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0317 |SEREBILE MIE Congenital hyperlactic acidemia 033¢ (B ERBEESRESERS Leber hereditary optic neuropathy (LHON)
0318 |RAMRERERBEMEMMIE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |EBEERTE Transaldolase deficiency

0319 |¥.¥E MmAiE Galactosemia 0341 | RBENEA AT Cerebral Creatine Deficiency

0320 |FEEERE Mucolipidosis 0342 WA (RERBLNHIIAERBERS [Thiamine Metabolism Dysfunction Syndromes
0321 |tk B2 ABERER 0343 |Shwachman-DiamondfE{&E¥ Shwachman-Diamond Syndrome

0322 |k psmEamm Carbohydrate-deficiencyglycoprotein syndrome

_licpg)

0401 |REERIn s ANE Primary Pulmonary hemosiderosis 0406 .Io_ﬂ-o_.mﬂmmwmﬁwm Holt-Oram mw:a_.o_jm

it . tdiopathic or Heritable Ppulmonary Arterial Andersen EEEGRE (D ETERERIBEY \
0402 (B E B EA R IR S Hypertension (IPAH + HPAH) 0407 | ez o BRI BURRER Andersen's syndrome
0403 |AlstromCIEBES Alsrtom Syndrome 0408 |ERMIIEREE Asphyxiating thoracic dystrophy
0404 |FrEEt R R AREL |diopathic Infantile Arterial Calcification 0409 |ER P EERELARERE Congenital Central Hypoventilation
Syndrome(CCHS)
0405 |ZFAMEN Cystic fibrosis

0501 HETHRBRENAEREE Progressive intrahepatic cholestasis (PFIC) 0503 Mwmﬁmwmmﬂm%mmmwﬁWWﬁﬁwmﬁ Congenital _:ﬂm.ﬁ&nm_ Cell of Cajal Hyperplasis with
ETHERN Neuronal Intestinal Dyspl
0502 | RGBS R Inban errors of bile acid synthesis 0504 |FE#reE BiiE 2 Alagille Syndrome
B E B R AR Nephrogenic Diabetes Insipidus 0605 |REREREUSTEEMERS Autosomal recessive polycystic kidney disease
0602 |58 M ERM BB E X-linked hypophosphatemic rickets 0506 |BartterSGAEREE Bartter's syndrome
0603 |Lowe RAERE Lowe sydrome 0607 |GitelmanECEEIRES Gitelman syndrome
0604 |REMEMIFE Hypokalemia, familial 0608 |EEREEAEIRE Alport Syndrome
. S e | o 07 EMseERE .
0701 | E=RBEIMEER Meya moya disease 0725 | BN ER L T amER Hereditary spastic Paraplegia (HSP)
0702 | BEEARE Agenesis of corpus callosum 0726 %Wﬂmnmmﬁﬁmm (RERAE RS & Joubert syndrome
0703 | &8/ MBI E R ER Spinocerebellar ataxia(SCA) 0727 m_uwm_%m%wmw;mﬂgnrmﬁmﬁ (@ERE Pelizaeus-Merzbacher Disease
0704 |ZFTEEERERE Huntington disease {Huntington's chorea) 0728 | HEEEE(E BT S EE) Kennedy Disease
0705 |&EEiiEiEbE Tuberous sclerosis (TSC) 0729 |BEMRIEES R BEme Familial Amyloidotic Polyneurcpathy (FAP)
0706 | S BB L/ e Za_mn_mmnmm.:oam (MS) /Neuromyelitis Optica ey mr—— Pantothenate _Aﬁmmmbamoﬁmmﬁma
Spectrum Disorders (NMOSD) Neurodegeneration(PKAN)
0707 |ZellwegerfCE %S Zellweger syndrome 0731 |MoebiusiEiREs Moebius Syndrome
0708 |EREE Rett syndrome 0732 |McleodfE&E¥ Mcleod Syndrome
0709 | BB AEMEE Spinal muscular atrophy(SMA} 0733 |Aicardi-GoutieresfE {28 Aicardi-Goutieres Syndrome
0710 {MenkesECREMESES Menkes disease 0734 | SEREERSS Proteus Syndrome
0711 |MEEE MEB L EEA) Amyotrophic lateral sclerosis (ALS) 0735 [MECP2 AR Methyl CpG binding Protein 2 Duplication Syndrom,

MECP2 Duplication Syndrome

Charcot Marie Tooth Disease, CMT (Hereditary

=l o ¥
0712 | BA-RR- R U Motor Sensory Neurapathy)

0736 |Rsilh/ )RR BY Cerebro-Costo-Mandibular Syndrome
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1004 |ESTEE LR Fibrodysplasia Ossificans Progressiva (FOP) 1012 (ZRMBREEARE Multiple Epiphyseal Dysplasia

1005 |EEMEENS % Primary Paget disease 1013 | REMEBBARE Hypochondroplasia
1006 |HEHASRERY Cleidocranial dysplasia (CCD) 1014 RS Klippel-Feil Syndrome
: =SB g0k otk )
1007 Mwmc:mkczmimmﬁ:mﬂ (g ERR McCune Albright syndrome 1015 BERGRRRELE Craniometaphyseal Dysplasia
EREERY ED)

1008 Spondyloepiphyseal Dysplasia (S

Marfan m«;.%o::m | 1103 mWﬁﬁmmﬁMﬁﬁﬁﬁ .ﬂmﬁﬁv Ehlers Danlos syndrome IV

1101 |[BAER B8 )

Waardenburg syndrome 1104 |EERERS Beals Syndrome

1102 | RRARRERE (BERK)

1202 |ZEEESMEN Thalassemia major 1207 |ERESELOREEERERED Diamond Blackfan Anemia (DBA)
1203 (da/ RS0 Thrombasthenia 1208 |FRERBVER BB IIERE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |EERGFEEECREE Homozygous proetin C deficiency 1209 |ZEEHSHmEE Protein S Deficiency
1205 |al-REBEEEEHBREE ol- Antitrypsin deficiency 1210 [fERE madt M/IARIE T SR BEAE Congenital Thrombotic Thrombocytopenic Purpura
1206 (PSR IMAL ERE Paroxysmal Nocturnal Hemoglabinuria (PNH)
. T BisEERR
1301 | AR EXERERESMNE Bruton's agammaglobulinemia 1306 |#EAH8RZERE Complement Component 8 deficiency
1302 ([RE BN FER Chronic primary granulomatous disease 1307 |IPEXE/REE IPEX Syndrome
1303 | AR EERERESEERR Congenital Hyper IgE syndrome 1308 | ERERMERSE Hyper-lgM Syndrome
1304 |Wiskott-Aldrich CAEIRSF Wiskatt-Aldrich Syndrome 1309 |y FERZRIRE Interferon y receptor 1 deficiency
1305 |REESHRERZE Severe combined immunodeficiency 1310 PEGEMEEKE Hereditary Angioedema (HAE)

EER IS ECRES - MUTHE - MR - B

1401 |[BREBLREESE Congenital adrenal hypoplasia 1408 WAGR Syndrome(Wilms' tumor-Aniridia-

BEPEBME(RRE (WAGREEDD Genitourinary Anomalies-mental Retardation)
1402 {BIESIRARIREAEE Pseudohypoparathyroidism 1409 |BF LR EERRE ACTH resistance
1403 (BeFREGEEREMLE Homozygous familial hypercholesterolemia 1410 |B— BB EE s BDRAEASE Mwwﬂww_“@gmma_: D1-Alpha-Hydroxylase
1404 |Z iRt 2L AR M E Familial hyperchylomicronemia 1411 {Kallmann G Kallmann syndrome
1405 {BREEASE (ABEIE) Acromegaly 1412 |KANEF LR Permanent Neonatal Diabetes Mellitus
1406 {LaronECiRIREREE Larcn syndrome (Laron dwarfism) 1413 |MIRAGE fE(RE MIRAGE Syndrome

1407 {Kenny-CaffeyFCiEIESE Kenny-Caffey syndrome

1501 | EiREE R Neurofibromatosis Type Il 1505 {Beckwith Wiedemann FiE&EE Beckwith Wiedemann syndrome
1503 (RiEEG AR Retinoblastoma 1506 |HEAEFEBNAEELRE Lymphangioleiomyomatosis (LAM)

Von Hippel-LindaulEfREs - BRER-4 |, Hippel-Lindau Disease (VHL)

1504 |34 Y Neuroblastorna 1507 |, (g

__ :........:ﬁ.mmm _____
. o ; Blepharophimosis-Ptosis-Epicanthus Inversus
1601 | BRSRE Apert syndrome 1617 |SERMRBEE O BE Syndrome

1602 |CrouzonFRiEIREE Crouzon Syndrome 1618 [KabukifE{Ra¥ Kabuki Syndrome
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