CUSTOMER CASE STUDY TRANSLATION RESEARCH

In Genetic Study, Mount Sinai Researcher Aims
to Parse Complexity of Craniofacial Disorders

Physician-scientist Bryn Webb is using
Ingenuity Variant Analysis to interpret
sequence data from patients with rare
congenital facial paralysis disorders.
Her quest could provide more
accurate diagnosis and, eventually,
better treatment options for patients
around the world.
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Webb interprets her sequencing results using
Ingenuity Variant Analysis. She uses the plat-
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form to exclude the most variable exonic regions
and focus on changes that are predicted to
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that being able to upload sequence results for all
98 probands and analyze variants across them has
been especially helpful. “I can see how many variants are common to two people, three people, four
people, and so on,” she adds.
Key advantages of Ingenuity Variant Analysis are its
user-friendliness and time savings, Webb says. “It’s
great, easy-to-use software and I love the webbased interface,” she adds. Without the platform,
she would have to manually sort each variant, gathering dbSNP frequencies and predictions from SIFT
and PolyPhen. “That would have taken a lot longer,”
Webb says.

“Not only can I sort
variants, but then I can
also start to look at more
complex features. I look
at whether any variants
are common to multiple
persons, and then use
burden analysis and
association features.”
Bryn Webb
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But it’s the medical treatment opportunities rather
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than the accolades that motivate Webb, who notes
that the only treatment option for patients today is
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ing, studying variants in zebrafish, and more.
The big hope is eventually to detect the disorders
If history is any gauge, patients may have cause

in utero and offer prenatal treatment to encourage

for optimism now that Webb is on the case. She

healthy development. “That would be the ultimate
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