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RIS EZEREE (RP, Retinitis Pigmentosa)

B imAEAAE (Acromegaly)

EEANEENE (MG, Myasthenia Gravis)

ZEMEEBAE (MS, Multiple Sclerosis)

INFSZEHEAE (SCA, Spinocerebellar Atrophy)

IMAEEFRERAE (MD, Muscular Dystrophy)

S #ERE (NF, Neurofibromatosis)

FHHECAE (Rett Syndrome)

BMMERSESIE (HUS, Hemolytic-Uremic Syndrome)

10. R{ELRSEE (Angelman Syndrome)

11. EEBIE (Pompe Disease)

12. EREEBARAE (Achondroplasia)

13. SEHNB4REIE (RTS, Rubinstein—Taybi syndrome)

14. #EEMERBMBAE (TSC, Tuberous Sclerosis Complex)

15. -Efﬁ,zEE S (KS, Kallmann Syndrome)

16. BE;AAE(%EE (DiGeorge Syndrome)

17. IJ\H¥]§E$UEE (Prader Willi Syndrome)

18. FLZEEAESEMIE! (MPS IV, Mucopolysaccharidoses
Type V)

19. [ESMRRIMERIE (PNH, Paroxysmal Nocturnal
Hemoglobinuria)

20. OREMERAEIREE (BMS, Burning Mouth Syndrome)

21. STIEEEIGAE (Huntington's disease)

22. BEEANAZ4HaEE (SMA, Spinal Muscular Atrophy)

23. RHEBECEMERTRFEAE (Costello Syndrome)

24, RERLFSIE (Usher Syndrome)

25. ;EfaERECHE (Fabry Disease)

26. ZXAEIREE (West syndrome or Infantile spasms)

27. 1&RBEANPYFEE (Nemaline Myopathy)

28. 22q11.2 Distal Deletion Syndrome

29. ZEZ - MIBECAE (Russell Silver Syndrome)

30. BEKAEIREE (Noonan Syndrome)

31, EFISUERTESR (Motor Neuron Diseases)

32. HFEEZ (Antibody Insulin)

33. X EHMM/IREAME (X-linked Thrombocytopenia)

34. [REMRETRFE (Primary Immunodeficiency)

35. FKERFRAE (Phenylketonuria)

36. EBRECIEI®EE (Williams Syndrome)

37. ZRREEKHE (Crohn's Disease)

38. MEEEB AR (Ectodermal Dysplasia)

39. BRI EREIRET (Peutz Jegher)

40. BT EREEBTZE (Multiple Pituitary Hormome Deficiency
Anterior Pituitary Hypoplasia)

41, ERMEFIREETSIEAERE (Klippel-Trénaunay
syndrome)

42. FEEREVMFREAMEIREE (Atypical Hemolytic Uremic
Syndrome)

43. FeRMZTFMREETEMEAE (Arthrogryposis Multiplex
Congentia)

44, FHEAKSINE (Pulmonary Arterial Hypertension)

45. EWEEITTI® (Motor Neuron Disease)

46. FHEBUAEAE (Pulmonary Alveolar Proteinosis)

47. Wolfram fiEf&E$ (Wolfram Syndrome)

48. FRIEFMRMEZSHMERFE (Familial Amyloidotic
Polyneuropathy)

49. #FHIBEH® (Mitochondrial Disease )

50. SZKEE (Takayasu's Arteritis)

51. ZEMEEREF TR (Multiple Epiphyseal Dysplasia)

52. ETHRMERZMEEE TR (Progressive
Pseudorheumatoid Dysplasia ,PPRD)

53. BRBRERSE 12 EES|HEPHE

54. CTNNB1 syndrome
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