Additional File 5

Figure A

Fragment analysis of the Alu insertion in the POMT1 gene.

Figure shows an agarose gel with wild type allele preferentially amplified over
the allele with Alu insertion from the proband DNA. The white arrow points at
the plausible larger insertion allele. An Alu specific primer F-Alu resulted in a
patient-specific amplicon that was sequenced. Size ladder (Invitrogen 1 KB
plus) is in the lane labeled as 1 kb+, while wild-type DNA in lane 1, proband
DNA in lane 2, and water in lane 3. The alternative primer sets used in
amplification are labeled on top. The expected sizes of fragments generated
from normal wild type alleles are also written on top of the gel and the size of
the amplicon generated from allele with insertion are highlighted with an arrow
on the right. Asterisks highlight the bands sequenced.

Figure B

Electropherogram of exon 9/intron 9 boundary of SLC9A6 showing
hemizygous SNP that caused false deletion call on aCGH.

Sequence trace shows 3’ end of exon 9 and adjoining intron 9 of the SLC9A6
gene. Location of SNP is marked with black arrows. UCSC browser track
showing base position.

Figure C

Electropherogram of compound heterozygous missense changes in the
GALT gene that caused poor probe hybridization on aCGH.

Sequence trace shows exon 9 of the GALT gene. Location of the paternally
inherited nucleotide change of unknown significance, and maternally is
marked with black arrows. UCSC browser track showing base positions.
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Reference|\
sequence

Patient -
sequence .

Coordinate Coordinate
34,639,018 34,639,029
€.844C>G c.855G>T (p.K285N)
(p.L282V) Maternal allele

Paternal allele



