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1 1p36 deletion 57 Distal monosomy 7936 13 15924 microdeletion
2 PHRINL syndrome 58 Rec8 syndrome(8p deletion) 114 Distal deletion 15q
3 1p35.2 microdeletion 59 8p23.1 microdeletion 115 ISBM syndrome
4 1p31p32 microdeletion 60 8p11.2 deletion 116 RSTS(16p13.3 microdeletion)
5 1p21.3 microdeletion 61 Mesomelia-synostoses syndrome 17 ATR-16 syndrome
6 1921.1 microdeletion 62 8Qg21.11 microdeletion 18 Hao-Fountain syndrome
7 1941942 microdeletion 63 8022.1 microdeletion 19 16p13.11 microdeletion
8 1q44 microdeletion 64 Trichorhinophalangeal syndrome type 2 120 16p11.2p12.2 microdeletion
9 Distal deletion 1q 65 8024.3 microdeletion 121 Proximal 16p11.2 microdeletion
10 2p21 microdeletion 66 Distal deletion 9p 122 Distal 16p11.2 microdeletion
n Homozygous 2p21 microdeletion 67 Monosomy 9p 123 1622 deletion
12 2p15p16.1 microdeletion 68 9p23p22.2 microdeletion 124 16024.1 microdeletion
13 2p14p15 microdeletion 69 9p13 microdeletion 125 16g24.3 microdeletion
14 2p13.2 microdeletion 70 9g21.13 microdeletion 126 Miller-Dieker syndrome
15 2q13 microdeletion 71 9g21.3 microdeletion 127 Distal 17p13.3 microdeletion
16 Mowat-Wilson syndrome 72 Monosomy 9q22.3 128 Distal 17p13.1 microdeletion
17 2023.1microdeletion 73 9931.1931.3 microdeletion 129 Heterozygous microdeletion 17p11.2p12
18 IDLDP(2024 microdeletion) 74 9033.3g34.11 microdeletion 130 Smith-Magenis syndrome
19 2031.1 microdeletion 75 Kleefstra syndrome 131 17911 microdeletion
20 2031.1931.2 deletion(MDK) 76 Distal deletion 10p 132 Neurofibromatosis type 1
21 2g32g33 deletion 77 10p15.3 microdeletion 133 17912 microdeletion
22 2033.1microdeletion 78 10p13-p14 deletion 134 17921.31 microdeletion
23 237 microdeletion 79 10p11.21p12.31 microdeletion 135 Koolen-De Vries syndrome
24 Distal deletion 3p 80 Non-distal deletion 10q 136 170923.1923.2 microdeletion
25 3p25.3 microdeletion 81 10922.3923.3 microdeletion 137 17924.2 microdeletion
26 3913 microdeletion 82 Juvenile polyposis syndrome 138 Distal deletion 17q
27 BPES 83 Distal deletion 10q 139 Monosomy 18p
28 3026028 deletion 84 BWS(11p15 microdeletion) 140 Monosomy 18q
29 302627 microdeletion 85 WAGR syndrome 141 Distal deletion 19p
30 Syndromic microphthalmia type 3 86 Potocki-Shaffer syndrome 142 19p13.13 microdeletion
31 3027.3 microdeletion 87 11922.2922.3 microdeletion 143 19p13.12 microdeletion
32 3929 microdeletion 88 Jacobsen syndrome 144 19913.11 microdeletion
33 Wolf-Hirschhorn syndrome 89 Distal deletion 12p 145 20p13 microdeletion
34 Hypereosinophilic syndrome 90 12p12.1 microdeletion 146 ALGS(20p12 microdeletion)
35 4921 microdeletion 91 Non-distal deletion 12q 147 20p12.3 microdeletion
36 4q25 proximal deletion 92 12014 microdeletion 148 20q11.2 microdeletion
37 Distal deletion 4q 93 12915921 microdeletion 149 Okihiro syndrome
38 Cri du chat syndrome 94 Distal deletion 12q 150 Paternal monosomy 20913.2913.3
39 Myelodysplastic syndrome del(5q) 95 12g24.31 microdeletion 151 20q13.33 microdeletion
40 5014.3 microdeletion 96 13912.3 microdeletion 152 21q deletion
41 5022 microdeletion 97 Monosomy 13q14 153 21922.11922.12 microdeletion
42 523 microdeletion 98 Monosomy 13934 154 21922.13922.2 microdeletion
43 531 microdeletion(Hereditary clubfoot) 99 Distal deletion 13q 155 DYRK1A syndrome
44 5g31.3 microdeletion 100 14911.2 microdeletion 156 Monosomy 22
45 5g35 deletion 101 14912 microdeletion 157 DiGeorge syndrome
46 Distal deletion 6p 102 14922 microdeletion 158 Distal 2211.2 microdeletion
47 6p22 microdeletion 103 1492223 microdeletion 159 Phelan-McDermid syndrome
48 6q16 microdeletion 104 14024.1924.3 microdeletion 160 Xp22.3 microdeletion
49 6025.2925.3 microdeletion 105 Kagami-Ogata syndrome 161 Xp21deletion
50 6025.1 microdeletion 106 Temple syndrome 162 Norrie disease(Xp11.3 microdeletion)
51 69 terminal deletion 107 Distal deletion 14q 163 Aldred syndrome
52 Distal deletion 7p 108 Angelman syndrome 164 Xg21microdeletion
53 Myelodysplastic syndrome del(7q) 109 Prader-Willi syndrome 165 Xg22.3 microdeletion
54 Williams syndrome 10 15q11.2 microdeletion 166 X-linked myotubular myopathy-1
55 Distal 7911.23 microdeletion m 15013.3 microdeletion 167 CADDS
56 7931 microdeletion 112 15914 microdeletion
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1 Distal duplication 1p36 31 Trisomy 8q 61 17p13.3 microduplication
2 1p36.33 duplication 32 8012 microduplication 62 Trisomy 17p
3 Trisomy 1q 33 Distal duplication 8q 63 Charcot-Marie-Tooth disease type 1
4 1921.1 microduplication 34 Trisomy 9p 64 Yuan-Harel-Lupski syndrome
5 Distal duplication 2p 35 Non-distal duplication 9q 65 17p11.2 microduplication
6 2p25.3 microduplication 36 Distal duplication 9q 66 17911.2 microduplication
7 2q23.1microduplication 37 Trisomy 10p 67 17912 microduplication
8 2031.1 microduplication 38 Non-distal duplication 10q 68 17921.31 microduplication
9 Distal duplication 2q 39 10922.3923.3 microduplication 69 17923.1923.2 microduplication
10 Distal duplication 3p 40 Buttiens Fryns syndrome 70 Distal duplication 17q
n 326 microduplication 41 Distal duplication 10q 71 Trisomy 18p
12 3029 microduplication 42 BWS(11p15 microduplication) 72 Distal duplication 18q
13 Trisomy 4p 43 Russell-Silver syndrome(11p15) 73 19p13.3 microduplication
14 4p16.3 microduplication 44 11p15.4 microduplication 74 Partial duplication of chromosome 19p
15 Distal duplication 4q 45 Distal duplication 11q 75 Distal duplication 19q
16 Trisomy 5p 46 Trisomy 12p 76 Trisomy 20p
17 5p13 microduplication 47 Pallister-Killian syndrome 77 20q11.2 microduplication
18 5q35 microduplication 48 Non-distal duplication 13q 78 Distal duplication 20q
19 Distal duplication 5q 49 Distal duplication 13q 79 Cat-eye syndrome
20 Distal duplication 6p 50 14911.2 microduplication 80 22911.2 duplication
21 Distal duplication 6q 51 14932 duplication 81 Distal 22g11.2 microduplication
22 Distal duplication 7p 52 Distal duplication 14q 82 Distal duplication 22q
23 7p22.1microduplication 53 1511913 microduplication 83 Xp22.13p22.2 duplication
24 Russell-Silver syndrome(7p11.2p13) 54 Distal triplication 15q 84 Xp11.22p11.23 microduplication
25 7911.23 microduplication 55 Distal duplication 15q 85 Xq12-g13.3 duplication
26 Distal 7g11.23 microduplication 56 16p13.3 microduplication 86 Xg25 microduplication
27 7936.3 microduplication 57 16p13.11 microduplication 87 Xg27.3928 duplication
28 Trisomy 8p 58 16p11.2p12.2 microduplication 88 Proximal Xq28 duplication
29 8p23.1duplication 59 Proximal 16p11.2 microduplication 89 Distal Xq28 microduplication
30 Rec8 syndrome(8q duplication) 60 Distal duplication 16q
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