Candidate gene screening using long-read sequencing
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Phased Transcripts reveal retained introns and skipped exons
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In addition to calling the bases, SMRT
Seqguencing uses the kinetic information from
each nucleotide to distinguish between modified
and native bases.

Haplotype

assoclated poly-T repeat in the TOMM40 gene
and were able to determine that the sample had
one short (15) allele and one Very Long (34)
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Schizophrenia: C4 gene
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Polymerase Binding and Magbead

. A human endogenous retroviral (HERV) insertion o
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Read Length
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C4 plays a role in signaling which connections
““““ || ——— between neurons should be “pruned” or removed,
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as the brain develops after childhood. And the

Repeat expansion disorders are challenging to
Interrogate due to the long repetitive regions.
Using CRISRP/Cas9 we are able to access the
repeat counts, interruption sequences as well as
epigenetic information without introducing PCR
blas. HTT gene in HD sample
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Targeted sequencing workflow Barcoding options were able to see the two different C4 isotypes
| (C4A and C4B) as well as seeing the 7 kb
onn SO 1. Barcoded adapters _ _ .
| T RV Insertion in intron 9.
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more C4 was present, the higher the risk of
developing schizophrenia. Certain versions of the
C4 gene seem to increase people’s risk for
developing schizophrenia by 27 to 50 percent.
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