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0315 |&&1E porphyria 0335 (Beta i fBNERL = fiE Beta-Ketothiolase Deficiency

0316 |EEEARIE Wilson's disease 0336 |38 52 R ABEREEE MRS ERGL = iE Infantile form Lysosomal Acid Lipase Deficiency
0317 |FeRMEE AR MmAE Congenital hyperlactic acidemia 0337 |8 VERR IR AEER G = i Multiple Sulfatase Deficiency

0318 [Hr4IE4h 5 2 B 22 38 B 43 WM UM Persistent hyperinsulinemic hypoglycemia of infancy | 0338 |4 ZhsEh= 52 Biotinidase Deficiency

0319 R MmIE Galactosemia 0339 |E{HECEEMER RS Leber hereditary optic neuropathy

MIEEE

[ S VR B I URE

Mucolipidosis

Primary Pulmonary hemosiderosis

0406

TR ERER T E

Holt-Oram F& i /BEE

Transaldolase deficiency

Holt-Oram Syndrome

Idiopathic or Heritable Ppulmonary Arterial

Andersen FCE{ERECC B EEA

I A = e e | B 1
040 |RrBE e R ERRBAR = Hypertension (IPAH + HPAH) 0407 PERREEIREE » ST T BB BN Andersen’s syndrome
0403 |Alstrom ECIE{EEE Alsrtom Syndrome 0408 |2 B MR ST Asphyxiating thoracic dystrophy
0404 |Fra¢ {52 SABhAREE(E Idiopathic Infantile Arterial Calcification 0409 TR ME R MERRAN B EER Congenital Central Hypoventilation Syndrome(CCHS

Bk

Cystic fibrosis

0503

Se KM Cajal REEAINE £ S HHE

Congenital Interstitial Cell of Cajal Hyperplasis with

0504

605

LYV ey A NER i svs N 4 It ] 1
0501 PEITIEZ AR PIIE T Progressive intrahepatic cholestasis(PFIC) S A LR Neuronal Tntestinal Dyspl
0502 S RMERERS SR EE Inbon errors of bile acid synthesis Py S BRE (ERE Alagille Syndrome

0601 |B REIPRBRIE X-linked nephrogenicdiabetes insipidus mwﬁmﬁmﬁ%\%ﬁmﬁﬂ Autosomal recessive polycystic kidney disease
0602 | MR E R KR R B E X-linked hypophosphatemic rickets 0606 |Bartter ECE{EEE Bartter's syndrome
0603 |Lowe [XJEfEEE Lowe sydrome 0607 |Gitelman EJERERE Gitelman syndrome

0604

FIRMERIETE

Hypokalemia, familial

0608

EERIE (RS

B S LR S

Alport Syndrome

Spectrum Disorders( NMOSD)

0701 | BRI ER Moya moya disease 0723 Tyrosine hydroxylase deficiency
0702 |BHIKEEEE SR 20 Agenesis of corpus callosum 0724 |Wolfram FCIEEEE Wolfram syndrome * DIDMOAD
0703 |& B8/ NER E BN St Spinocerebellar ataxia(SCA) 0725 |BEEMEREEMET BRiE Hereditary spastic Paraplegia(HSP)
3 TR L << 7

0704 | = TIHICSRENE Huntington disease( X f% Huntington's chorea) 0726 Mﬁwﬂmwm FEARF RIS Joubert syndrome

) , : Pelizaeus-Merzbacher [KfE(H8 M FLEE . ] N
0705 |4EEIMERR{LAE Tuberous sclerosis(TSC) 0727 TR L) Pelizacus-Merzbacher Disease
0706 |SEstmE bEsT sy [ Multile sclerosis(MSyNeuromyelitis Optica | 0 hitmn e o A BT B PR AT S2489E) | Kennedy Disease

0707

Zellweger FCIE{ERE

Zellweger syndrome

0729

RS B

Familial Amyloidotic Polyneuropathy(FAP)

Pantothenate Kinase Associated

EEL=AS ALy f R TR :
0708 |EFRFEIE Rett syndrome 0730 |/ ZBRBEAESIRE R AL DR Neurodegeneration(PKAN)
0709 |EREMERLAZEME Spinal muscular atrophy(SMA) 0731 [Moebius FEIEEE Moebius Syndrome
0710 [Menkes [KFE(REE Menkes disease 0732 |McLeod fEfEEE McLeod Syndrome
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1001 |BeBE A 2IEGIEEE) Osteogenesis imperfecta(Ol) HREERE Spondyloepiphyseal Dysplasia(SED)

1002 [EREE#EEARDRECVIALR) Achondroplasia 1009 |HFAETE Split-hand/ Split-foot malformation ( SHEM)
1003 | BEE{LE (REAEE) Osteopetrosis 1010 |BMEREHEE A2 Pseudoachondroplastic dysplasia

1004 |EFTHEFLIENR Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann [ fEREEE Conradi-Hunermann syndrome

1005 |FREFMEET A X Primary Paget disease 1012 |BHEBHRBZEFDE Multiple Epiphyseal Dysplasia

1006 |BHEEHFHERE Cleidocranial dysplasia(CCD) 1013 |XIEHEBEAEIE Hypochondroplasia

1007 [MicCune Albright EERRERGRAENER |\ /o Albright syndrome 1014 Klippel-Feil Syndrome

1101 | B FLERSE (BOkk ASE) Marfan syndrome SeRAEHHIA S B EIURI(BZZE)  |Bhlers Danlos syndrome IV
1102 |FLBAIS EEFERE(EEIRER) Waardenburg syndrome Beals Syndrome

TR

Pep S R I AL ZRPRTE

1202 |EREEMEmD Thalassemia major 1206 Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |/ v S79E Thrombasthenia 1207 | RMEAALmBRE A ERMEZm  |Diamond Blackfan Anemia(DBA)

1204 |[FEREGFERE CHZIE Homozygous proetin C deficiency 1208 [FRHAAIM: PR BV MIERERE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 | o 1-HIBRE CBSELZ IE @ 1- Antitrypsin deficiency EHE S Protein S Deficiency

1301 (fAEER R eEEkE A E Bruton's agammaglobulinemia Ry 8 BRZIE Complement Component § deficiency
1302 ([RE IS4 A IER Chronic primary granulomatous disease 1307 |IPEX JE{%EE IPEX Syndrome

1303 |SeRMEEREERE N B EER Congenital Hyper IgE syndrome 1308 |EeEERE N M EER Hyper-1gM Syndrome

1304 |Wiskott-Aldrich FCYE{EER Wiskott-Aldrich Syndrome 1309 |y THEZZHE 1 §4#E Interferon 7 receptor 1 deficiency
1305 | E SR R i Severe combined immunodeficiency BEMEME M KE Hereditary Angioedema(HAE)

1501

MEREREREE A

; ) ) - Ew@mmmm%@ &\_I%Hmm . ﬁmmm_m WAGR Syndrome(Wilms'  tumor-Aniridia-

1401 T R yrcgacy

FRMEE LI H A RCPEEE)  Congenital adrenal hypoplasia 1408 B - FEEEEHEFEEA(WAGR JE{EER) |Genitourinary Anomalies-mental Retardation)
1402 RS ARBRREEE Pseudohypoparathyroidism 1409 |8 IR R EDIE ACTH resistance
1403 |Fl&Fo et i B Homozygous familial hypercholesteralemia 1410 [S— BB LA D BT W@ mmmmwﬁaémE-ga.méax?o
1404 | SR M FLEE Sk Familial hyperchylomicronemia 1411 [Kallmann [ E{REE Kallmann syndrome
1405 |BmfERHE CRREEE) Acromegaly 1412 {7k AVEHT £ FUHEPRIR Permanent Neonatal Diabetes Mellitus
1406 |Laron K RIEMEERE Laron syndrome (Laron dwarfism) 1413 |Mirage JE{EEE Mirage Syndrome
1407 |Kenny-Caffey [CIEEEE Kenny-Caffey syndrome

Neurofibromatosis Type II

Beckwith Wiedemann syndrome

1503

Dl ot

Retinoblastoma

I R A A

Lymphangioleiomyomatosis(LAM)
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