YD GENOMICA

Next Generation Genetics

Lista delle 50 tra le pit comuni sindromi da microdelezione / microduplicazione investigate

SINDROMI DA MICRODELEZIONE / MICRODUPLICAZIONE

22q11 deletion syndrome (Velocardiofacial / DiGeorge syndrome)
22q11 duplication syndrome

Cri du Chat Syndrome (5p deletion)

Prader-Willi syndrome (Type 1)

Angelman syndrome (Type 1)

Prader-Willi Syndrome (Type 2)

Angelman syndrome (Type 2)

1p36 microdeletion syndrome

Wolf-Hirschhorn syndrome (4p16.3 deletion syndrome)
Jacobsen syndrome (11q deletion syndrome)
Langer-Giedion syndrome (8q24.1 deletion syndrome)
Smith-Magenis Syndrome

Potocki-Lupski syndrome (17p11.2 duplication syndrome)
16p11.2-p12.2 microdeletion syndrome

2q33.1 deletion syndrome

16p11.2-p12.2 microduplication syndrome

8p23.1 deletion syndrome

8p23.1 duplication syndrome

12q14 microdeletion syndrome

Miller-Dieker microdeletion syndrome (MDS)

2p15-16.1 microdeletion syndrome

Potocki-Shaffer microdeletion syndrome

18q deletion syndrome

Witteveen-Kolk syndrome (15q24 Deletion)
Rubinstein-Taybi deletion syndrome (16p13.3 deletion syndrome)
1q41-q42 deletion syndrome

1q43-q44 deletion syndrome

Glass syndrome (2g32-q33 deletion syndrome)
17q23.1-q23.2 deletion syndrome

2g23.1 microdeletion syndrome

6q25 microdeletion syndrome

Phelan-McDermid syndrome (22q13.3 deletion syndrome)
19q13.11 deletion syndrome

17p13.3 duplication syndrome

3q13.31 deletion syndrome

8g22.1 deletion syndrome

14q22 deletion syndrome (Frias syndrome)

1p32-p31 Deletion Syndrome

5012 deletion syndrome

15925 deletion syndrome

Yuan-Harel-Lupski syndrome (17p12-p11.2 duplication)
421 deletion syndrome

5q14.3 deletion syndrome

2p12-p11.2 deletion syndrome

10426 deletion syndrome

3pter-p25 deletion syndrome

6024-q25 deletion syndrome

Kleefstra syndrome (9g34.3 deletion syndrome)

2q37 deletion syndrome

17p13:1 deletion syndrome

REGIONE CITOGENETICA

22q11.2
22q11.2
5p15.3
15q11.2-q13.1
15q11.2-q131
15q11.2-q13:1
15q11.2-q13.1v
1p36
4p16.3
11923.3-q24.3
8q24.11-q24.13
17p11.2
17p11.2
16p11.2-p12.2
2q331
16p11.2-p12.2
8p23.1
8p231
12q14
17p13.3
2p15-p16.1
1p11.2
18¢22.3-q23
15q24.2
16p13.3
1q41-q42
1q43-q44
2q32-q33
17q23.1-q23.2
2q231
6q25.2-q25.3
22q13
19q13.11
17p13.3
3q13.31
8q221
14q22.1-q22.3
1p32-p31
5q12
15¢25.2-q25.3
17p12-p11.2
4q21.1-q22.2
5q14.3-q15
2p12-p11.2
10q26
3pter-p25
6q24-q25
9q34.3
2q37.2
17p131



