ICFC’I'I TAAT GCACGAATA GCAGAAGAGGTRAMYKGC YT'T I'KGGYTGSWRGGRW(

bl

150delG in exon 3
(stop codon 28 amino acids downstream)

3AGGGGATCAGICTAGGGTYCRARAACCR AAACCTT TGRATTCTTT'TR

260 270 ‘ 280

290 300

2520delT in exon 10
(stop codon 5 amino acids downstream)

IGCAGATAGAGACTGTAS -\KT'GA%AAXNA‘ I'TTT:
) 290 300 31

\/

6763+5 G —>T in intron 39
(splice site; seen in 2 affected sibs and not in parents)

TTATAATCTATTCTATGTGWWGN GATT
130 140 1

Y

3023-3027delTGTCT in exon 10
(stop codon 1 amino acid downstream)

T CTTACCCACA GGAGGCT GGGGGGESYWCCR GGAGGNAW
90 100 110 12

L
A

1546-1547insG in exon 10
(stop codon 3 amino acids downstream)

gACCA ‘TCCAGAAATTCA GGAWGAATGGGGATAT GCC CCATGTCCC
240 250 260 270

il

MIK (2G->A) in exon 2
(missense in codon one; seen in 3 affected sibs and not in parents)




Supplementary Figure 2. Mutationsin NIPBL identified in CdLS individuals. Genomic
sequence from all 6 mutations reported are depicted. Arrows indicate site of mutation. The
mutations identified included: A de novo 276delG in exon 3 creating a stop codon 28 amino
acids downstream. A de novo 2646del T in exon 10 resulting in a stop codon 5 amino acids
downstream. A 3023-3027del TGTCT in exon 10 resulting in a stop codon 1 amino acid
downstream (not present in the mother, father not available for testing). A de novo 1672
1673insG in exon 10 resulting in a stop codon 3 amino acids downstream. A missense
mutation in the first codon, M1K (2G - A) was identified in all 3 affected sibs (who each have
adifferent father), not present in their mother, nor in the 2 fathers on whom samples were
available for screening. A splice site mutation (6889+5 G>T) in the intron between exon 39

and 40 seen in the 2 affected siblings and not in either parent.



