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Speci men

Stickl er Syndrone Negative !

Interp

Test Information
i1: Stickler Syndrome Interp
BACKGROUND | NFORMATI ON: Sti ckl er Syndrone Panel, Sequenci ng

CHARACTERI STICS: Stickler syndrome and rel ated di sorders are a group of connective

ti ssue di sorders characterized by ocul ar abnormalities, hearing | oss, and skel etal
or joint problens.

| NCl DENCE: Approxi mately 1/7500 to 1/9000 newborns

CAUSE: Pat hogenic germine variants in certain genes associated with coll agen

formation.

| NHERI TANCE: Most cases are autosomal donminant; there are rare autosomal recessive
causes.

PENETRANCE: 100%

CLI NI CAL SENSI TIVITY: Variable, dependent on phenotype

GENES TESTED: COL11A1, COL11A2, COL2A1, COL9A1, COL9A2, COL9A3, VCAN

METHODOLOGY: Capture of all coding exons and exon-intron junctions of the targeted
genes, followed by massively parallel sequencing. Sanger sequencing is perforned as
necessary to fill in regions of |ow coverage and confirmreported variants. Hunman
genone build 19 (Hg 19) is used for data anal ysis.

ANALYTI CAL SENSI TI VI TY/ SPECI FI CI TY: The anal ytical sensitivity of this test is
approxi mately 99 percent for single nucleotide variants (SNVs) and greater than 93
percent for insertions/duplications/deletions from21-10 base pairs in size. Variants
greater than 10 base pairs may be detected, but the analytical sensitivity may be
reduced.

LI M TATI ONS: A negative result does not exclude a diagnosis of Stickler syndrone or
a related disorder. This test only detects variants within the coding regi ons and

i ntron-exon boundaries of the targeted genes. Regul atory region variants and deep
intronic variants will not be identified and breakpoints of |arge

del etions/duplications will not be determ ned. Deletions/duplications/insertions of
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any size may not be detected by massive parallel sequencing. Diagnostic errors can
occur due to rare sequence variations. In sonme cases, variants nmay not be identified
due to technical limtations in the presence of pseudogenes, repetitive, or

honol ogous regions. This assay nay not detect |owlevel npbsaic or sonatic variants
associ ated with disease. Interpretation of this test result may be inpacted if this
pati ent has had an all ogeneic stemcell transplantation. Non-coding transcripts are
not anal yzed.

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the US Food and Drug

Admi nistration. This test was performed in a CLIA certified |aboratory and is

i ntended for clinical purposes.

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