Abnormalities Detected V. 3.0

DETAILED IDENTIFICATION POTENTIAL FOR CMA VERSION 3.0
Gene mutations or genomic rearrangements such as deletions or duplications less than 100kb in size will not be detected by this
assay. In addition, this assay is not suitable to detect uniparental disomy, imprinting defects, or other epigenetic mutations.

OMIM#*

Loci

Associated Abnormalites detected by CMA

Cytogenetic Abnormalities

Subtelomeric deletion/ duplication for all chromosome
arms

All subtelomeres exluding the short-
arm of the acrocentric chromosomes

Aneuploidy for chromosomes 13,18, 21, X, and Y

1p36 |1p36 deletion and/or duplication 1p36 deletion and/or duplication
194190 | WHS |Wolf-Hirschhorn syndrome 4p16.3 deletion
123450 | CdCS |Cri-du-Chat syndrome 5p15.2 deletion
117550 | SOS |Sotos syndrome 5035 deletion NSD1
101400 | SCS |Saethre-Chotzen syndrome 7p21.1 deletion TWIST
175700 | GCPS |Greig cephalopolysyndactyly syndrome 7p13 deletion GLI3
194050 | WBS |Williams-Beuren syndrome 7q11.2 deletion ELN
Duplication/deletion 8p22-p23.1 8p22-p23.1 duplication/deletion
150230 | LGS |Langer-Giedion syndrome 8024.11-q24.13 deletion TRPS1 and/or EXT1
190350 | TRPS1 [Trichorhinophalangeal syndrome, Type 1 8g24.12 deletion TRPS1
146255 | HDR Hypopa'rathyroidism, sensorineural deafness & renal 10p14-p15.1 deletion GATA3
dysplasia
601362 | DGS2 |DiGeorge syndrome 2 10p13-p14 deletion
608071 | SHFMS3 |Split hand/split foot syndrome 3 10924 duplication SHSF3
130650 | BWS |Beckwith-Wiedemann syndrome (BWS) 11p15.5 duplication CDKN1C
607102 | WT1 |Wilm's tumor 1 gene 11p13 deletion wrT1
194072 | WAGR \(/\\/l\lI[&nGth)usrr;/%Z?:;:ila-genltourlnary abnormalities 11p13 deletion WT1
601224 | PSS |Potocki-Shaffer syndrome 11p11.2 deletion ALX4 and/or EXT2
180200 | RB1 |Retinoblastoma 13q14 deletion RB1
176270 | PWS |Prader Willi syndrome (PWS) Paternal 15911.2q13 deletion SNRPN
105830 AS |Angelman syndrome (AS) Maternal 15q11.2q13 deletion UBE3A
209850 Autistic Features Maternal duplication 15911.2q13
191092 | TS 2 |Tuberous Sclerosis 2 16p13.3 deletion TSC2
180849 | RSTS |Rubinstein-Taybi syndrome 16p13.3 deletion CREBBP
600273 | PKDTS |Polycystic kidney disease/tuberous sclerosis 16p13.3 deletion PKD1 and/or TSC2
247200 | MDLS |Miller-Dieker lissencephaly syndrome 17p13.3 deletion LIS1 and/or YWHAE
118220 |CMT1A |Charcot-Marie-Tooth disease type 1A 17p12 duplication PMP22
162500 | HNPP |Hereditary neuropathy with liability to pressure palsies |17p12 deletion PMP22
182290 | SMS |Smith-Magenis syndrome 17p11.2 deletion RAI1
dup(17)(p11.2p11.2) syndrome 17p11.2 duplication
162200 | NF1 |Neurofibromatosis 1 17q911.2 deletion NF1
118450 | AGS |Alagille syndrome 20p12 deletion JAG1
190685 DS |Down syndrome critical region 2122 duplication
115470 | CES |Cat eye syndrome inv dup(22q11.2)
192430 | VCFS |Velocardiofacial syndrome 22q11.2 deletion TBX1
188400 | DGS1 |DiGeorge syndrome 1 22q11.2 deletion TBX1
dup(22)(q11.2q11.2) syndrome 22q11.2 duplication
308100 | STS |Steroid Sulfatase Deficiency Xp22.32 deletion STS
308700 | KMS |Kallmann syndrome 1 Xp22.3 deletion KAL1
309801 MLS |Micophthalmia with Linear Skin Defects Xp22.31 deletion
300474 | GKD |Glycerol Kinase Deficiency Xp22 deletion GK
312080 | PMD |Pelizaeus-Merzbacher disease Xqg22 duplication or deletion PLP1
480000 | TDY [Testis-Determining Factor onY Yp11.2 deletion SRY

*OMIM - Online Mendelian Inheritance of Man (http://www.ncbi.nlm.nih.gov/omim/)
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