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BACKGROUND | NFORMATI ON: Exome Sequenci ng, Familial Contro

CHARACTERI STI CS: The anal yzed exone includes all exons fromall known hunman nucl ear
genes and accounts for approximtely 1-2 percent of the human genonme. These regions
are sequenced to identify the cause(s) of a disorder in a fanmly nmenber. The
American Col | ege of Medical CGenetics (ACM3 reconmends anal ysis of certain genes for
secondary findings in all individuals undergoing genone sequencing. Please refer to
ACMG Secondary Findings Gene List (http://1td.aruplab. con Tests/Pub/3016589) for an
up-to-date |ist of genes analyzed. Note that this gene list is updated periodically
and is only accurate for this sanple at the tine of reporting. Please contact an
ARUP genetic counsel or (800-242-2787 ext. 2141) for clarification regardi ng genes
anal yzed.

| NHERI TANCE: Vari es dependi ng on the specific gene and vari ant.

CLINI CAL SENSI TIVITY: Varies by gene. Mde of inheritance, reduced penetrance, and
genetic heterogeneity can reduce the clinical sensitivity.

METHODOLOGY: Targeted capture of all coding exons and exon-intron junctions of the
targeted genes, followed by nmassively parallel sequencing. Sanger sequenci ng was
performed as necessary to confirmreported variants. Hunman genone build 19 (Hg 19)
was used for data anal ysis.

LI M TATIONS OF ANALYSI S: Not all pathogenic variants occur in the coding regions of

genes. Sone genes, or parts of genes, nay not be adequately sequenced to allow for

confident analysis. The follow ng types of variants may not be detectable: those

| ocated in genes with correspondi ng pseudogenes, those in repetitive or high GC rich
regions, large deletions / duplications / rearrangenents, and nosaic variants. Rare
variants in probe hybridization sites may conproni se anal ytical sensitivity.

LI M TATI ONS OF REPORTI NG Secondary pat hogeni ¢ findings, including variants
identified in genes on the ACMG reconmended panel or other nedically actionable

variants at ARUP' s discretion, are reported. Variants of unknown significance wll
not be reported. Single pathogenic variants in autosomal recessive genes will not be
reported.

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the U S. Food and Drug
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Admi nistration. This test was performed in a CLIA-certified |aboratory and is
i ntended for clinical purposes.

Counsel ing and inforned consent are recomended for genetic testing. Consent forns
are avail abl e onli ne.
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