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0317 |EXRES5LE MIE Congenital hyperlactic acidemia 0339 |EREEBM IR mRE Leber hereditary optic neuropathy (LHON)
0318 |BEMNRRRERIBE 2 HMEMIBE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |8Ea$E2EEER = fiE Transaldolase deficiency

0319 |+ F#EMIE Galactosemia 0341 |ARBSHEETAZ fE Cerebral Creatine Deficiency

0320 |FPEEE Mucolipidosis 0342 |TREZEFEEZBL M B EREESEE |Thiamine Metabolism Dysfunction Syndromes
0321 |Eittwm D2 UHERER 0343 |Shwachman-DiamondfE&E§ Shwachman-Diamond Syndrome

0322

AR Z R E R EIRA

Carbohydrate-deficiencyglycoprotein syndrome
(CDG)

04 ~ I\l TIBEER

0401 | %14 hm M 8 2L E Primary Pulmonary hemosiderosis 0406 |Holt-OramECHEEES Holt-Oram Syndrome
0402 |55 B BRI RIIR S B mv_\wmww_m_wﬂ_mvﬁmc,_mzwﬂ_f__ﬂgg Artesdl 0407 A e | |Andersen's syndrome
0403 |Alstrom ECREI2 8% Alsrtom Syndrome 0408 |E S EMiEREE Asphyxiating thoracic dystrophy
0404 |55 1B S2EMRIR AL \diopathic Infantile Arterial Calcification 0400 | R MBI AR RAEIRE mmn%wﬂmm%wm_ Hypoventilation
0405 |EARMAETL Cystic fibrosis

05 - H{E& A KAE
0501 [MEFFHER M T OB TR R Progressive intrahepatic cholestasis (PFIC) 0503 Mwwwmwﬁmm%@mﬁwﬁmmﬁ mwmmwnw_m__:_HMM;_H_M_«MM__ efiCajal Bypetpladizwith
0502 | R IMAERE S plfERE Inbon errors of bile acid synthesis 0504 |MIfISREREET Alagille Syndrome

06 - iR F# KA
0601 | B E B bR AR fE Nephrogenic Diabetes Insipidus 0605 |EEREEEMSRMERER Autosomal recessive polycystic kidney disease
0602 | Mk (8 TR RL BB (B AF X-linked hypophosphatemic rickets 0606 |BartterECRE{RRT Bartter's syndrome
0603 |LoweREIREF Lowe sydrome 0607 |GitelmanFChEfE#E Gitelman syndrome
0604 |Z H R IR Hypokalemia, familial 0608 |TR1AECEIRRF Alport Syndrome

07 - BERRs iR

0701 |ZERBMEER Moya moya disease 0725 [EEMEEN TS MNE Hereditary spastic Paraplegia (HSP)

0702

iy =R e

Agenesis of corpus callosum

0726

Joubert [CERRS (R IEGIEEEE
+E)

Joubert syndrome

0703

/) B IR B (R 0 A P At

Spinocerebellar ataxia(SCA)

0727

Pelizaeus-Merzbacher(KiE (181452 E
BURSTBLAE)

Pelizaeus-Merzbacher Disease

0704 | ¥ T URECEEISAE Huntington disease (Huntington's chorea) 0728 |3 L e (35 RA A AR 1 AL PO S AR IE) Kennedy Disease
0705 |48 (bIE Tuberous sclerosis (TSC) 0729 |RHEEM BN S BRI RE Familial Amyloidotic Polyneuropathy (FAP)
0706 |2 s tem e /s mmmnms Multiple sclerosis (MS) /Neuromyelitis Optica 0730 |5 Re s an s = s imE A s Pantothenate Kinase Associated

Spectrum Disorders (NMOSD)

Neurodegeneration(PKAN)

0707 |ZellwegerECHE {58 Zellweger syndrome 0731 |MoebiusfEfERT Moebius Syndrome
0708 |EE4FECIE Rett syndrome 0732 [MclLeodfEf&R¥ MclLeod Syndrome
0709 | & REMEAL R EHEE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfiE{Z 2% Aicardi-Goutieres Syndrome
0710 [MenkesECiERES Menkes disease 0734 | E SR EEIRE Proteus Syndrome
» _— . . i S Methyl CpG binding Protein 2 Duplication Syndrom,
r =13 4 P
0711 |ANEEMR MR RECECHREA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 S fEiREsE MECP2 Duplication Syndrome
0712 | EfI- BT Charcatiiviani [oath Diseass, CMT (Heredikary 0736 R/ ampe 2 B¢ Cerebro-Costo-Mandibular Syndrome

Motor Sensory Neuropathy)
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1004 [#ETHES BN % Fibrodysplasia Ossificans Progressiva (FOP) 1012 |2 EBREE AT Multiple Epiphyseal Dysplasia
1005 |FE#MEEMEER Primary Paget disease 1013 |REBHEE AT Hypochondroplasia
1006 |HEESEEER Cleidocranial dysplasia (CCD) 1014 |FRIAHEFEE Klippel-Feil Syndrome
1007 Mwwczm A g sl McCune Albright syndrome 1015 |[BERHIREE AR Craniometaphyseal Dysplasia
1008 |BHEEERE Spondyloepiphyseal Dysplasia (SED)
11 » i AEm ™
1101 | BN ECHE (%R AZE) Marfan syndrome 1103 |EXREEHmAME S SENE (FEEE) Ehlers Danlos syndrome IV
1102 |E BRI ECEIERF (BEIRER) Waardenburg syndrome 1104 |EE AR Beals Syndrome
: 12 - EMINEERS
1202 |EZLEFHEEM Thalassemia major 1207 |FeRMEMAMKEEEEEEN Diamond Blackfan Anemia (DBA)
1203 |Mm/ R #9E Thrombasthenia 1208 |JEsaBY L RERMAEIRES Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |REREESFEABECRZIE Homozygous proetin C deficiency 1209 [EHESTAZIE Protein S Deficiency
1205 |ol-FiEE S BB = iE ol- Antitrypsin deficiency 1210 |SeR MMM /AR T S BHE Congenital Thrombotic Thrombocytopenic Purpura
1206 |PEEst47E R MAT R Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REER
1301 |FEEREREIKERME Bruton's agammaglobulinemia 1306 |#hASALMH8ERZ fE Complement Component 8 deficiency
1302 |RE e A SRR Chronic primary granulomatous disease 1307 |IPEXJEIESE IPEX Syndrome
1303 |SE RS R B E DR Congenital Hyper IgE syndrome 1308 |SREHKERMIIEEET Hyper-lgM Syndrome
1304 |Wiskott-Aldrich EGEE(EEF Wiskott-Aldrich Syndrome 1309 |y FERZRE LR Interferon y receptor 1 deficiency
1305 (REESNREHZE Severe combined immunodeficiency 1310 |EEMMEEKE Hereditary Angioedema (HAE)
14 - RS RER
: . : BRI - HREE - E WA ilms’
401 [fERIER LRBATS Congerital adrenal hypaplasia 1408 | e Iog WAGRIME) . |Geritourmary Aomales mental Retsrdaion
1402 {54 B P ARER EAELE Pseudohypoparathyroidism 1409 | B ERR R ACTH resistance
1403 |Ba F 2Bt ERERDE Homozygous familial hypercholesterolemia 1410 |B—BIRBE 4  EDRADGBE ww.ﬁ__.,__w_\mg:ﬂ%\,\_aa_: R-Alpiia-Hydroxylase
1404 | M S R BRI 0 E Familial hyperchylomicronemia 1411 [KallmannECEE(£ES Kallmann syndrome
1405 | Bl AR ARE (RBE) Acromegaly 1412 |KAMRESERB Permanent Neonatal Diabetes Mellitus
1406 |LaronEG{R{EAEIERS Laron syndrome (Laron dwarfism) 1413 |MIRAGE JEf%3# MIRAGE Syndrome
1407 |Kenny-CaffeyECRE ¥ Kenny-Caffey syndrome
15 - RIEEMRRIBETE
1501 |#piEd st AE R AF 55— AU Neurofibromatosis Type Il 1505 |Beckwith WiedemannECiE{E R Beckwith Wiedemann syndrome
1503 |RABREE R Retinoblastoma 1506 |3 M &35 B PO 18 4 1iF Lymphangioleiomyomatosis (LAM)
1504 |miES MG Neuroblastoma 1507 |Von Hippel-LindaufEiRE: - B&-H |\, o ool Lindau Disease (VHL)
IBEERF
16 - SMRER

. ; Blepharophimosis-Ptosis-Epicanthus Inversus
1601 |BmsmEsE Apert syndrome 1617 |Fe R MR E MR O/ VAE Syndrome
1602 |CrouzonERiEIREF Crouzon Syndrome 1618 |KabukifiEfz ¥ Kabuki Syndrome
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