@tEE Pelizaeus-Merzbacher Disease
0704 |Z T EEEERE Huntington disease (Huntington's chorea) 0728 |H &3 AR (BT BE M H 9 S M2 E) Kennedy Disease
0705 |&antEiE{biE Tuberous sclerosis (TSC) 0729 | R RS 2RSS Familial Amyloidotic Polyneuropathy (FAP)
e Multiple sclerosis (MS) /Neuromyelitis Optica - - s Pantothenate Kinase Associated
§ S %.__ e 2 2 W, 0 m :
e Spectrum Disorders (NMOSD) e e i ] Neurodegeneration(PKAN)
0707 |ZellwegerFiE1E2E Zellweger syndrome 0731 |MoebiushiE{BEE Moebius Syndrome
0708 |E4FECE Rett syndrome 0732 |McLeodfEf2 5% McLeod Syndrome
0709 | B BN AEEE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresiE{E 8 Aicardi-Goutieres Syndrome
0710 |MenkesECiEZERE Menkes disease 0734 |ERREEERE Proteus Syndrome
g ; ; R — Methyl CpG binding Protein 2 Duplication Syndrom,
_ ary
0711 [I=EHRAEBEEGETEA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 i S fEIEEE MECE? Duplication Syndrome .
0712 | E43-H5RI-HE FE Chircdy MareToth Disspse. CMT (Rerediry 0736 |BEBn/\RIEBES Cerebro-Costo-Mandibular Syndrome

Motor Sensory Neuropathy)
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1004 |EfTHEE(EHEME Fibrodysplasia Ossificans Progressiva (FOP) 1012 |[ZRUESHRABADE Multiple Epiphyseal Dysplasia
1005 |REBMESTEEK Primary Paget disease 1013 | RMBEREAEE Hypochondroplasia
1006 |HEESRERE Cleidocranial dysplasia (CCD) 1014 | REERE Klippel-Feil Syndrome
- - e
1007 Mwmmc:m AlbHOhUSE R (R McCune Albright syndrome 1015 (EEEHEREEAR Craniometaphyseal Dysplasia
1008 |EREEER Spondyloepiphyseal Dysplasia (SED)
11 - &SRB ERE
1101 |SBRLECTE (B1%F ASE) Marfan syndrome 1103 |EREHEHERENE (FREE) Ehlers Danlos syndrome IV
1102 | BB BB ERRE (BERIX) Waardenburg syndrome 1104 |ZEKEES Beals Syndrome
12 EOVEEE
1202 |SBEE=EHEM Thalassemia major 1207 |FE R M EEERERT Diamond Blackfan Anemia (DBA)
1203 |m/VREDEE Thrombasthenia 1208 |FFEAE4REZEMERE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |EEESFERECRZIE Homozygous proetin C deficiency 1209 |ERESRERE Protein S Deficiency
1205 |al-REEBHRZE al- Antitrypsin deficiency 1210 |SeRMHE MR E M/RIE ™ 555HE Congenital Thrombotic Thrombocytopenic Purpura
1206 |PEEEME B MAERE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 £EER _.
1301 |hBBERERERESE Bruton's agammaglobulinemia 1306 |#ERER8EAZ AE Complement Component 8 deficiency
1302 |REEBMAFER Chronic primary granulomatous disease 1307 |IPEXHE-RE: IPEX Syndrome
1303 | SRR EIREQEEER Congenital Hyper IgE syndrome 1308 |E&EREEMERSE Hyper-lgM Syndrome
1304 |Wiskott-AldrichFGiE1EES Wiskott-Aldrich Syndrome 1309 |y TEEZEIHRME Interferon y receptor 1 deficiency
1305 |RERSERERZE Severe combined immunodeficiency 1310 EEEME M KE Hereditary Angioedema (HAE)
14 - ADHWER
. . . EIEBEEE - I - 4322% - £ |WAGR Syndrome(Wilms' tumor-Aniridia-
e e Fongenittaladrendl Ty poplasia 4 PEMEREE(EEE (WAGRERE) Genitourinary Anomalies-mental Retardation)
1402 |{BEHEIERIREEEE Pseudohypoparathyroidism 1409 |B LR FRETHE ACTH resistance
1403 |E&FREUSEEEME Homozygous familial hypercholesterolemia 1410 |S—BEEEEEEDRBREASE Wmmwﬂﬁ.”.%esﬁmaﬁ S Lo - e
1404 |REtE S EMRIE Familial hyperchylomicronemia 1411 |KallmannECfEf&EEE Kallmann syndrome
1405 |BRIEAE (CRBRE) Acromegaly 1412 [RAMSERERE Permanent Neonatal Diabetes Mellitus
1406 |LaronECiRRIEIEEE Laron syndrome (Laron dwarfism) 1413 |MIRAGE fE&ESR¥ MIRAGE Syndrome
1407 |Kenny-Caffey GaEEE% Kenny-Caffey syndrome
15 - REEEMIISER
1501 | s iriRaEs 8l Neurofibromatosis Type || 1505 |Beckwith WiedemannECiEIEEF Beckwith Wiedemann syndrome
1503 |RBESERE Retinoblastoma 1506 [MHEMEFEIAEERE Lymphangioleiomyomatosis (LAM)
1504 |@iE B4z Neuroblastoma 1507 Jm\momm%ﬁm_-r_:nmcﬁﬁw PR o Hippel-Lindau Disease (VHL)
16 ~ SMEEE .
1601 (BEREE Apert syndrome 1617 |feRMEREEROR/IVE Mbm:ﬂﬁwﬂmr::oam-EOm_m-mUﬂnmsﬂrcm s
1602 |CrouzonECHEI&ES Crouzon Syndrome 1618 |KabukifE{&E% Kabuki Syndrome
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