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Hypertension (IPAH ~ HPAH)

MEROEERE ; T EERERR)

0315 |&EE porphyria 0335 |Beta B fRESEE = E Beta-Ketothiolase Deficiency
0316 |RERAREIE Wilson's disease 0336 |32 2R ARRHERE 1 REIr G = i Infantile form Lysosomal Acid Lipase Deficiency
0317 |Se RS A RRIME Congenital hyperlactic acidemia 0337 | R FEi G = E Multiple Sulfatase Deficiency
0318 |Erig1E4h 53 A B B Z B R 4y M A% fE Persistent hyperinsulinemic hypoglycemia of infarcy | 0338 |4=¥1EEEGEE= E Biotinidase Deficiency
0319 |*EFLFEMAE Galactosemia 0339 |EB{HRE EER SR Leber hereditary optic neuropathy
0320 Mmmmm L.r Mucolipidosis 0340 w%mwmmmw%Mﬁr Transaldolase deficiency
0401 _.% mw@rmﬂmqﬁ%m b _L%Hﬁ. | Primary Pulmonary hemosiderosis 0406 |Holt- OEB mmﬁmzwﬂﬂ Holt-Oram Syndrome
- . - = T S .
0400 |EsBst s R R Idiopathic or Heritable Ppulmonary Arterial 0407 Andersen [CE{ERECOETEEIEREEEIEHET R

Spectrum Disorders( NMOSD)

0403 |Alstrom ECHE(EEE Alsrtom Syndrome 0408 |22 B HERTELE=E Asphyxiating thoracic dystrophy

0404 |FrEdtERE REnAREE L Idiopathic Infantile Arterial Calcification 0409 | RMEFEMERAT BEREE Congenital Central Hypoventilation Syndrome(CCHS
0405 Wﬁmm%ﬁ _u Cystic fibrosis

e L 05 HEREEE -
0501 [HEfTHESRIBMEIF Pl e iE Progressive intrahepatic cholestasis(PFIC) 0503 W%MM%%%MM%E@%P?@ mmmwwmﬂswﬂww_:mmm_ SECARL Bl nieny
0502 w_wwmﬁmwﬁmbm%ﬂﬁ Inbon errors Qq Em moa &Emﬁm& 0504 EHW@»W«%% Alagille Syndrome

EnT T N3y s A DA
omE mm_wm_ﬁmmmﬁ. X-linked s%EommEo&m@mam Ewﬁacm 0605 |EEER ﬁ%ﬁ%%ﬁﬁ%ﬁr Autosomal recessive polycystic kidney disease
0602 MRS AR B X-linked hypophosphatemic rickets 0606 |Bartter ECHEREE Bartter's syndrome

0603 |Lowe ECIEIREEE Lowe sydrome 0607 |Gitelman ECEMERF Gitelman syndrome

0604 W ﬁﬁa@ﬁﬁr Hypokalemia, familial 0608 wEm_ mmﬁr?mmm% Alport Syndrome

oqu Lﬁnﬁ%mwﬁ_ﬁn%ﬁ Moya moya disease Sww m} ﬁﬁ%ﬁ%%ﬁr Tyrosine hydroxylase deficiency

0702 (BHIREEZ EF £iE Agenesis of corpus callosum 0724 |Wolfram FCEEMERE Wolfram syndrome * DIDMOAD

0703 |&#a/NERA LB ih S I Spinocerebellar ataxia(SCA) 0725 [B{EHEREN T SRE Hereditary spastic Paraplegia(HSP)

0704 | T UHECSEETE Huntington disease( 3 & Huntington's chorea) 0726 M%Mmmm IERBECRIATE ME(EEE Toubert syndrome

0705 |GEEERE L Tuberous sclerosis(TSC) 0727 wmwm%m%wg%ﬂ PIEBIERE (b sous- Merbacher Dissase

0706 |55 B temm S R B 5 Multiple sclerosisqMS)/Neuromyelitis Optica 0728 |1 i3 P s BB P L U245 [ Kennedy Disease

0707 |Zellweger EXIEEEE Zellweger syndrome 0729 |RGEHERM L E T HEHRE Familial Amyloidotic Polyneuropathy(FAP)
Pantothenate Kinase Associated
S T B s
0708 |BISERIE Rett syndrome 0730 |ZEEBSNRRRHE 2t R LB Neurodegeneration(PKAN)
0709 |EREMERLAEYEE Spinal muscular atrophy(SMA) 0731 |Moebius fE{ERE Moebius Syndrome
0710 [Menkes ECHEIEE: Menkes disease 0732 |McLeod fEfEEE MecLeod Syndrome
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Osteogenesis imperfecta(OI)

Spondyloepiphyseal Dysplasia(SED)

1001 1008 [EHEERE
1002 [ EEEE AN EECNVNAFD Achondroplasia 1009 |BFREE Spit-hand/ Split-foot malformation ( SHEM )
1003 |[BEALE KEGED) Osteopetrosis 1010 B EHE N2 Pseudoachondroplastic dysplasia
1004 ETHEFEEALR Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conrzdi-Hunermann ECIE(ERE Conradi-Hunermann syndrome
1005 |[FEEBEREE K Primary Paget disease 1012 |ZBEFHREEIDE Multiple Epiphyseal Dysplasia
1006 SHEBEEEEE Cleidocranial dysplasia(CCD) 1013 |RECHREA2E Hypochondroplasia
1007 WMW%W@V Albright FAE(REHBHEIES McCune Albright syndrome 1014 |FREHERE Klippel-Feil Syndrome
1101 |BALREE (Bik AJE) Marfan syndrome 1103 w_.nwm m@wumﬁm SEVURI(EEE)  |Ehlers Danlos syndrome IV
1102 (ELE RIS R IEERE(EEIRED) Waardenburg syndrome 1104 | BB XERRF Bezls Syndrome
i . L -EmygERY 0 . .
1202 |EAGEFEEEIM Thalassemia major 1206 mmaﬁwmmmm‘_ﬁ@%%ﬁ Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |f/ MRS IIE Thrombasthenia 1207 |FeRtEaisT Bk EAERMEMm  |Diamond Blackfan Anemia(DBA)
1204 |[HIEREGFERE CHZIE Homozygous proetin C deficiency 1208 |ZEHAIM R BB IIEREEE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |1 ?ﬁﬁmm@@wMﬁ a 1- Antitrypsin deficiency 1209 |EQE SEZIE Protein S Deficiency
L s B R . - =
1301 *m@&m_w\i w%ﬁﬂmﬁmﬁﬁ Bruton's agammaglobulinemia 1306 [EfE T 8 GREIE Complement Component 8 deficiency
1302 REMEIE M RS RER Chronic primary granulomatous disease 1307 [IPEX REfEEE IPEX Syndrome
1303 |feREEeEREA E EFER Congenital Hyper IgE syndrome 1308 |EfEEERE L M IEERE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich K JE{ERE Wiskott-Aldrich Syndrome 1309 |v THEEZHE 1 G4 Interferon 7 receptor 1 deficiency
1305 |BREEGE T E Severe combined HBBcno%QO:é 1310 |EEEmEEKE Hereditary Angioedema(HAE)
L - ANONER 4 L

1401 SERAEE EIRPER 2GR  |Congenital adrenal hypoplasia g - . T
1402 |fBRtRIFHARBREREETE Pseudohypoparathyroidism 1409 (B LIRERETE ACTH resistance
1403 |El&FZRIEMESEBERERIE Homozygous familial hypercholesterolemia 1410 |F—FEE ML F D (EEOEE WMWMMMNM%SSEHH Dlnishatiietae
1404 |2 = PLEERAL E Familial hyperchylomicronemia 1411 |Kallmann [CIEERE Kallmann syndrome
1405 |BelwAEATE CRARE) Acromegaly 1412 |F A VEH £ FRVEIRIR Permanent Neonatal Diabetes Mellitus
1406 |Laron (KRR EIZRF Laron syndrome (Laron dwarfism) 1413 |Mirage FE{ERF Mirage Syndrome
1407 |Kenny-Caffey ECIERERE Kenny-Caffey syndrome

i T - 15 FIEERMEER L .
1501 |FeREgaEREEIRRTSE — A Neurofibromatosis Type II 1505 |Beckwith éa%am:: IEEEE Beckwith Wiedemann syndrome
1503 |48HE 2 4 Af g Retinoblastoma 1506 |AEIESEBALRE £E Lymphangioleiomyomatosis(LAM)
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