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1. & 0|4 AN 0] A& S Numerical chromosome abnormalities) 32. ol Z&Z(Hunter’'s syndrome)
2. TZH oAk HAAMX|0| AR & Structural chromosome rearrangements) 33, SElEH(Huntington's disease)
3. HAZF &M= (Achondroplasia) 34, WS SHY 2uigo|e S
4, N MF=(Cystic fibrosis) (Hypohydrotic ectodermal dysplasia)
5. @<8(Haemophilia) 35, MA AMZZ=(|ncontinentia pigmenti)
6. MM ZK2=(Spinal muscular atrophy) 36. AlWIC|E(Kennedy's disease)
7. Ol =X =% 2(Di George's syndrome) 37. AztH|HE(Krabbe's disease)
8. Ex| TX=(Epidermolysis bullosa) 38. 29 =F=(Lowe syndrome)
9. OM|8d(Gaucher’s disease) 39. MAMRZZ(Neurofibromatosis)
10. 2|3 LSt =FZ(Lesch Nyhan syndrome) 40. FoHX| =& (0rofacial-digital syndrome)
11. oI2% =& 7(Marfan’s syndrome) 4. 24X ZHMZ(0steogenesis imperfecta)
12. 2212 Zol(Myotonic dystrophy) 47, "2|H|SA-H 2 =H}sHE(Pelizacus-Merzbacher disease)
13. RELIEl EziATFHIL0|= ZE 43. T Z2EL Epag A AE
(Ornithine transcarbamylase deficiency) (Pyruvate dehydrogenase deficiency)
14, Chbad MM (Polycystic kidney disease) 44, M| EZEAM (Retinitis pigmentosum)
15. &k Mg FHIE(Sickle cell anemia) 45. LHOM|ZZ(Retinoblastoma)
16. E|O]ArAEi(Tay-Sachs disease) 46. Let=7HE2|(Retinoschisis)
17. &l=8(Wilson's disease) 47, AMEEIEZ SFF(Sanfilippo disease)
18. =L 218 (Fanconi’s anemia) 48. AMFaklM 2=AIZ(Spinocerebellar ataxia)
19. 25 ZFZ(Bloom syndrome) 49. A~EIZ2 ZEZ(Stickler syndrome)
20. FAIEHE AQkRkOl (Adrenoleukodystrophy) 50. ZEM ZAsE(Tuberous sclerosis)
21. F0l=22 2218 ZE(Agammaglobulinemia) 51. HIEFRID MEMTZ8(Vitamin D resistant rickets)
22. YZE =FF(Alport syndrome) 52. Z s|"l-2Icte =& (Von Hippel-Lindau disease)
23. mEz|(-ot{Z) ¥ (Fabry's-Anderson disease) 53. HIAZE-2E2|X| ESFZ(Wiskott-Aldrich syndrome)
24. Hi~ Z=Z72(Barth syndrome) 54. L|9t-1| 3 ¥ (Niemann-Pick Disease)
25. Akl23-0f2|-F2A #(Charcot-Marie-Tooth disease) 55, 0|44 HHEl O|¥2k=(Metachromatic Leukodystrophy)
26. ZE-22| SFZ(Coffin-Lowry syndrome) 56. =21 Z&EZ(Hurler syndrome)
27. MA 241 =Al(Congenital adrenal hyperplasia) 57. =2 1|24 =(Propionic acidemia)
28. AZ= =& (Crouzon syndrome) 58. M2 L= A== (Methylmalonic acidemia)
29. 7183 MEBM 2ZZ(Familial adenomatous polyposis coli) 59. HEH E=Z(Phenylketonuria)
30. 2= Z&FZ(Goltz's syndrome) 60. E|Z2AI8=(Tyrosinemia)
31. S0EEH(Granulomatous disease) 61. E=Z-53 52 =FZ(Wolf-Hirschhorn syndrome)
62. HIE-X|Z5HEIE( Bthalassemia)
00l =0 o] & A W= i i
HaE MHZAL %9 =2 AAFAH WH Z(talipes equinovarus, club foot)
) 7 22 AdAd 7189 dAe] FUHE 4 Uk AAF Al
1) ¥HA A2 RRQl A% 74} & Rhd 72-S wh4)5h7] 918 Rh
AR dabRe BEE i 2399 f 2 sl 5 HAF2EdHo] Aty ojof st} IR AR
AR FFE AF I Ales Dot S dd e JgH HAAME 918l 71 RISHAl Al s =d] efole] A o]
ol AALE Y&l widE 4= A= B} AlEE 7FA| L o] 9] SHEE Solst=d YAl F7)9 AAPE o Z u$ §43)
& o]&3t MEfFHEH HAL BRI dALel Al o}, ey AlEa]rizte]l 11 ©@de] o] HFANE A
ey AAE Al 4 ) 259 HolY AERF5E G274 10-14Y9 AE7F 29502 FHd= FISH (fluo-
geleta BE S S48, "ot 4 724 o) f, 1 rescent in situ hybridization) ¢} 22 A8 Al EH
2l3 "ol Hiwte] A& dasle] FA ] A A S A ot FFAzdA 23X DNAE FF3h] QF-
9g Axsted Boa PCR”°|\} real-time PCR” 53 2-& EA-A8# 21
A= dubdg oz g 16-205 Alolol Ald st S o]83t 1-2¢ ool A¥E dojul= W o] 7hs3)
ARo| A= 27 RFHR e sho] QA 10-16F Atolol] Al Fel wEh QabRe] Boks 2o sasta Avfel] whel
g7 st} AT Ui A HALE Ao RH 26 A = = Algbo] whel gt g Ak HAE
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