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Application of PGD
e Preventing genetic disorders in couples at risk
e Reducing the risk of spontaneous abortions in couples
carrying translocations
e Sexselection (Medical and Social)
e PGS:
- Adavanced maternal age - Recurrent abortion
- Repeated implantation failure - Male infertility
e Preventing potential late onset diseases
o Treating a sick sibling needed BM transplantation
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3. Huntington’s Disease

4. Jacob-Creutzfeld Disease

5. Myotonic dystrophy

6. Charcot Marie Tooth

7. Spinicerebellar ataxia

8. Limb-girdle muscular dystrophy

9. Oculopharyngeal muscular dystrophy
10. Fascioscapulohumeral dystrophy

11. Alzheimer’s Disease
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3. BRCA1 and BRCA 2 carriers

4. Li-Fraumeni Syndrome (P53 mutation)

5. Familial adenomatous polyposis

6. Heredetary non-polyposis colon cancer (HNPCC)
7.Von Hippel Lindau Syndrome

8. Multiple endocrine neoplasia 1 and 2 (MEN1/2)

"o TR

3. Genetic Cardiomyopathy
4. Marfan Syndrome
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“ Gestational Age (w*) Sex Not Assigned

Sagittal 10-11° 2/7 (29%)
sign 12-13¢ 1/5 (20%)

14-15¢ 5/15 (33%)
Visualization of the Penis 10-14°¢ 16/16 (100%)
Scrotum or Labia 15-19% 23/27 (85.2%)
See Text 12 ”

13

14

15
Sagittal Sign First 13-14 41/171 (24%)
Dome Sign Period 15-16 17/139 (12%)
Labial Lines

Second 13-14 47/235 (20%)

Period 15-16 18/546 (3.3%)
Penis and Scrotum Labial Lines 11 1/3 (33%)
Sagittal Sign 12 8/16 (50%)

13 18/75 (24%)

14 6/40 (15%)

15 1/29 (3.5%)

16 0/4 (0%)
Sagittal Sign 12-12¢ 180/390 (46.2%)

13-13¢ 33/188 (20.2%)
Penis 1 31/76 (41%)
Scrotum 12 22/165 (13%)
Labial lines 13 13/155 (8%)
Sagittal sign 14 1/51 (2%)
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Accuracy(%)
e [ e [ o |

3/5 (60%)

3/4 (75%)

10/10 (100%)

0% 0% 0%

3/3 (100%) 1/1 (100%)

4/4 (100%)
56/67 (83.6%) 43/52 (82.7%)

99/119 (83.2%)
83/96 (86.5%) 68/80 (85.0%)

151/176 (85.8%)
73/84 (86.9%) 63/73 (86.3%)

136/157(86.6%)
83/97 (85.6%) 78/91 (85.7%)

161/188 (85.6%)
54/62 (87%) 61/68 (90%)

115/130 (88.5%)
68/71 (96%) 50/51 (98%)

118/122 (97%)
79/80 (98.7%) 108/108 (100%)

187/188 (99.5%)
233/233 (100%) 295/295 (100%)

528/528 (100%)

100% in all ages and for both sexes

120/123 (97.5%) 87/87 (100%)
207/210 (98.6%)
69/69 (100%) 81/81 (100%)
150/150 (100%)
10/15 (67%) 25/30 (83%)
35/45 (78%)
66/74 (89%) 57/69 (83%)
123/143 (86%)
73/81 (90%) 50/61 (82%)
123/142 (87%)
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m Gestational Age Sex Not Assigned
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1983 15-19 23/25 (92%) 3/3 (100%) 1/1 (100%) 4/4(100%)

20-24 21/70(30%) 25/25 (100%) 21/24 (87.5%) 46/49 (93.9%)
15 1980 25> 40/112(35.7%) 72/72(100%)
16 1981 20> 17/393 (4.3%) 174/179 (97.2%) 197/197 (100%) 371/376 (98.7%)
17 1983 15> 258/855 (30%) NS NS (99%)
18 1983 16> 101/367(27%) NS (92%) NS(93%) 248/266 (93.2%)
19 1983 16-18 0 NS NS 100/100 (100%)
20 1987 16-20 19/115 (16.5%) 63/70 (90%) 26/26 (100%) 89/96 (92.7%)
21 1996 20 50/472 (10.6%) NS NS 408/422 (96.7%)
22 1996 14-20 73/843 (8.7%) 354/357 (99.2%) 417/418(99.8%) 765/770 (99.3%)
23 1990 13-19 9/100(9%) 51/57(89.5%) 33/34(97.1%) 84/91(92.3%)
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