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0603

roso m@.r @wﬂ

0315 |&EfE porphyria 0334 |EKEEEE Barth Syndrome

0316 |EEEARECIE Wilson's disease 0335 |Beta FifEBEEE = E Beta-Ketothiolase Deficiency

0317 |Fe kM= AL RE Congenital hyperlactic acidemia 0336 |BR R ANARERETE AR BERE = F Infantile form Lysosomal Acid Lipase Deficiency
0318 ﬁwmwmmimwmw i 2 Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z8¥ AR R AsEEH = fiE Multiple Sulfatase Deficiency

0319 [HFHFEMIEE Galactosemia 0338 W@;W%@HM*} Biotinidase Deficiency
e el AR e e e e s N O S B R S : i)
0401 |REMERTITEE \;Wﬁr Primary Pulmonary hemosiderosis 0406 [Holt-Oram B fFE(REE Holt-Oram Syndrome

0402 |FEEMERENR S BRIE Primary Pulmonary Hypertensio,PPH 0407 W%MWMWMW@WWM %r ,muwwﬁmw Wv B Andersen's syndrome

0403 |Alstrom ECYE{EERE Alsrtom Syndrome 0408 |2 B MR ERE Asphyxiating thoracic dystrophy

0404 |[FrE&i4-58 REIAREE(L Idiopathic Infantile Arterial Calcification 0409 |FoRMEHREERAE R EEFERE Congenital Central Hypoventilation Syndrome
0405 ME&WNWA E Cystic mgozm

=2 A e N et oot 05~ Mgl 00 . S .

0501 ﬁﬁﬁ%%@mﬂ}m@iﬁ%ﬁm Progressive intrahepatic cholestasis,PFIC WWMWAMH RREES Em@wgﬁxvﬁnmw ﬁ,,H MMHWMMMWM:MMMMMWMMMM: of Cajal Hyperplasis with
0502 [Fe R ﬁ%ﬁ»%f@%ﬂ@m F@o: errors 9q g@ acid synthesis 0504 wﬁmuuﬁﬁ‘rﬁw% Alagille Syndrome

e e ek o WRRERE 3 : e A
0601 E.iﬁmmﬁr X-linked nephrogenicdiabetes insipidus 0604 %@m@ﬁﬁmﬁﬁr Hypokalemia, familial

0602 [MEMEER KBRS (sfEE  |X-linked hypophosphatemic rickets 0605 |HERIEEESEBHEEER Autosomal recessive polycystic kidney disease

Lowe sydrome omom Bartter's syndrome

wmnﬁ _wmﬁr ﬁwﬂ

Moya moya disease

0 [T B R

0701 Jﬂﬁ*%maau“ﬁﬁﬁr Neuronal ceroid lipofuscinosis
0702 | EAR2E Agenesis of corpus callosum 0721 |Alexander 9% Alexander disease
0703 | & 58/ NS B EEE 7 =R [Spinocerebellar ataxia 0722 |{ERBIEIERE Stiffperson syndrome
0704 | THEEC SEESE Huntington disease( % Huntington's chorea) 0723 |BERelEFEBsTH = E Tyrosine hydroxylase deficiency
0705 |4SERMEREEIE Tuberous sclerosis 0724 |Wolfram ECRE{EEE Wolfram syndrome > DIDMOAD
0706 |Z2#mEALIE Multiple sclerosis 0725 |BEMHEEM T S Hereditary spastic Paraplegia
0707 |Zellweger ECIEERE Zellweger syndrome 0726 |Joubert ECHEEEE(GEREME/NE152R3E B A 2) Joubert syndrome
g = =y «

0708 |FRiFECEERE Rett syndrome 0727 Mummwocw Merzbacher B (L5 HEALHSTR Pelizaeus-Merzbacher Disease
0709 [BEEtEAlAZEYEE Spinal muscular atrophy 0728 |Hi#lid K E (CHREEREIEAZEEE) Kennedy Disease
0710 |Menkes K IE{ERE Menkes disease 0729 |RIGEMER R 2 & AR 2 Familial Amyloidotic Polyneuropathy
0711 |IEmHEMIRBLECHEA) [Amyotrophic lateral sclerosis (ALS) 0730 [ZRAER S EE AR > WS iR (LT Ol SR g e

Neurodegeneration * PKAN
0712 |Charcot-Marie-Tooth ESYE Charcot-Marie-Tooth Disease 0731 |Moebius JEEEf Moebius Syndrome
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1007 %w%“@”%%? PRAE BT (o McCune Albright syndrome 1014 | KSEMERR Klippel-Feil Syndrome
A T S ey Jiod] B B I = 5
1101 | FLERIE ($IkR AJE) Marfan syndrome 1103 |SE RS ARSEE S Iunl Ehlers Danlos syndrome IV
1102 |LBEREECIEEEE(BERERE)  |Waardenburg syndrome 1104 | B KEEEE Beals Syndrome
e e TS 12 ~ BMINEERE _ : _
1202 |EEUEEMEEIn Thalassemia major 1206 (FEEEMETR EIME R RE Paroxysmal Noctumal Hemoglobinuria
1203 |fn M E Thrombasthenia 1207 | RMEEAL Bk A FEmE M 21 Diamond Blackfan Anemia
1204 |EERETFEAE CHZAE  |Homozygous proetin C deficiency 1208 |FEEREVMPRED B IMAEERE Atypical Hemolytic Uremic Syndrome
1205 | a 1-FiREBBEEHZ E a 1- Antitrypsin deficiency 1209 |EHE S HR=5F Protein S Deficiency
T SRR e ST T v ]
1301 [ EEEEREBRE M  |Bruton's agammaglobulinemia 1306 |fEA8E D 8 BT Complement Component 8 deficiency
1302 |18t A e R Chronic primary granulomatous disease 1307 [IPEX fEfEEE IPEX Syndrome
1303 [Se kM= =Bk E O B fFE7=EE |Congenital Hyper IgE syndrome 1308 |SeEEkEQ M EEEF Hyper-IeM Syndrome
1304 [Wiskott-Aldrich FXIE{EEE Wiskott-Aldrich Syndrome 1309 |y THEZEZE 1 #4E Interferon 7 receptor 1 deficiency
1305 |BRER SR pIE R = iE Severe combined immunodeficiency 1310 |FEEEME M KiE Hereditary Angioedema
W i e 4 - PR - T3
1401 WWW@H%WW%W@HM Congenital adrenal hypoplasia 1407 [Kenny-Caffey ECHEEET Kenny-Caffey syndrome
1402 | R AR R RS Pseudohypoparathyroidism 1408 M%MWMW%WMW@WM Wﬁ,ﬁ & %wmwmwwwﬁmwmﬁmaommom@wwﬁmwa
1403 (A& FHFEESEERRME |[Homozygous familial hypercholesterolemia 1409 (B EREEZEZIME ACTH resistance
1404 | F M= ALEERTRL dE Familial hyperchylomicronemia 1410 |1 a -FALEGHL = FEIRES 1 & -hydroxylase deficiency
1405 |BEAEAE (REE) Acromegaly 1411 |Kallmann ECEMERE Kallmann syndrome
1406 |Laron ECR{EIE(REE Laron syndrome (Laron dwarfism) 1412 [k e A SR RERR R Permanent Neonatal Diabetes Mellitus
i e = L P 15~ RIEE4IREEE _
1501 |FhE SR (=R — 1Y Neurofibromatosis Type I 1505 |Beckwith Wiedemann [GHE{ERE Beckwith Wiedemann syndrome
1503 |fR 4 e R4 At Retinoblastoma 1506 [MEMME LA ERE Lymphangioleiomyomatosis(LAM)
1504 |1H&R B4R Neuroblastoma 1507 |&/(A-MBIEFRE Von Hippel-Lindau(VHL)
ErEoac =g T . i R |
1601 |E{R4FERIE Apert syndrome 1615 |seirferd [CoE M 2 A R E (VNENJE) Costello Syndrome
1602 |Crouzon [CRE{ERE Crouzon Syndrome 1616 |Fraser ESHE Fraser syndrome
1603 |FB%-PIRECTE Russell-Silver syndtome 1617 [SER IR LI e T
1604 |Cornelia de Lange ECHE{EES Cornelia de Lange syndrome 1618 | (ERE Kabuki make-up syndrome
1605 |X RedmiE Fragile X syndrome 1619 |E-#2-15 (@b) EMEEE Oto-Palato-Digital syndrome
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