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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 

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

DISORDER LOCUS GENE OMIM

278706elpitluM63p1emordnys noiteled 63p1

000472elpitluM1.12q1)RAT( noiteledorcim 12q1

1q41-1q42 deletion 1q41-1q42 Multiple

2p15 microdeletion 2p15 Multiple

8418062BTAS33q2-2.23q2noiteledorcim 33q2-2.23q2

2q37 subtelomeric deletion 2q37 Multiple 600430

16p13.2 A2BP1

6q23.3 AHI1

12p13.33 CACNA1C

7q31.32 CADPS2

3p26.3 CNTN4

7q35 CNTNAP2

11q13.4 DHCR7

1q42.2 DISC1

7q36.3 EN2

15q12 GABRB3

6q16.3 GRIK2

17q21.32 ITGB3

Xq28 MECP2

7q31.2 MET

Xq13.1 NLGN3

Xp22.33 NLGN4X

7q22.1 NPTX2

2p16. NRXN1

13q21.32 PCDH9

10q23.3 PTEN

7q22.1 RELN

22q13.33 SHANK3

2q31. SLC25A12

2q24.2 SLC4A10

17q11.2 SLC6A4

9q34.13 TSC1

16p13.3 TSC2/PKD1

15q11.2 UBE3A

LOCUS GENE LOCUS GENE

Autism Susceptibility Loci Covered by the GenomeDx 105K array

All reported intrachromosomal gains or losses linked to autism susceptibility 
(see microdeletions/duplications on page 1) 

click on OMIM number for more information about that disorder


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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5249062KAP92q3noitacilpud/noiteledorcim 92q3

136106elpitluM52p6noiteledorcim 52p6

757906NLE23.11q7noitacilpud noiger nerueB-smailliW 11q7

elpitluM32p8noitacilpud/noiteledorcim 32p8

1TMHE43q9emordnys noiteled ciremoletbus 43q9

 elpitluM13.32q01-3.22q01noiteledorcim 32q01-22q01

elpitluM42q21noitacilpudorcim 12.42q21

7369062CIZ23q31noiteled 23q31

elpitluM2.11q41noiteled 2.11q41

elpitluM1.32q-1.22q41noiteled 32q41-22q41

636806elpitluM1.31q-2.11q51noitacilpudorcim 1.31q51-2.11q51

elpitluM3.31q51-1.31q51noiteledorcim 3.31q51

elpitluM42q51noiteledorcim 42q51

319116elpitluM2.11p61)41STUA( noitacilpud/noiteledorcim 2.11p61

elpitluM2.21p-2.11p61noiteledorcim 2.21p61-2.11p61

345016elpitluM1.31p61noitacilpud/noiteledorcim 1.31p61

17q21 microdeletion/duplication 17q21 MAPT 610443

22q11.2 microduplication 22q11.2 Multiple 608363

RCB2.11q22noiteledorcim latsid 2.11q22

2326063KNAHS3.31q22noiteledorcim 3.31q22

875003476FNZ3.11pXnoiteledorcim 3.11pX

0548111GAJ2.21p02emordnys elligalA

0501034LSCA3.22pXemordnys troplA

Alpha thalassemia/mental ret 0571412ABH / 1ABH3.31p61noitadra

860003RA21qXemordnys ytivitisnesni negordnA

Angelman syndrome 15q11.2-15q13.1 UBE3A 105830

Aniridia type 2 11p13 PAX6 106210

2842061CXOF52p6emordnys regeiR-dlefnexA

0050812XTIP52q41 epyt emordnys regeiR-dlefnexA

Bannayan-Riley-Ruvalcaba s 084351NETP13.32q01emordny

0049011HCTP23.22q9emordnyS nilroG ,emordnys suven llec lasaB

Beckwith-Wiedeman syndrome 11p15 IGF2 130650

Blepharophimosis, ptosis epicanthus inversus (BPE) 3q22.3 FOXL2 110100

0563111AYE3.31q8emordnyS laner-oto-oihcnarB

Bruton’s agammaglobulinemia Xp22.1 BTK 300300

0924119XOS3.42q71aisalpsyd cilemopmaC

074511LKRC12.11q22emordnys eye-taC

02281122PMP2.11p71esaesid htoot eiraM-tocrahC

0084127DHC2.21q8emordnys EGRAHC

004603BBYC4.11pXdeknil-X ,esaesid suotamolunarg cinorhC

Cleidocr 0069112XNUR1.12p6aisalpsyd laina

Congenital adrenal hypoplasia Xp21.2 NROB1 300200

0069112A12PYC23.12p6aisalprepyh lanerda latinegnoC

Congenital diagphr 0432412F2RN2.62q51ainreh citamga

074221LBPIN1.31p5emordnys egnaLeD ailenroC

053851NETP13.32q01emordnys nedwoC

054321TRET2.51p5emordnys tahc-ud-irC

008912SNTC3.31p71sisonitsyC

0020224CIZ/1CIZ42q3noitamroflam reklaW-ydnaD

Diabetes insipidus, X-linked Xq28 AVPR2 304800

MIMOENEGSUCOLREDROSID

click on OMIM number for more information about that disorder


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


GenomeDx:The Next Generation of 
Genome-Wide Microarray Analysis

page 3

0048811XBT2.11q22emordnys laicafoidracoleV/egroeGiD

263106LBEN41p01-31p012 sucol egroeGiD

8100031BORN2.12pXlasrever xes evitisnes-egasoD

8925063RCSD3.22q12noitacilpud noiger lacitirc emordnys nwoD

3237064LLAS2.31q02emordnys yar laidar enauD

Duchenne/Becker muscular dystrophy (large del/dup) Xp21.2 DMD 310200

Familial adenomatous polyposis/Gardner syndrome 5q22.2 APC 175100

082461NCYM3.42p2emordnys dlognieF

4740031KG3.12pXycneicifed esanik lorecylG

000084YRS3.11pYsisenegsyd ladanoG

8280161HCTP23.22q9emordnyS nilroG

0075713ILG1.41p7ylytcadnysylopolahpec gierG

Hereditary neuropathy with pressure palsies/ 
00526122PMP2.11p71)A1TMC( A1 epyT ,esaesid htooT-eiraM-tocrahC

Hypoparathyroidism, deafness and renal dysplasia (HDR) syndrome 10p14 GATA3 146255

0076038F82qXA ailihpomeH

0096039F1.72qXB ailihpomeH

0016321MEMT3.22q121 epyt ylahpecnesorpoloH

0717513XIS12p22 epyt ylahpecnesorpoloH

549241HHS63q73 epyt ylahpecnesorpoloH

6492411FIGT3.11p814 epyt ylahpecnesorpoloH

Holoprosencephaly type 5 13q32 ZIC2 609637

Holt-Oram syndrome-related microdeletion 12q24.21 TBX5 / TBX3 142900

Infantile spasm s 0538035LKDC31.22pXdeknil-X ,emordny

053803XRA3.12pXdeknil-X ,emordnys msaps elitnafnI

Jacobsen syndrome 11q23-11q25 Multiple 147791

Juvenile retinoschisis, X-link 0072131SR31.22pXde

0078031LAK13.22pXemordnys nnamllaK

Langer-Giedion syndrome; Hereditary multiple exostoses (HME) 8q24.11 EXT1 / TRPS1 150230

003721XOHS23.11pY/33.22pXsisoetsordnohcsyd llieW-ireL

L 2230031TRPH2.62qXemordnys nahyN-hcse

Lowe s 000903LRCO52qXemordny

Marf 0074511NBF1.12q51emordnys na

MECP2 duplication mental retardation syndrome Xq28 MECP2 300260

108903SCCH2.22pXstcefed niks raenil htiw aimlahthporciM

0552126XIS1.32q412 epyt tcaratac htiw aimlahthporciM

0096022XOS33.62q3 cimordnys ,3 epyt aimlahthporciM

0027421B1HAFAP3.31p71emordnys rekeiD-relliM

0375322BEZ3.22q2emordnys nosliW-tawoM

651806elpitluM1.22q8-3.12q8emordnys laicaf ekil-ksam sulbaN

002161B1XML3.33q9emordnys alletap-liaN

Nephronophthisis 2q13 NPHP1 256100

0022611FN2.11q711 epyt sisotamorbiforueN

Neurofibromatosis type 2 22q12.2 NF2 101000

67867111NPTP42q21emordnys nanooN

0023022ACO1.31q512 msinibla suoenatucolucO

Opitz s 0000031DIM22pXemordny

052113CTO4.11pXycneicifed esalymabracsnart enihtinrO

0021131DFO2.22pX1 epyt emordys latigid-laicaf-larO

308106elpitluMmra p21emordnys nailliK-retsillaP
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click on OMIM number for more information about that disorder


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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0802131PLP2.22qXemordnys rehcabzreM-sueazileP

6037062A5DRS1.32p2saidapsopyh latorcsoenirep lanigavoduesP

3131061DKP3.31p61esaesid yendik citsycyloP

4221064XLA / 2TXE2.11p11emordnys reffahS-ikcotoP

3880161IAR 2.11p71emordnys ikspuL-ikcotoP

072671NPRNS1.31q51-2.11q51emordnys illiW-redarP

0726711MIS3.61q6emordnys ekil-illiW-redarP

029731B1FNH21q71emordnys setebaid dna stsyc laneR

0020811BR2.41q31amotsalboniteR

0572132PCEM82qXemordnys tteR

948081PBBERC3.31p61emordnys ibyaT-nietsnibuR

0041011TSIWT1.12p7emordnys neztohC-erhteaS

032451elpitluM3.42p9lamosotua ,lasrever xeS

092281IAR2.11p71emordnys sinegaM-htimS

Sotos s 0557111DSN3.53q5emordny

1802062PXOF1.3q7redrosid egaugnal hceepS

Split-hand/foot malformation type 1 7q21.3 SHFM1 183600

Split-hand/foot malf 5900064WXBF23.42q013 epyt noitamro

001803STS13.22pXycneicifed esataflus dioretS

0038011A2LOC11.31q211 epyt emordnys relkcitS

1484061A11LOC1.12p12 epyt emordnys relkcitS

S 000681retsulc XOH1.13q2ylytcadylopny

0847011LLAS1.21q61emordnys skcorB-senwoT

0530911SPRT21.42q81 epyt emordnys laegnalahponihrohcirT

0011912CST3.31p612 epyt sisorelcs suorebuT

Ulnar-mammary syndrome 12q24.21 TBX3 181450

Van der Woude syndrome 1q32.2 IRF6 119300

W 0053913XAP1.63q21 epyt emordnys grubnedraa

015391FTIM1.41p3emordnys zteiT/2 epyt emordnys grubnedraaW

WAGR syndrome 11p13 PAX6 / WT1 194072

050491NLE32.11q7emordnys nerueB-smailliW

Wilms tumor 11p13 WT1 194070

Wolf-Hirschhorn syndrome 4p16.3 Multiple 194190

5596033CIZ3.62qXyxatoreteh deknil-X

X-linked lissencephaly Xq23 DCX 300067

042803A1D2HS52qXemordnys evitarefilorpohpmyl deknil-X

3410031LPAR1LI3.12pX12XRM noitadrater latnem deknil-X

3210033XOS1.72qXycneicifed enomroh htworg htiw RM deknil-X

076413TSIX2.31qXsemosomorhc X gnir no noiteled TSIX

Whole chromosome and segmental aneuploidies All chromosomes

Subtelomeric rearrangements 41 regions

snoiger 34stnemegnarraer ciremortnecireP
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click on OMIM number for more information about that disorder


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

