Asn STOP
AACTGATCAAGTEC
¥

Mutation in Exon 2 (p.Cys107X +/+)

Lys Asp lle Leu
AAGGACATTTCT®G

!

00000

Mutation in Exon 3 (p.Phe228lle +/+)

Asn Cys/STOP _ Ser Ser
AACTGNTIUCAAGETC

|

Mutation in Exon 2 (p.Cys107X +/-)

Lys Asp Phellle Leu
AAG GACNTTCTG

!

Mutation in Exon 3 (p.Phe228lle +/-)

Asn Cys Ser Ser
AACTGCTCAAGEC

|

Wild-type Sequence of Exon 2

Lys Asp Phe Leu
AAG GAC TTTCT®G

!

Wild-type Sequence of Exon 3

Supplementary material to article by E. K. Wedgeworth et al. Intra-familial Variability of Ectodermal Defects Associated with WNT10A4 Mutations”

Fig. S1. Genomic DNA sequencing.
(a) Sequencing of family member
DNA reveals a C>A transversion at
nucleotide 321 that converts cysteine
(TGC) to a stop codon (TGA): the
mutation is designated p.Cys107X
and homozygous, heterozygous and
wild-type sequences are illustrated;
(b) Sequencing of family member
DNA reveals a T>A transversion
at nucleotide 682 that converts
phenylalanine (TTT) to isoleucine
(ATT): the mutation is designated
p.Phe228lle and homozygous,
heterozygous and wild-type sequences
are illustrated.
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