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Detection of low-level mosaicism and placental mosaicism by oligonucleotide array CGH
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TABLE S1.  Abnormalities in validation specimens detected by aCGH
	Karyotype and/or FISH results1
	Molecular Karyotype2
	Specimen Type

	Aneuploidies
	
	

	47,XY,+2
	arr 2(29193-242768117)x3
	POC

	47,XY,+7
	arr 7(136382-158624081)x3
	POC

	47,XY,+8, inv(9)(pter>p11::q21>p11::q21>qter)
	arr 8(90816-146254382)x3
	GM004253

	47,XY,+13
	arr 13(18650699-114112478)x3
	POC

	47,XY,+14
	arr 14(18590766-106358743)x3
	POC

	47,XX,+16
	arr 16(37133-88643347)x3
	POC

	47,XY,+17
	arr 17(49411-78654299)x3
	POC

	47,XY,+21
	arr 21(10079061-46918226)x3
	POC

	47,XY,+22
	arr 22(14433473-49466331)x3
	POC

	Deletions
	
	

	46,XY,del(1)(pter>q21::q25>qter)
	arr 1q23.3q25.2(157815324-174706576)x1
	GM020253

	46,XX,del(1)(pter>q42:)
	arr 1q43q44(234901433-245433898)x1
	GM064733

	46,XY,del(2)(pter>q37:)
	arr 2q37.3(237783694-242755859)x1
	GM123243

	46,XY,del(3)(qter>p25:)
	arr 3p26.3p25.2(74386-12175026)x1
	GM078733

	46,XY,del(4)(qter>p14:)
	arr 4p16.3p15.2(1668972-25618201)x1
	GM000723

	46,XX,del(4)(q33)
	arr 4q34.1q35.2(173449614-191159953)x1
	PB

	46,XY,del(5)(qter>p15.1:).ish del(5) (D5S23-)
	arr 5p15.33p15.1(93689-17344496)x1
	NA141244

	46,XX,del(5)(p13.3p15.3).ish del(5)(p13.3p15.3)(5pter+,D5S23,D5S721-,EGR1+,5qter+)
	arr 5p15.33p13.3(452535-30636941)x1
	PB

	46,XX.ish del(7)(q11.23q11.23)(ELN-)
	arr 7q11.23(72189698-73584041)x1
	PB

	46,XX,del(8)(pter>q23::q24.13>qter)
	arr 8q23.1q24.11(107376988-119149430)x1
	NA098884

	46,XX,del(10)(pter>p13::p12>qter)
	arr 10p13p12.1(13376551-25129243)x1
	GM034703

	46,XX,del(11)(pter>p14::p11.2>qter)
	arr 11p14.3p13(24848855-34638994)x1
	GM038083

	46,XX,del(11)(pter>q24:)
	arr 11q23.3q25(119101949-134421469)x1
	GM020083

	46,XY,del(15)(pter>q11::q13>qter).ish del(15)(D15Z1+,SNRPN-,PML+)
	arr 15q11.2q13.1(21208377-26199055)x1

	NA114044

	46,XY,del(17)(qter>p13.1:)
	arr 17p13.3p13.2(79843-5652601)x1
	NA092084

	46,XX,del(17)(pter>p11.2::p11.2>qter).ish del(17)(LIS1+,FLI-)
	arr 17p11.2(16833126-20374610)x1
	NA183194

	46,XY,del(18)(pter>q21:)
	arr 18q21.31q23(54563864-76114593)x1
	GM029803

	46,XX,del(21)(pter>q22.2:).ish del(21)(wcp21+,D21S1575-)
	arr 21q22.12q22.3(36329922-46918226)x1
	GM199993

	46,XX.ish del(22)(q11.2q11.2)(TUPLE1-)
	arr 22q11.21(17283592-19707507)x1
	PB

	Duplications
	
	

	46,XX,dup(3)(pter>q27::q21>qter)
	arr 3q13.32q26.3(119082840-175222854)x3
	GM024863

	46,XY,dup(8q)
	arr 8q13.3q24.3(73839829-146254382)x3
	PB

	46,XY,dup(14)(pter>q24::q22>qter).ish dup(14)(wcp14+), rev ish enh14(q22q24)
	arr 14q22.2q24.3(54065279-75248417)x3
	GM059663

	Translocations
	
	

	46,XX,der(1)(1qter>1p36::2q31>2qter)pat
	arr 2q32.3q37.3(192689266-242732385)x3
	NA012294

	46,XY,der(1)t(1;20)(q36.3;q11.2)
	arr 20q11.22q13.33(32611751-62371504)x3
	Cultured 
CVS

	46,XX,der(5)(5pter>5q35::6p22>6pter)pat
	arr 5q35.3(178075833-180631510)x1,6p25.3p22.3(97634-21190815)x3
	NA034934

	46,XX,der(6)(6pter>6q27::10q22.3>10qter)mat
	arr 6q27(167675342-170810049)x1,10q23.31q26.3(90658492-135320443)x3
	GM083863

	46,XX,der(7)(7pter>7q34::13q12.3>13qter)pat
	arr 7q36.1q36.3(149655603-158078050)x1,13q14.11q34(41225396-114112478)x3
	GM100643

	46,XY,der(9)(9qter>9p24::1q32>1qter)mat
	arr 1q32.1q44(201010902-245434046)x3,9p24.3(195475-989849)x1
	GM053473

	Markers
	
	

	47,XY,+mar15
	arr 15q11.2q13.3(19109124-30191315)x3
	PB

	47,XX,+mar18
	arr 18p11.32p11.21(140933-14763575)x4
	POC

	Rings
	
	

	46,XY,r(12)(::p13.3>q24.33::)
	arr 12p13.33(237672-1982662)x1
	GM092293

	46,XY,r(22)
	arr 22q13.2q13.33(40494584-49466331)x1
	PB


POC: product of conception; PB: peripheral blood; CVS: chorionic villus sampling

1 Karyotypes from Coriell Institute for Medical Research where applicable.

2 ISCN Nomenclature (NCBI Build 35).

3 Fibroblast or lymphoblastoid cell line acquired from the Coriell Institute for Medical Research.

4 Commercial DNA specimen acquired from Coriell Institute for Medical Research.

TABLE S2: Primer sequences for qPCR amplification

	Primer
	Sequence (5’-3’)
	Reaction Concentration (nM)
	Cytoband
	Product (nt)

	Test:
	
	
	
	

	SIX3-FWD
	CGAGCAGAAGACGCATTGCTTCAA
	400
	2p21
	140

	SIX3-REV
	AGTTGCCTACTTGTGTGGGAGTGA
	800
	
	

	ZFHX1B-FWD
	CACAAAGATAGGTGGCGCGTGTTT
	400
	2q22.3
	138

	ZFHX1B-REV
	ATCTCTTTCGGCCACTCCAGGAAA
	400
	
	

	MARCH6-FWD
	AAGTGACAGCGCCTGTCGTTGG
	800
	5p15.2
	129

	MARCH6-REV
	AGAGGGAGAGAGGCTGACAGAAA
	800
	
	

	TCOF1-FWD
	AGCGAAAGAGGAGCCGGAAGTGT
	800
	5q32
	128

	TCOF1-REV
	TTCCTGGCCTCGGCCATAC
	800
	
	

	GLI3-FWD
	GTTGCTTTGTGAATCGGAATGCTG
	400
	7p14.1
	174

	GLI3-REV
	TGCAATGGAGGAATCGGAGATGGA
	400
	
	

	ELN-FWD
	TGTGCCCAGTCTGAAGGTGAGTTA
	400
	7q11.23
	113

	ELN-REV
	AGGTGAGGCATTGCGTAAGGAACA
	800
	
	

	SUPT16H-FWD
	TCCATAGACATGGCTCTTTGGTT
	800
	14q11.2
	172

	SUPT16H-REV
	TCGTATTAGCAGTGTGATGGCAGG
	800
	
	

	NRXN3-FWD
	ATCAGTGGACTTGAATGGACGCCT
	400
	14q31.1
	133

	NRXN3-REV
	TTGGTGCTTGCAACAAGGCTGTAG
	400
	
	

	NDN1-FWD
	TGCACCATGGAGGAAACACAGGAA
	400
	15q11.2
	120

	NDN1-REV
	GAGACAAATGTGGGCTCTGGATTC
	400
	
	

	NR2F2-FWD
	CCCAAACAAGGTGTAACAACGCAC
	800
	15q26.2
	135

	NR2F2-REV
	ACATAGCTGCTGAGGAATGCAAGC
	800
	
	

	CREBBP-FWD
	CAGGCGCAAGTCATGAATGGATCT
	800
	16p13.3
	197

	CREBBP-REV
	AGTTCACTTACCTTGGCCATGCCT
	800
	
	

	FOXC2-FWD
	AGGGAGACGAGTTTCGAAGCTGAA
	400
	16q24.1
	188

	FOXC2-REV
	AGGTAGCAACGTGCTGACTGACAA
	400
	
	

	TGIF1-FWD
	TTAAGGAAGCCTGGTCGGGAATCT
	800
	18p11.31
	124

	TGIF1-REV
	AAGGCTGGGCTCTTCCGTCA
	800
	
	

	TCF4-FWD
	AGGTCTATGCTCCATCAGCAAGCA
	400
	18q21.2
	152

	TCF4-REV
	AATGCTATCCAGTGGCCTTTCCCT
	800
	
	

	RUNX1-FWD
	TGGCAAGAACCAATTGAGATGGGC
	800
	21q22.12
	193

	RUNX1-REV
	ACCCTGTGGTTTGCATTCAGTGTG
	400
	
	

	TMEM1-FWD
	CTTTCTTCCCTTCATAGGTGCTGG
	400
	21q22.3
	100

	TMEM1-REV
	CCTTCTCCATTCCATTGGTTCTCTTGG
	400
	
	

	Reference:
	
	
	
	

	HMBS-FWD
	ACAGGCCAGGTTCTGAAGTTCCTT
	400
	11q23.3
	152

	HMBS-REV
	ACCCACGCGAATCACTCTCATCTT
	400
	
	


nt: nucleotides; FWD: forward; REV: reverse
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