GenomeDx: The Next Generation of
Genome-Wide Microarray Analysis
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GenomeDx v.3.0 enables a high-resolution, genome-wide microarray analysis to evaluate for known as
well as novel genomic deletion and duplication syndromes. The custom-designed oligonucleotide
microarray utilizes 105,000 probes that are placed across the non-repetitive sequence of the genome
and offers increased probe density and technical sensitivity. This table provides brief summaries of
clinically relevant loci for which genomic loss or gain has been associated with a disease phenotype.

The loci are grouped and color-coded into 4 major categories, based on the clinical utility of these tests:

Well-established microdeletion/duplication syndromes with a high detection rate.

® Microdeletion/duplication syndromes with a lower detection rate.

Newly recognized microdeletion/duplication syndromes.

@ Single gene disorders only rarely caused by partial or complete gene deletion/duplication.
These disorders are predominantly caused by mutations detectable by DNA sequencing.

@ Autism susceptibility loci

Autism Susceptibility Loci Covered by the GenomeDx 105K array

LOCUS GENE LOCUS GENE
® 16p13.2 A2BP1 ® Xqgl13.1 NLGN3
o 6q233 ...................... a o Xp2233 .................... ek
° i 2p1 Say CACNATE o 7q2 Sy oo
o 7q3 Sy Capps ° p16 ........................ Nt
° p2 Gy g o i 3q Sy vcois
o 7q35 ........................ CNTNARY o 10q Sy e
o 11q134 .................... SheRy o 7q221 ...................... SN
o 1q422 ...................... Sisci o 22q1333 ................... SNk
o 7q363 ...................... By o 2q31 ........................ P
° 5q12 ...................... CasREs o 2q242 ...................... Ao
o 6q163 ...................... R o i 7q11 IR SCean
° i 7q iy ey o 9q3413 .................... e
o Xq28 ........................ Vicrs o 6p1 Sy Tk
o 7q3 Sy VEr ° 5q RIS Usian
® Allreported intrachromosomal gains or losses linked to autism susceptibility

(see microdeletions/duplications on page 1)

Chromosomal and Single Gene Disorders Covered by the GenomeDx 105K array

click on OMIM number for more information about that disorder
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DISORDER LOCUS GENE OMIM
1p36 deletion syndrome 1p36 Multiple 607872
1q21m|crode|et|on AR 1q21 G Multlple R e
1q411q42delet|on .......................................................... 1q411q42 ................. Multlple ............................
o 2p15m|crodelet|on .......................................................... 2p15 ........................ Multlple ...........................
2q3222q33m|crodelet|on .................................................. 2q3222q33 ............... Ry e
o 2q37subte|omer|c alahion 2q37 ........................ Multlple ey
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http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=607872
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=274000
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=608148
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=608148
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click on OMIM number for more information about that disorder
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DISORDER LOCUS GENE OMIM

[ J 3929 microdeletion/duplication 3929 PAK2 609425
6p25m|crodelet|on .......................................................... 6p25 ........................ Multlple601631

® © 7911 Williams-Beuren region duplication 791132 | EN 609757
o 8p23m|crodelet|on/dupllcatlon ............................................. 8p23 ........................ Multlple ............................
9q3AsubteIomer|c oot syndrome ...................................... 9q34 ........................ BhnTa

o 10q221 Oq 3 miCroddaletion 10q22 - Oq2331 ......... Multlple .............................
12q2421 mlcrodupllcatlon .................................................. 12q24 ....................... Multlple ............................
13q32de|et|on ............................................................... 13q32 ....................... S hees
Mq112 el Mq1 e Multlple .............................
Mq221 qu R el 1Aq221q Sy Multlple ............................

® © 15q11.2-15913.1 microduplication 15911.2.q13.1 Multiple 608636
15q133 R 15q131 15q1 Sy Mult|p|e .............................

15q24 AT 15q24 ....................... Multlple ............................

® © 16p11.2 microdeletion/duplication (AUTS14) Tep112 Multiple 611913
16p1 T3 6p122 e tion 16p1 12p122 ............. Multlple .............................

o 16p131m|crodelet|on/dupllcot|on ......................................... 16p131 ..................... Multlple6105£a3
17q21m|crodelet|on/dupllcat|on ........................................... 17q21 ....................... ART T i,
22q112m|crodupllcot|on ................................................... 22q112 ..................... Multlple608363
22q112 el o 22q1 IR GoR

o 22q133m|crodelet|on ....................................................... 22q133 ..................... AN e
Xp113m|crodelet|on ........................................................ Xp113 ...................... NFegL 00578

. Alaglllesyndrome ............................................................ 20p122 ..................... TAGy Canco

o AIportsyndrome .............................................................. Xp223ACSL4301050
Alpha thalassemia/mental retardation 16p133 | HBA1/HBA2 141750

. Androgen|nsen5|t|V|tysyndrome ........................................... Xq12 ........................ AR ks
Angelmcm syndrome ......................................................... 15q11 215q131 ........... UBE3A 05830

o Anlrldlatypez ................................................................ pr ....................... b e

. AxenfeIdeegersyndrome ................................................... 6p25 ........................ oxcl T Sy

o AxenfeldRlegersyndrometype1 ........................................... L.q25 ........................ Bitxy 180500

o BunnuyaanleyRuvaIcaba syndrome ....................................... 10q2331 ................... ST To3ag0

® Basal cell nevus syndrome, Gorlin Syndrome 92232 PTCHT 109400

o BeckW|thW|edemansyndrome .............................................. 11p15 ....................... lapy 0650

® Blepharophimosis, ptosis epicanthus inversus (BPE) 3223 Fox2 110100

o BranchlootorenaISyndrome ............................................... 8q133 ...................... Eyan e

o Brutonsagammqglobulmemla ............................................. Xp221 ...................... BT 00,

o Compomellcdysplusm ....................................................... 17q243 ..................... oxg o0
Cateyesyndrome ............................................................ 22q1 o gL e
b 17p1 R Shipgy 8230

o CHARGEsyndrome ........................................................... 8q122 ...................... Gins T 00

® Chronic granulomatous disease, X-linked Xpll4 cvee 306400
Cleldocramaldysplasm ....................................................... 6p21 ER R RUNg 15600
Congenltal adrenalhypoplusm .............................................. Xp21 S NRost T S00000

® Congenitd adrenal hyperplasia 6p2132 cvp21A2 119600
Congemtal dlagphrag TR 15q262 ..................... NRapy T30
Comaiic DeLange syndrome ................................................. 5p131 ...................... Mgl oo
Condan syndrome ............................................................ 10q2331 ................... ST 8350
Crlduchotsyndrome ........................................................ 5p152 ...................... TeRp a0

o Cyst|n05|s ..................................................................... 17p133 ..................... Cre T  s00

o DondyWaIkermaIformatlon ................................................. 3q2£| ........................ ST 00
Dlabete5|n5|p|dusXI|nked .................................................. Xq28AVPR2304800
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http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=609425
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=601631
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=609757
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=609637
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=608636
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=611913
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=610543
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=610443
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=608363
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=606232
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300578
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=118450
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=301050
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=141750
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300068
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=105830
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=106210
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=602482
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=180500
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=153480
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=109400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=130650
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=110100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=130650
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300300
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=114290
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=115470
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=118220
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=214800
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=306400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=119600
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=119600
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=142340
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=122470
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=158350
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=123450
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=219800
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=220200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=304800
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click on OMIM number for more information about that disorder

LOCUS

GENE

v
OMIM

Heredltary neuropathymth pressurepaIS|es/ .................................................................................................
Charcot-Marie-Tooth disease, Type 1A (CMT1A)

Pallister-Killian syndrome
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http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=118400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=601362
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300018
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=605298
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=607323
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=310200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=175100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=164280
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300474
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=480000
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=610828
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=175700
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=162500
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=146255
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=306700
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=306900
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=236100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=157170
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=142945
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=142946
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=609637
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=142900
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=308350
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=308350
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=147791
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=312700
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=308700
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=150230
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=127300
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300322
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=309000
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=154700
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300260
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=309801
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=212550
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=206900
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=247200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=235730
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=608156
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=161200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=256100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=162200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=101000
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=176876
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=203200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300000
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=311250
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=311200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=601803
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Pelizaeus-Merzbacher syndrome Xq22.2 PLP1 312080

Pericentromeric rearrangements 43 regions

www.genedx.com ene
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http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=312080
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=607306
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=601313
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=601224
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=610883
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=176270
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=176270
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=137920
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=180200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=312750
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=180849
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=101400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=154230
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=182290
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=117550
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=602081
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=183600
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=600095
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=308100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=108300
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=604841
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=186000
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=107480
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=190350
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=191100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=181450
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=119300
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=193500
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=193510
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=194072
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=194050
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=194070
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=194190
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=306955
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300067
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=308240
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300143
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=300123
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=314670

