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0316 |HEFHRIE Wilson's disease 0338 | EMmBZEF Biotinidase Deficiency
0317 |ERiEE LR MAE Congenital hyperiactic acidemia 0339 |BERBEI R RERE Leber hereditary optic neuropathy (LHON)
0318 |FEMGRARBERAELSPMEMITE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |EVESBERETAZS 7F Transaldolase deficiency
0319 |3 S mEE Galactosemia 0341 | KRB R AE Cerebral Creatine Deficiency
0320 |BEREETE Mucolipidosis 0342 | SR EELEZBN R ATHEEMIERE |Thiamine Metabolism Dysfunction Syndromes
0321 |HftRSE R B ER 0343 |Shwachman-DiamondfE{®Ef Shwachman-Diamond Syndrome
0322 | R L s R S iR R MMWMN:ESﬁm-ammn_mza\@:Rouzﬁ@: syndrome
04 ~ (L\BHIhEER R
0401 I3 S5 A M BT HE Primary Pulmonary hemosiderosis 0406 |Holt-OramiGiEESE Holt-Cram Syndrome
T b b 5 N = Idiopathic or Heritable Ppulmonary Arterial Andersen ECiE 2% (0B 7 A A VR A 1 _
0402 4R Ee s iRE A Hypertension (IPAH + HPAH) 0407 o s e Andersen's syndrome
0403 |AlstromECfE{#EE Alsrtom Syndrome 0408 |ER MR RIEE Asphyxiating thoracic dystrophy
0404 5551 B MARER (S \diopathic Infantile Arterial Calcification 0409 |SER M PGB REIRR Congenital Central Hypoventilation
Syndrome({CCHS)
0405 |FHRAELE Cystic fibrosis
05 ~ HIEZHKH
e = e _ - . SR M Cajal B E MRS SHERE |Congenital interstitial Cell of Cajal Hyperplasis with
0501 JETHMRBEERAETRESEE Progressive intrahepatic cholestasis (PFIC) 0503 = e Neuronal Intestinal Dyspl
0502 |SERMENREE & ALIETE Inbon errors of bile acid synthesis 0504 |FJHIsSSEREIRRE Alagille Syndrome
06 - MRHRHFKNA
0601 |BFBLREAE Nephrogenic Diabetes Insipidus 0605 |MRE BB BHER Autosomal recessive polycystic kidney disease
0602 MBS MR EREREOS8E X-linked hypophosphatemic rickets 0606 |BartterfEIZER Bartter's syndrome
0603 {LowelCiEEHE Lowe sydrome 0607 |GitelmanfGiEI2EE Gitelman syndrome
0604 |FEEMIBE Hypokalemia, familial 0608 |EZIAECTEIRRE Alport Syndrome
07 - BB MERE
§ 5 prn € it o]
0701 {EERME LR Moya moya disease 0726 WWJmnmm“@_mmw (RER I EEIR 25 Joubert syndrome
0702 {BHERBEAZE Agenesis of corpus callosum 0727 thm_mmwﬁmmw%ﬁcmnjm«mmﬁ (RERE Pelizaesus-Merzbacher Disease
0703 ¥/ SR {E TR Spinocerebellar ataxia(SCA) 0728 | Eds e (3 I A B PO SR AE) Kennedy Disease
0704 (T TIREXERE Huntington disease (Huntington's chorea) 0729 | REMBN S RIS RES Familial Amyloidatic Polyneurapathy (FAP)
. \ , X Pantothenate Kinase Associated
fcker o 30T e it X
0705 | iB{EiE Tuberous sclerosis (TSC) 0730 RS 7 oS RIEYER Neurodegeneration(PKAN)
ST S ek £ 20 A Multiple sclerosis {MS) /Neuromyelitis Optica . . 5
=T B o A F0d % .
0706 | Z S HE(CE/SZ SRR Bk Spectrum Disorders (NMOSD) 0731 |MoebiusfEiZ2F Moebius Syndrome
0707 |ZellwegerfCE 1S Zellweger syndrome 0732 |McleodiE &8 Mcleod Syndrome
0708 B AE Rett syndrome 0733 |Alcardi-GoutieresiE{ESE Aicardi-Goutieres Syndrome
0709 |FFEHENASERE Spinal muscular atrophy(SMA) 0734 [EA IR Proteus Syndrome
0710 |MenkesFEiE (R8¢ Menkes disease 0735 |MECP2 & (RSt Methy! CpG binding Protein 2 Duplication Syndrom,

MECP2 Duplication Syndrome
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10 - SRmE
1001 | A 2IE (RRERE) Osteogenesis imperfecta (Ol) 1009 |B=FHBE Split-hand/ Split-foot malformation (SHFM)
1002 [EMEEHEAZRE (NVPAK) Achondroplasia 1010 |fEiEBmESERR Pseudoachondroplastic dysplasia
1003 |BHEELE (KB REE) Osteopetrosis 1011 {Conradi-Hunermann CHEIRRE Conradi-Hunermann syndrome
1004 [ETIEBLHLR Fibrodysplasia Ossificans Progressiva (FOP) 1012 |8 BRRE A2k Multiple Epiphyseal Dysplasia
1005 |[FE B e Primary Paget disease 1013 KB B ARYE Hypochondroplasia
1006 |HIEEBEEEY Cleidocranial dysplasia (CCD) 1014 |FERTANERE LS Klippel-Feil Syndrome
1007 M,nﬁmvc:mkw:u:mmmﬁﬁww (AR McCune Albright syndrome 1015 (ERESEREE AR Craniometaphyseal Dysplasia
1008 |BRERERE Spondyloepiphyseal Dysplasia (SED)
11 - {54 AREREE
1101 | B RLECEE (BIRAJE) Marfan syndrome 1103 | REHFAMB R ENA (R Ehlers Danlos syndrame IV
1102 | AL B8 I RE (BEIRTE) Waardenburg syndrome 1104 | RELERES Beals Syndrome
12 - BMTEERE
1202 |HREREEARD Thalassemia major 1207 |SEREA A MEREERE M Diamond Blackfan Anemia (DBA)
1203 |M/RE 5 Thrombasthenia 1208 |FERENE ISR MRS Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |EREESFELBECHRTAE Homozygous proetin C deficiency 1209 [BERHSRZE Protein S Deficiency
1205 |al-HRE SRR T AE ol Antitrypsin deficiency 1210 [FERE MR m/ MEIE T SBHE Congenitai Thrombotic Thrombocytopenic Purpura
1206 (et RRE Paroxysmal Necturnal Hemoglobinuria (PNH)
13 - REER
1301 (B BRERARERME Bruton's agammaglobulinemia 1306 |@EANEHRZIE Complement Component 8 deficiency
1302 |FERis B e S Chronic primary granulomatous disease 1307 |IPEXYEIZHE [PEX Syndrome
1303 | EARUBREREQLEES Congenital Hyper IgE syndrome 1308 |BEEHESMIERS Hyper-lgh Syndrome
1304 |Wiskott-Aldrich FCAER S Wiskott-Aldrich Syndrome 1309 |y FEBEZMIEE Interferon y receptor 1 deficiency
1305 |BREiE SRR BERE A Severe combined immunodeficiency 1310 [ mEE AR Hereditary Angioedema (HAE)
14 - ASRER

. . g Bfg - WALE - MREE B IWAGR r iims’ -Aniridia-
1401 | R FIRBE AR Congenital adrenal hypoplasia 1408 WMMWWM w. >WWMH A%wmmﬂﬂ = mmaﬂowwuw%ﬂhoﬁwﬂmw-ﬁ“ﬂm wwﬂmﬂmmmoa
1402 R SBARRRERERE Pseudohypoparathyroidism 1409 | B EER R B B L ACTH resistance
1403 [EEfREMEBERIE Homozygous familial hypercholesterolemia 1410 |3 — B MU R E DR B 4B MWMW\MMM%_SBS D1-Alpha-Hydroxylase
1404 | ZiEM EF B e Familial hyperchylomicronemia 1411 [Kallmann GiE1282 Kallmann syndrome
1405 |BESRARATE (FBE) Acromegaly 1412 [RAMHEREER Permanent Neonatal Diabetes Mellitus
1406 |LaronEfREREREEE Laron syndrome (Laron dwarfism) 1413 |MIRAGE EZE MIRAGE Syndrome
1407 |Kenny-CaffeyfCiEIEEY Kenny-Caffey syndrome

15 < FERAMAER

1501 |#eiEatsmaEiRasss Bl Neurofibromatosis Type |I 1505 |Beckwith Wiedemann G it {#E; Beckwith Wiedemann syndrome
1503 |RAEEE MR Retinoblastoma 1506 |MEMEITR IR EE Lymphangiofeicmyomatosis (LAM) ]
1504 |EGNBER Neuroblastoma 1507 M%Amw%m_-rﬁamcﬁﬁ_mww CERE-H Von Hippel-Lindau Disease (VHL)
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