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Motor Sensory Neuropathy)

0317 | R M S % B ME Congenital hyperlactic acidemia 0339 |ERGEEHRPERE Leber hereditary optic neuropathy (LHON)
0318 |HEMMBURERIBESWEMMELE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |@EtEsrss:= = Transaldolase deficiency
0319 |¥FHEME Galactosemia 0341 | ABEM B R AE Cerebral Creatine Deficiency
0320 |RBREE Mucolipidosis 0342 |WR(MERBL B INBERERAEREE | Thiamine Metabolism Dysfunction Syndromes
0321 |BEtRH Bz R HESER 0343 [Shwachman-DiamondfE{&2# Shwachman-Diamond Syndrome
0322 |BAIL e B BEa e MWW_%J\QQ?Q%n_m:nv@_v\nov_.oam_: syndrome

= T domeem e
0401 |REEMAb M IBAE Primary Pulmonary hemosiderosis 0406 [Holt-OramEfiE(#EF Holt-Oram Syndrome

. - Idiopathic or Heritable Ppulmonary Arterial Andersen FCREIREE (L EFRISIR BB 1
A g vante) | = '
0402 |fFsatsiiE BTSN RS B Hypertension (IPAH « HPAH) 0407 TBEIRE | R TR Andersen's syndrome
0403 |Alstrom ECfEEE¥ Alsrtom Syndrome 0408 |E Stk EE Asphyxiating thoracic dystrophy
0404 | R R EIRE Idiopathic Infantile Arterial Calcification 0409 |FEXR MR RE R EMERE Congenital Central Hypoventilation
Syndrome(CCHS)
0405 Mu»mﬁ mA E_ _ Cystic fibrosis
0501 | it B o s R Progressive intrahepatic cholestasis (PFIC) 0503 m_mwm %n&mwmm}mamm@% 25 0HB3EM |Congenital _:ﬁmq&_:m_ Cell of Cajal Hyperplasis with
ETRERE Neuronal Intestinal Dyspl
0502 m.mwm_ﬁm@meﬁmmm Inbon errors of bile acid synthesis Omok_ EHHDW A_w% Alagille Syndrome
0601 |BFEFRFRIE Nephrogenic Diabetes Insipidus omom mmwm ERMZENERER Autosomal recessive polycystic kidney disease
0602 |MEHiE E RV SRR B 1B X-linked hypophosphatemic rickets 0606 |Bartter[GiEIZEF Bartter's syndrome
0603 |LoweEGiEES: Lowe sydrome 0607 |GitelmanGfEIEEE Gitelman syndrome
0604 | KRR MEPAE Hypokalemia, familial 0608 |SERECHEREE Alport Syndrome
. BERERE ...
0701 | EEREMNEER Moya moya disease 0725 |BEME Mﬂmﬂm:t m Hereditary spastic Paraplegia (HSP)
¥ K i BT 2% 2
0702 |BiAEFEE B A EE Agenesis of corpus callosum 0726 %%mammmmrﬁww (R BB Joubert syndrome
0703 | &8/ SR {CU B ER R Spinocerebellar ataxia(SCA) 0727 WM_WANWMMWW\_QNU%:QQ% (BiERE Pelizaeus-Merzbacher Disease
0704 |=TEEERE Huntington disease (Huntington's chorea) 0728 | BT FCRE (3 BRI B M AL A S48 iE) Kennedy Disease
0705 (4R e IR (LRE Tuberous sclerosis (TSC) 0729 | R RM S B IENERE Familial Amyloidotic Polyneuropathy (FAP)
. U Multiple sclerosis (MS) /Neuromyelitis Optica _— Pantothenate Kinase Associated

=>4 y Y s 48 K T«
0706 |ZBMBLE/ZRBEERERX Spectrum Disorders (NMOSD) 0730 ENES R M s WAIR EHER Neurodegeneration(PKAN)
0707 |ZellwegerECfE1ER¥ Zellweger syndrome 0731 {MoebiusfEEE# Moebius Syndrome
0708 |EHFECIE Rett syndrome 0732 |McLeodfE1ZE$ McLeod Syndrome
0709 | BB A EMRE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfiE{#EF Aicardi-Goutieres Syndrome
0710 |MenkesECREIZE} Menkes disease 0734 |ERRETEEIRRY Proteus Syndrome

- . . I Methyl CpG binding Protein 2 Duplication Syndrom,
y ey 4

0711 (ANEFHEEREBCEGEA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 4R REIRRE MECP2 Duplication Syndrome
0712 |Ef- R4t B Eor Charcot Marie Tooth Disease, CMT (Hereditary 0736 | s/ iR e Cerebro-Costo-Mandibular Syndrome
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1004 [ETHB( wﬁ%ﬁ Fibrodysplasia Ossificans Progressiva (FOP) 1012 | B U BREEBELADE Multiple Epiphyseal Dysplasia
1005 |RBMHEEHEE Primary Paget disease 1013 [RIREBBEALRE Hypochondroplasia
1006 mmmmmm.mmmMM Cleidocranial dysplasia (CCD) 1014 | RSEHERE Klippel-Feil Syndrome
i REMRRY (Migis . " . .
1007 Mwwcsm Albright ECEEREE (MR McCune Albright syndrome 1015 (SR ERIRSERR Craniometaphyseal Dysplasia
1008 | & mum BER Spondyloepiphyseal Dysplasia (SED)
1101 | BN ECHE (B%R A fE) Marfan syndrome Ehlers Danlos mv\:amoim v
1102 |B & Am:mmmﬁ A_WWw (B mmﬁv Waardenburg syndrome Beals Syndrome
02 [ERBRRAN Thalassemia major 1207 [ R e B BREAT Diamond Blackfan Anemia (DBA)
1203 |/ E Thrombasthenia 1208 |FEER BV PR B A MAE IR B Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |FEEEFERECRZIE Homozygous proetin C deficiency 1209 |ERESHRZE Protein S Deficiency
1205 |ol-REBQEBHRZAE al- Antitrypsin deficiency 1210 |Se Rt M /)R IE T RBTE Congenital Thrombotic Thrombocytopenic Purpura
1206 ﬁmu.ﬁ%ﬂﬁ HMW&T Paroxysmal Nocturnal Hemoglobinuria (PNH)
[ 1301 ﬂmm:mmmmﬁ%m ﬁmmmm_mEr Bruton's agammaglobulinemia 1306 |[BEERMSHE T noBv_mBmzﬁ ,noi‘_uo:m:ﬁ 8 %m&m:QW
1302 |[RE I IER Chronic primary granulomatous disease 1307 |IPEXE/ESF IPEX Syndrome
1303 |[ER MR REIRE QRS Congenital Hyper IgE syndrome 1308 | BEREEMAEEE Hyper-igM Syndrome
1304 |Wiskott-Aldrich GfEZRF Wiskott-Aldrich Syndrome 1309 |y TEEZE1HE Interferon y receptor 1 deficiency
1305 |REESHREIZAE Severe combined immunodeficiency EEUMEEKE Hereditary Angioedema (HAE)
. . . SRIULME - 433EE - & |WAGR Syndrome(Wilms' _tumor-Aniridia-
M ER =

1401 |REB LRRBF2 Congenital adrenal hypoplasia 1408 BEFRBRAEIEEE (WAGRIEIRES) Genitourinary Anomalies-mental Retardation)
1402 |14 &R R IR EAEE Pseudohypoparathyroidism 1409 | B LR RIRER Y ACTH resistance
1403 |E&F R Gt SEERME Homozygous familial hypercholesterolemia 1410 |B—RUBEEMHALEDIREEROBE MWWMW\M_\”MWESBS D1-Alpha-Hydroxylase
1404 | RS H BERUN M Familial hyperchylomicronemia 1411 |KallmannECiEEEE Kallmann syndrome
1405 | BimARARE (K BRAE) Acromegaly 1412 | KA MHERERRE Permanent Neonatal Diabetes Mellitus
1406 |LaronECER{ERE(RES Laron syndrome (Laron dwarfism) 1413 |MIRAGE fiEf&EF MIRAGE Syndrome
1407 |Kenny-Caffey ECE &% Kenny-Caffey syndrome
1501 |t @B ERaE 1Y Neurofibromatosis Type II 1505 wmn_cz;: Wiedemann K EI#EF Beckwith Wiedemann syndrome
1503 [RBESMAE Retinoblastoma 1506 |ME MEFE A A4 E Lymphangioleiomyomatosis (LAM)

N Von Hippel-LindaufE{# 8 - 2&F{H-% . . .

QB4 P -

1504 |t 4Ram Neuroblastoma 1507 EE R Von Hippel-Lindau Disease (VHL)
1601 |BEs Apert syndrome SRR RO e g imosts-Prosts-Epicanthus Inversus
1602 |Crouzon[CHEIRRE Crouzon Syndrome 1618 |KabukifE1E%# Kabuki Syndrome
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