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=38 Trisomies

Other Trisomies (19 items)

X BB (BMEE)

XYY Syndrome (Jacob’s Syndrome)
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R EEE Sex Chromosome Aneuploidies

2q33.1 deletion syndrome

WAGRO syndrome

Wolf-Hirschhorn syndrome

11913.2-913.4 deletion syndrome

Cri Du Chat syndrome

11022.2-922.3 microdeletion syndrome

Williams-Beuren syndrome

11923 deletion syndrome

Jacobsen syndrome

12p12.1 microdeletion syndrome

Prader-willi / Angelman syndrome

12914 microdeletion syndrome

DiGeorge syndrome

12915921.1 microdeletion syndrome

1p32-p31 deletion syndrome

13014 deletion syndrome

1941-942 deletion syndrome

14911-922 deletion syndrome

1943-g44 deletion syndrome

Frias syndrome

2p12-p11.2 deletion syndrome

14024.1-924.3 microdeletion syndrome

2p15-p16.1 deletion syndrome

15013.3 deletion syndrome (BP4 to BP5) (loss)

2913 deletion syndrome

15g13.3 deletion syndrome (BP4 to BP5) (gain)

2q13 duplication syndrome

15914 microdeletion syndrome

2931.1 microdeletion syndrome

15025.2 deletion (proximal) syndrome

T21 BEARSIE I v I v
T21 Down Syndrome | | 2qg31.1 duplication syndrome 15026-qgter deletion syndrome
| |
T18 BEEKIZSIE | v | v 2935 duplication syndrome 16p11.2-p12.2 microduplication syndrome
T18 Edwards Syndrome : : 3p25.3 deletion syndrome 16p12.2 deletion (proximal) syndrome
T13 EBEE I I } I
3pter-p25 deletion syndrome 16p13.11 duplication syndrome
T13 Patau Syndrome | v | v
=R (195) | | 3q13.31 deletion syndrome 16p13.11 deletion syndrome
—3 = (19 0 . - ;
: soo : J Dandy-Walker syndrome (DWS) Polycystic kidney disease, |nfasntlle severe,

with tuberous sclerosis (PKDTS)

3926 microduplication syndrome

Rubinstein-Taybi syndrome

3029 deletion syndrome

Alpha-thalassemia/mental retardation syndrome,
chromosome 16-related (ATR-16 syndrome)

6911-q14 deletion syndrome

Monosomy X (Turner Syndrome) i RC i / 4921 delet?on syndrome 16#22 deletién syndrome

XXY M@ (35 EFEIREE) I I Axenfeld-Rieger syndrome, type 1 (RIEG1) Smith-Magenis syndrome

XXY Klinefelter Syndrome : v : v 5p13 duplication syndrome Yuan-Harel-Lupski syndrome (YUHAL)

XXX M pe | | 5012 deletion syndrome 17p12 deletion syndrome

(=B X FEIREF) : / : / 5014.3 deletion (proximal) syndrome 17p12 duplication syndrome

XXX Triple X Syndrome : : Sotos syndrome 17p13.1 deletion syndrome

XYY MR B (BERSE) : v : v 6p22 microdeletion syndrome Miller-Dieker lissencephaly syndrome (MDLS) (loss)

Miller-Dieker lissencephaly syndrome (MDLS) (gain)

6024-g25 deletion syndrome

17p13.3 telomeric duplication syndrome

1p36 ML DHT | v | v Coffin-Siris syndrome 1 (CSS1) 17912 deletion syndrome
1p36 Deletion Syndrome | | Chordoma 17921.31 deletion syndrome
| |
2033. 1 RE DT | v | v Greig cephalopolysyndactyly syndrome (GCPS) 17923.1-923.2 deletion syndrome
29383.1 Deletion Syndrome | | ) -
MBS | | 7p22.1 microduplication syndrome Tetrasomy 18p syndrome
4p16.3 Deletion Syndrome | ,/ | / 7911.23 deletion (distal) syndrome 18p deletion syndrome
(RX- BFREERE | | Williams-Beuren syndrome (WBS) 189 deletion syndrome
Wolf-Hirschhorn syndrome) | |
I I Currarino syndrome 19p13 duplication syndrome
g ﬁﬂ%ﬁﬁ I I 7936.3 duplication syndrome 19913.11 microdeletion syndrome
5p16.3 Deletion Syndrome | v | v
(SRR B Cri-du-chat syndrome) : : 8p11.2 deletion syndrome 20p13 microdeletion syndrome
| | 8p23.1 deletion syndrome 21922.11-922.12 microdeletion syndrome
7011.23 FREDH
7911.23 Deletion Syndrome : v : v 8912 microduplication syndrome 22q11.2 deletion syndrome (distal, D-E/F)
(ERBRECAERBF Williams Syndrome) : : Nablus mask-like facial syndrome (NMLFS) 22q11.2 deletion syndrome (LCR22 B/C-D)
11923 RS D AT | | Trichorhinophalangeal syndrome type 2 (TRPS2) 22013 deletion syndrome
) | |
11923 Deletion Syndrome | v I v 9p deletion syndrome 22013 duplication syndrome
(HESFRIEREBE Jacobsen Syndrome) I |
| | 9p13 microdeletion syndrome Xp11.22 duplication syndrome
15911.2-913 fIRE DT : v : v 9p24.3 deletion syndrome Xp11.22-p11.23 duplication syndrome
15911.2-q13 Deletion Syndrome ) ) ) )
(EHEELRIEIRE Prader-Will Syndrome) : : 9933.3934.11 microdeletion syndrome Xp11.23 microdeletion syndrome
| I Early infantile epileptic encephalopathy 4 (EIEE4) | Xp11.3 deletion syndrome
.
22q11.2 ﬂﬂﬂ%ﬁ*ﬁ l l Kleefstra syndrome 1 (KLEFS1) Xp21 microdeletion syndrome
22911.2 Deletion Syndrome | v | v
(BEBEREE DiGeorge syndrome) I I 10p11.21-p12.31 microdeletion syndrome Xp21.2 microduplication syndrome
| | DiGeorge syndrome/velocardiofacial Xp22.31 microdeletion syndrome
E{{B%{ﬂﬁé&fﬁﬁ?ﬁ(mslﬁ) : - : syndrome complex 2 (DSG2) . Yy
Other Deletion Syndrome (108 items) | | ‘/ 10922.3-923.2 deletion syndrome Xg21 microdeletion syndrome

Split-hand/foot malformation 3 (SHFM3)

Xg22.3 telomeric deletion syndrome

10926 deletion syndrome

Xg27.3-g28 duplication syndrome

Potocki-Shaffer syndrome

Xg28 deletion syndrome




