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ORPHA No.

236

280
281

502

531
567
574
870
881
893
904
1001

102

1435
1580
1581
1587
1590
1596
1597
1598
1600
1606
1617

1620

1621
1627
1636
1642

1692

1695

1698

1699
1702

1703

1705

1706

1707

1708

71

1713

1715
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+ ‘Orphanet’®j A= Of2H &

o FA=A: www.orphan.net

Disease
47 XYY syndrome
Tetrasomy X
Pentasomy X
Cat-eye syndrome

Trisomy 9p

Wolf-Hirschhorn syndrome
Monosomy 5p

Trichorhinophalangeal syndrome
type 2

Miller-Dieker syndrome
22q11.2 deletion syndrome
Monosomy 21

Down syndrome

Turner syndrome

WAGR syndrome

Williams syndrome

2037 microdeletion syndrome

Anophthalmia-hypothalamo-
pituitary insufficiency syndrome

Xq21 microdeletion syndrome
Distal monosomy 10p
Non-distal monosomy 10q
Monosomy 13q14

Distal monosomy 13q

Distal monosomy 15q

Distal monosomy 17q
Monosomy 18p

Monosomy 18g

1p36 deletion syndrome
2024 microdeletion syndrome

Distal monosomy 3p

3q13 microdeletion syndrome
Deletion 535

Distal monosomy 7q36

Distal monosomy 9p

Mosaic trisomy 1
Non-distal trisomy 10q
Mosaic trisomy 12

Trisomy 12p
Non-distal trisomy 13q

Mosaic trisomy 14
Distal trisomy 14q
Mosaic trisomy 15
Distal trisomy 15q

Mosaic trisomy 16

Mosaic trisomy 17
17p11.2 microduplication syndrome

Trisomy 18p
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Synonym(s)
XYY syndrome
48 XXXX syndrome
49 XXXXX syndrome
Chromosome 22, partial trisomy

Trisomy of the short arm of
chromosome 9

Distal monosomy 4p

Monosomy 8q24.1

Monosomy 17p13.3
Monosomy 22q11
Partial 21g monosomy
Trisomy 21

45, X/46,XX syndrome
Monosomy 11p13
Monosomy 7q11.23
Monosomy 2g37qter

Monosomy 14q22

Monosomy Xg21

Monosomy 10pter
Non-telomeric monosomy 10q
Monosomy 13932

Monosomy 15926

Monosomy 17qter

Monosomy 1pter
Monosomy 2q24

Monosomy 3pter ; Telomeric
monosomy 3p

Monosomy 3q13

Monosomy 5a@35
Monosomy 7qter
Monosomy 9pter

Trisomy 1 mosaicism ; Mosaic
trisomy chromosome 1

Non-telomeric trisomy 10q

Trisomy 12 mosaicism ; Mosaic
trisomy chromosome 12

Non-telomeric trisomy 13q

Trisomy 14 mosaicism ; Mosaic
trisomy chromosome 14

Trisomy 14qter

Trisomy 15 mosaicism ; Mosaic
trisomy chromosome 15

Trisomy 15qter

Trisomy 16 mosaicism ; Mosaic
trisomy chromosome 16

Trisomy 17 mosaicism ; Mosaic
trisomy chromosome 17

Trisomy 17p11.2

Trisomy of the short arm of
chromosome 18

IAI'QI

ORPHA No.

1716
1717

1723

1724

1727

1738

1742

1745

1747

1752
1762

1772

2166

2308
2496
3375

3378

3379

3380

36367
48652
65286
77301

85332

94063
94065

96059

96060

96061

96063

96068

96069
96070
96071

96072
96074
96078
96094
96095
96096
96097
96098
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Disease
Distal trisomy 18q
Distal trisomy 19q

Mosaic trisomy 2

Mosaic trisomy 20
22q11.2 microduplication syndrome

Trisomy 4p

Trisomy 5p
Distal trisomy 6p
Mosaic trisomy 7

Trisomy 8q

Trisomy Xq28

45,X/46,XY mixed gonadal
dysgenesis
Holoprosencephaly-postaxial
polydactyly syndrome

Jacobsen syndrome
Mesomelia-synostoses syndrome
Trisomy X

Trisomy 13
Distal trisomy 17q
Trisomy 18

Distal monosomy 1q
Monosomy 22q13.3

3029 microdeletion syndrome
Monosomy 9g22.3

X-linked intellectual disability-
retinitis pigmentosa syndrome

12q14 microdeletion syndrome
1524 microdeletion syndrome

Mosaic trisomy 4
Mosaic trisomy 5
Mosaic trisomy 8
Mosaic trisomy 10

Mosaic trisomy 22

Distal trisomy 1p36

Distal trisomy 2p

Distal trisomy 3p

4p16.3 microduplication syndrome
Distal trisomy 7p

16p13.3 microduplication syndrome
Distal trisomy 2q

3926 microduplication syndrome
Distal trisomy 4q

Distal trisomy 5q

Distal trisomy 6q

Synonym(s)
Trisomy 18qter
Trisomy 19qgter
Trisomy 2 mosaicism ; Mosaic
trisomy chromosome 2
Trisomy 20 mosaicism ; Mosaic
trisomy chromosome 20
Trisomy 22q11.2
Trisomy of the short arm of
chromosome 4

Trisomy of the short arm of
chromosome 5

Trisomy 6pter

Trisomy 7 mosaicism ; Mosaic
trisomy chromosome 7

45,X0/46,XY mixed gonadal
dysgenesis

Pseudo-trisomy 13 syndrome

Distal monosomy 11q
Monosomy 8q13
Mosaic trisomy X syndrome

Mosaic trisomy 13 ; Trisomy 13
mosaicism

Trisomy 17qter

Mosaic trisomy 18 ; Trisomy 18
mosaicism

Monosomy 1qgter

Monosomy 3qter

Retinitis pigmentosa and intellectual
disability due to monosomy Xp11.3

Monosomy 12q14

Monosomy 1524

Trisomy 4 mosaicism ; Mosaic
trisomy chromosome 4

Trisomy 5 mosaicism ; Mosaic
trisomy chromosome 5

Trisomy 8 mosaicism ; Mosaic
trisomy chromosome 8

Trisomy 10 mosaicism ; Mosaic
trisomy chromosome 10

Trisomy 22 mosaicism ; Mosaic
trisomy chromosome 22

Trisomy 1pter
Trisomy 2pter
Trisomy 3pter
Distal trisomy 4p
Trisomy 7pter
Distal trisomy 16p
Trisomy 2qter
Trisomy 3926
Trisomy 4qter
Trisomy 5qter
Trisomy 6qter

ORPHA No.

96100
96101
96102
96103
96105
96106
96107
96109
96112
96121
96123
96125
96126
96129
96145

96147

96148
96149
96150
96152
96160
96164
96168
96263
96264
97685
98130
98131

98132
98141

98142

98794

99226
99228
99329
99330

99413

99776

100071

102020
139474
163693
171829
171929
178303
199318

217340

217346

217377

217385
228384
228399
228402
228415

23137

238446
238750
238769
250989
250994

Disease
Distal trisomy 8q
Distal trisomy 9q
Distal trisomy 10q
Distal trisomy 11q
Distal trisomy 13q
Distal trisomy 16q
Distal trisomy 20q
Distal trisomy 22q
Non-distal trisomy 9q
7q11.23 microduplication syndrome
Monosomy 22
Distal monosomy 6p
Distal monosomy 7p
Distal monosomy 19p13.3
Distal monosomy 4q

Kleefstra syndrome due to 9934
microdeletion

Distal monosomy 10q

Distal monosomy 12q

Distal monosomy 14q

Distal monosomy 20q
Non-distal monosomy 12q
Non-distal monosomy 20q
Monosomy 13g34

48 XXXY syndrome

49 XXXXY syndrome

17q11 microdeletion syndrome
Autosomal trisomy

Total autosomal trisomy
Partial autosomal trisomy/tetrasomy
Total autosomal monosomy
Partial autosomal monosomy

Angelman syndrome due to
maternal 15g11g13 deletion

Monosomy X
Mosaic monosomy X
48 XYYY syndrome
49 XYYYY syndrome

Turner syndrome due to structural
X chromosome anomalies

Mosaic trisomy 9

Mosaic trisomy 3

Autosomal monosomy

17q11.2 microduplication syndrome
2p21 microdeletion syndrome
6916 microdeletion syndrome
Trisomy 10p

8022.1 microdeletion syndrome
15q13.3 microdeletion syndrome

17g21.31 microduplication syndrome

19913.11 microdeletion syndrome

Microduplication Xp11.22p11.23
syndrome

17p13.3 microduplication syndrome
5q14.3 microdeletion syndrome
8q12 microduplication syndrome
2q23.1 microdeletion syndrome
535 microduplication syndrome

Silver-Russell syndrome due to
7p11.2p13 microduplication

15q11g13 microduplication syndrome
4a21 microdeletion syndrome

1944 microdeletion syndrome

1g21.1 microdeletion syndrome
1921.1 microduplication syndrome

Synonym(s)
Trisomy 8qter
Trisomy 9qter
Trisomy 10gter
Trisomy 11qgter
Trisomy 13qter
Trisomy 16qter
Trisomy 20qter
Trisomy 22qter
Non-telomeric trisomy 9q
Trisomy 7q11.23
Monosomy 6p25
Monosomy 7pter

Monosomy 4qter

Kleefstra syndrome due to
monosomy 9g34

Monosomy 10qter
Monosomy 12qter
Monosomy 20qgter
Non-telomeric monosomy 12q
Non-telomeric monosomy 20q

Monosomy 17q11

Angelman syndrome due to
maternal monosomy 15g11g13

Trisomy 9 mosaicism ; Mosaic
trisomy chromosome 9

Trisomy 3 mosaicism ; Mosaic
trisomy chromosome 3

Trisomy 17q11.2
Monosomy 2p21
Monosomy 6416
Monosomy 8q22.1
Monosomy 15@13.3

Trisomy 17g21.31
Monosomy 19q13.11
Trisomy Xp11.22p11.23

Trisomy 17p13.3
Monosomy 5q14.3
Trisomy 8q12
Monosomy 2g23.1
Trisomy 5035
Silver-Russell syndrome due to
trisomy 7p11.2-p13
Trisomy 15q11g13
Monosomy 4qg21
Monosomy 1q44
Monosomy 1g21.1

Trisomy 1g21.1

ORPHA No.

250999
251014
251019
251028
251038
251046
251056
251061
251066
251071
251076
254346
254351

254528

261102

261112
261120
261144
261183
261190

261197

261204

26121
261222
261229
261236
261243
261250
261257
261265
261272
261279
261290
261295

261304

261311

261318

261323

261330

261337

261344
261349
261476
261483

261537

261584

261600

261638

Disease
1941942 microdeletion syndrome
2a31.1 microdeletion syndrome
203233 microdeletion syndrome
2033.1 microdeletion syndrome
3029 microduplication syndrome
6p22 microdeletion syndrome
6025 microdeletion syndrome
7a31 microdeletion syndrome
8pl11.2 deletion syndrome
8p23.1 microdeletion syndrome
8p23.1 duplication syndrome
19p13.12 microdeletion syndrome
Distal 7q11.23 microdeletion syndrome
Kagami-Ogata syndrome due to
maternal 14g32.2 microdeletion
Distal 7q11.23 microduplication
syndrome
Monosomy 9p
14q11.2 microdeletion syndrome
14912 microdeletion syndrome
15@11.2 microdeletion syndrome
15014 microdeletion syndrome
Proximal 16p11.2 microdeletion
syndrome
16p11.2p12.2 microduplication
syndrome
16p11.2p12.2 microdeletion syndrome
Distal 16p11.2 microdeletion syndrome
14q11.2 microduplication syndrome
16p13.11 microdeletion syndrome
16p13.11 microduplication syndrome
16024.3 microdeletion syndrome
Distal 17p13.3 microdeletion syndrome
17912 microdeletion syndrome
17a12 microduplication syndrome
17923.1g23.2 microdeletion syndrome
Trisomy 17p
20p12.3 microdeletion syndrome

Paternal 20q13.2q13.3 microdeletion
syndrome

20q13.33 microdeletion syndrome

Trisomy 20p

21922.11g22.12 microdeletion
syndrome

Distal 22q11.2 microdeletion syndrome

Distal 22q11.2 microduplication
syndrome

Trisomy 1q

2p15p16.1 microdeletion syndrome
Xp21 microdeletion syndrome
Xq27.3928 duplication syndrome

Mowat-Wilson syndrome due to
monosomy 2q22

Familial adenomatous polyposis due
to 5q22.2 microdeletion

Alagille syndrome due to 20p12
microdeletion

Okihiro syndrome due to 20q13
microdeletion

<2 op7]2]

Synonym(s)
Monosomy 1q41q42
Monosomy 2q31.1
Monosomy 2g32q33
Monosomy 2g33.1
Trisomy 3g29
Monosomy 6p22
Monosomy 625
Monosomy 7g31
Monosomy 8pl11.2
Monosomy 8p23.1
Trisomy 8p23.1
Monosomy 19p13.12
Distal monosomy 7q11.23

Maternal monosomy 14q32.2

Distal trisomy 7q11.23

Monosomy 14q11.2
Monosomy 14q12
Monosomy 15q11.2
Monosomy 15q14

Proximal monosomy 16p11.2

Trisomy 16p11.2p12.2

Monosomy 16p11.2p12.2
Distal monosomy 16p11.2
Trisomy 14q11.2
Monosomy 16p13.11
Trisomy 16p13.11
Monosomy 16g24.3
Distal monosomy 17p13.3
Monosomy 17q12
Trisomy 17912
Monosomy 17g23.1g23.2

Monosomy 20p12.3
Paternal monosomy 20q13.2q13.3

Monosomy 20q13.33

Partial trisomy of chromosome 20p
; Partial trisomy of the short arm of
chromosome 20

Monosomy 21g22.11g22.12
Distal monosomy 22q11.2
Distal trisomy 22q11.2

Mosaic trisomy 1q
Monosomy 2p15p16.1
Monosomy Xp21
Trisomy Xq27.3-g28

Hirschsprung disease and
intellectual disability due to
monosomy 2q22

Familial polyposis coli due to
monosomy 5q22.2 ; Familial
adenomatous polyposis due to
monosomy 5q22.2 ; Colorectal
adenomatous polyposis due to
monosomy 5q22.2

Alagille-Watson syndrome due to
monosomy 20p12 ; Arteriohepatic
dysplasia due to monosomy 20p12 ;
Syndromic bile duct paucity due to
monosomy 20p12

Duane-radial ray syndrome due to
monosomy 20q13
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ORPHA No.
261766
261771
261776
261781
261786
261791
261796
261801
261806
261811
261816

261821

261826
261831
261836
261841
261846

261857

261866

261875

261884

261893

261902

26191

261920

261929

261938

261947

261956

261965

261974

261983

261992

262001

262010

262019

262029

262038

262047

262056

262065

262074

Disease
Partial deletion of chromosome 1
Partial deletion of chromosome 2
Partial deletion of chromosome 3
Partial deletion of chromosome 4
Partial deletion of chromosome 5
Partial deletion of chromosome 6
Partial deletion of chromosome 7
Partial deletion of chromosome 8
Partial deletion of chromosome 9
Partial deletion of chromosome 10
Partial deletion of chromosome 11

Partial deletion of the long arm of
chromosome 12

Partial deletion of chromosome 16
Partial deletion of chromosome 17
Partial deletion of chromosome 18
Partial deletion of chromosome 19
Partial deletion of chromosome 20
Partial deletion of the short arm of
chromosome 1

Partial deletion of the short arm of
chromosome 2

Partial deletion of the short arm of
chromosome 3

Partial deletion of the short arm of
chromosome 4

Partial deletion of the short arm of
chromosome 5

Partial deletion of the short arm of
chromosome 6

Partial deletion of the short arm of
chromosome 7

Partial deletion of the short arm of
chromosome 8

Partial deletion of the short arm of
chromosome 9

Partial deletion of the short arm of
chromosome 10

Partial deletion of the short arm of
chromosome 11

Partial deletion of the short arm of
chromosome 16

Partial monosomy of the short arm
of chromosome 17

Partial deletion of the short arm of
chromosome 18

Partial deletion of the short arm of
chromosome 19

Partial monosomy of the short arm
of chromosome 20

Partial deletion of the long arm of
chromosome 1

Partial deletion of the long arm of
chromosome 2

Partial deletion of the long arm of
chromosome 3

Partial deletion of the long arm of
chromosome 4

Partial deletion of the long arm of
chromosome 5

Partial deletion of the long arm of
chromosome 6

Partial deletion of the long arm of
chromosome 7

Partial deletion of the long arm of
chromosome 8

Partial monosomy of the long arm
of chromosome 9
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Synonym(s)

Partial monosomy of chromosome 1
Partial monosomy of chromosome 2
Partial monosomy of chromosome 3
Partial monosomy of chromosome 4
Partial monosomy of chromosome 5
Partial monosomy of chromosome 6
Partial monosomy of chromosome 7
Partial monosomy of chromosome 8
Partial monosomy of chromosome 9
Partial monosomy of chromosome 10
Partial monosomy of chromosome 11

Partial monosomy of the long arm
of chromosome 12

Partial monosomy of chromosome 16
Partial monosomy of chromosome 17
Partial monosomy of chromosome 18
Partial monosomy of chromosome 19
Partial monosomy of chromosome 20
Partial monosomy of the short arm
of chromosome 1

Partial monosomy of the short arm
of chromosome 2

Partial monosomy of the short arm
of chromosome 3

Partial monosomy of the short arm
of chromosome 4

Partial monosomy of the short arm
of chromosome 5

Partial monosomy of the short arm
of chromosome 6

Partial monosomy of the short arm
of chromosome 7

Partial monosomy of the short arm
of chromosome 8

Partial monosomy of the short arm
of chromosome 9

Partial monosomy of the short arm
of chromosome 10

Partial monosomy of the short arm
of chromosome 11

Partial monosomy of the short arm
of chromosome 16

Partial monosomy of chromosome
17p

Partial monosomy of the short arm
of chromosome 18

Partial monosomy of the short arm
of chromosome 19

Partial monosomy of chromosome
20p

Partial monosomy of the long arm
of chromosome 1

Partial monosomy of the long arm
of chromosome 2

Partial monosomy of the long arm
of chromosome 3

Partial monosomy of the long arm
of chromosome 4

Partial monosomy of the long arm
of chromosome 5

Partial monosomy of the long arm
of chromosome 6

Partial monosomy of the long arm
of chromosome 7

Partial monosomy of the long arm
of chromosome 8

Partial monosomy of chromosome
9q

ORPHA No.

262083

262092

262101

262110

262119

262128

262137

262146

262155

262164

262173

262182

262191

262196
262201
262206

26221

262628
262633
262638

262643

262648

262653

262658

262672
262677

262682

262687
262692

262698

262707

262716

262725

262740

262749

262758

262767

262776

262785

262794

Disease
Partial monosomy of the long arm
of chromosome 10

Partial deletion of the long arm of
chromosome 11

Partial deletion of the long arm of
chromosome 13

Partial deletion of the long arm of
chromosome 14

Partial deletion of the long arm of
chromosome 15

Partial deletion of the long arm of
chromosome 16

Partial deletion of the long arm of
chromosome 17

Partial deletion of the long arm of
chromosome 18

Partial deletion of the long arm of
chromosome 19

Partial deletion of the long arm of
chromosome 20

Partial deletion of the long arm of
chromosome 21

Partial deletion of the long arm of
chromosome 22

Partial duplication of chromosome 1
Partial duplication of chromosome 2
Partial duplication of chromosome 3
Partial duplication of chromosome 4

Partial trisomy/tetrasomy of
chromosome 5

Partial duplication of chromosome 6
Partial duplication of chromosome 7
Partial duplication of chromosome 8

Partial trisomy/tetrasomy of
chromosome 9

Partial duplication of chromosome 10

Partial duplication of chromosome
n

Partial trisomy/tetrasomy of the
short arm of chromosome 12

Partial duplication of chromosome 16
Partial duplication of chromosome 17

Partial trisomy/tetrasomy of
chromosome 18

Partial duplication of chromosome 19
Partial trisomy of chromosome 20

Partial duplication of the short arm
of chromosome 2

Partial duplication of the short arm
of chromosome 3

Partial duplication of the short arm
of chromosome 4

Partial trisomy/tetrasomy of the
short arm of chromosome 5

Partial duplication of the short arm
of chromosome 6

Partial duplication of the short arm
of chromosome 7

Partial duplication of the short arm
of chromosome 8

Partial trisomy/tetrasomy of the
short arm of chromosome 9

Partial duplication of the short arm
of chromosome 10

Partial duplication of the short arm
of chromosome 11

Partial duplication of the short arm
of chromosome 16

Synonym(s)

Partial monosomy of chromosome
10q

Partial monosomy of the long arm
of chromosome 11

Partial monosomy of the long arm
of chromosome 13

Partial monosomy of the long arm
of chromosome 14

Partial monosomy of the long arm
of chromosome 15

Partial monosomy of the long arm
of chromosome 16

Partial monosomy of the long arm
of chromosome 17

Partial monosomy of the long arm
of chromosome 18

Partial monosomy of the long arm
of chromosome 19

Partial monosomy of the long arm
of chromosome 20

Partial monosomy of the long arm
of chromosome 21

Partial monosomy of the long arm
of chromosome 22

Partial trisomy of chromosome 1
Partial trisomy of chromosome 2
Partial trisomy of chromosome 3
Partial trisomy of chromosome 4

Partial trisomy of chromosome 6
Partial trisomy of chromosome 7
Partial trisomy of chromosome 8

Partial trisomy of chromosome 10

Partial trisomy of chromosome 11

Partial trisomy/tetrasomy of
chromosome 12p

Partial trisomy of chromosome 16
Partial trisomy of chromosome 17

Partial trisomy of chromosome 19

Partial trisomy of chromosome 2p

Partial trisomy of the short arm of
chromosome 3

Partial trisomy of the short arm of
chromosome 4

Partial trisomy/tetrasomy of
chromosome 5p

Partial trisomy of the short arm of
chromosome 6

Partial trisomy of the short arm of
chromosome 7

Partial trisomy of the short arm of
chromosome 8

Partial trisomy of chromosome 9p

Partial trisomy of the short arm of
chromosome 10

Partial trisomy of the short arm of
chromosome 11

Partial trisomy of the short arm of
chromosome 16

ORPHA No.

262803

262812

262833

262842

262851

262860

262869

262878

262887

262896

262905

262914

262923

262932

262941

262950

262959

262968

262977

262986

262995

263004

263726

263731

263756

263768

263775

263783

264200

264431

264450

Disease

Partial duplication of the short arm
of chromosome 17

Partial trisomy/tetrasomy of the
short arm of chromosome 18

Partial duplication of the long arm
of chromosome 1

Partial duplication of the long arm
of chromosome 2

Partial duplication of the long arm
of chromosome 3

Partial duplication of the long arm
of chromosome 4

Partial trisomy of the long arm of
chromosome 5

Partial duplication of the long arm
of chromosome 6

Partial duplication of the long arm
of chromosome 7

Partial duplication of the long arm
of chromosome 8

Partial trisomy of the long arm of
chromosome 9

Partial duplication of the long arm
of chromosome 10

Partial duplication of the long arm
of chromosome 11

Partial duplication of the long arm
of chromosome 13

Partial duplication of the long arm
of chromosome 14

Partial duplication of the long arm
of chromosome 15

Partial trisomy of the long arm of
chromosome 16

Partial duplication of the long arm
of chromosome 17

Partial trisomy of the long arm of
chromosome 18

Partial duplication of the long arm
of chromosome 19

Partial trisomy of the long arm of
chromosome 20

Partial duplication of the long arm
of chromosome 22

Partial deletion of chromosome X

Partial monosomy of the short arm
of chromosome X

Partial deletion of the long arm of
chromosome X

Partial duplication of chromosome X

Partial duplication of the short arm
of chromosome X

Partial duplication of the long arm
of chromosome X

14922323 microdeletion syndrome

Partial duplication of the short arm
of chromosome 1

Trisomy 8p

Synonym(s)

Partial trisomy of the short arm of
chromosome 17

Partial trisomy/tetrasomy of
chromosome 18p

Partial trisomy of the long arm of
chromosome 1

Partial trisomy of the long arm of
chromosome 2

Partial trisomy of chromosome 3q

Partial trisomy of the long arm of
chromosome 4

Partial trisomy of chromosome 5q
Partial trisomy of the long arm of
chromosome 6

Partial trisomy of the long arm of
chromosome 7

Partial trisomy of the long arm of
chromosome 8

Partial trisomy of chromosome 9q
Partial trisomy of the long arm of
chromosome 10

Partial trisomy of the long arm of
chromosome 11

Partial trisomy of the long arm of
chromosome 13

Partial trisomy of the long arm of
chromosome 14

Partial trisomy of the long arm of
chromosome 15

Partial trisomy of chromosome 16q

Partial trisomy of the long arm of
chromosome 17

Partial trisomy of chromosome 18q

Partial trisomy of the long arm of
chromosome 19

Partial trisomy of chromosome 20q
Partial trisomy of the long arm of
chromosome 22

Partial monosomy of chromosome X

Partial monosomy of chromosome
Xp

Partial monosomy of the long arm
of chromosome X

Partial trisomy of chromosome X

Partial trisomy of the short arm of
chromosome X

Partial trisomy of the long arm of
chromosome X

Monosomy 14q22-q23

Partial trisomy of chromosome 1p

ORPHA No.

268261

276413

276422

280325
282124
284160

284169

289513

293939

293948

294026

300305
313781
313884
313947
314034

314655

316244

324313
329802
352629
356947
357001
363958

370079

401923
401935
401986
412035
435638

444002

444051

447985

456298

477817

488280

495818

495930
500055
502437
508488

Disease

DYRK1A-related intellectual
disability syndrome due to
21g22.13g22.2 microdeletion

10922.3g23.3 microdeletion
syndrome

10g22.3023.3 microduplication
syndrome

Distal monosomy 12p

Partial deletion of chromosome 12
8021.11 microdeletion syndrome
Facial dysmorphism-
developmental delay-behavioral
abnormalities syndrome due to
10p11.21p12.31 microdeletion
12q15g21.1 microdeletion syndrome

Distal Xq28 microduplication
syndrome

1p21.3 microdeletion syndrome

Syndactyly-nystagmus syndrome
due to 2g31.1 microduplication

11p15.4 microduplication syndrome
20p13 microdeletion syndrome
12p12.1 microdeletion syndrome
2q23.1 microduplication syndrome
7p22.1 microduplication syndrome
Severe neonatal hypotonia-

seizures-encephalopathy syndrome
due to 5g31.3 microdeletion

Partial deletion of the short arm of
chromosome 12

9p13 microdeletion syndrome
5p13 microduplication syndrome
16424.1 microdeletion syndrome
3026027 microdeletion syndrome
19p13.13 microdeletion syndrome
17021.31 microdeletion syndrome

Proximal 16p11.2 microduplication
syndrome

9g31.1g31.3 microdeletion syndrome
14924.1924.3 microdeletion syndrome
1p31p32 microdeletion syndrome
13q12.3 microdeletion syndrome
3p25.3 microdeletion syndrome

11922.2g22.3 microdeletion
syndrome

20q11.2 microdeletion syndrome

Partial duplication of the short arm
of chromosome 19

1p35.2 microdeletion syndrome

PMP22-RAI1 contiguous gene
duplication syndrome

14932 duplication syndrome

9033.3g34.11 microdeletion
syndrome

Familial monosomy 7 syndrome
16p13.2 microdeletion syndrome
4q25 proximal deletion syndrome
80q24.3 microdeletion syndrome

Synonym(s)

Monosomy 21g22.13q22.2

Monosomy 10g22.3g23.3

Trisomy 10922.3923.3

Partial monosomy of chromosome 12
Monosomy 8g21.11

Monosomy 10p11.21p12.31

Monosomy 12q15g21.1
Distal trisomy Xq28

Monosomy 1p21.3

Syndactyly-nystagmus syndrome
due to trisomy 2q31.1

Trisomy 11p15.4
Monosomy 20p13
Monosomy 12p12.1
Trisomy 2g23.1
Trisomy 7p22.1

Monosomy 5g31.3

Partial monosomy of the short arm
of chromosome 12

Monosomy 9p13
Trisomy 5p13
Monosomy 16q24.1
Monosomy 3q26q27
Monosomy 19p13.13
Monosomy 17g21.31

Proximal trisomy 16p11.2

Monosomy 9qg31.1g31.3
Monosomy 14q24.1g24.3
Monosomy 1p31p32
Monosomy 13q12.3
Monosomy 3p25.3

Monosomy 11922.2q22.3

Monosomy 20q11

Partial trisomy of the short arm of
chromosome 19

Monosomy 1p35.2
Trisomy 17p11.2-p12
Trisomy 14932

Monosomy 9g33.3g34.11

Monosomy 16p13.2
Proximal monosomy 4q25
Monosomy 8q24.3





