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Procedure Resul t Units Ref erence | nterval

HLA Class |, Locus A*, Allele 1 01:01
HLA Class |, Locus A*, Allele 2 29: 01

HLA A29 Interpretation See Note ftit
Result Footnote
f1: HLA A29 Interpretation

Positive for HLA- A*29

HLA- A*29, which is strongly associatied with birdshot chorioretinopathy (BSCR), was detected. This result
is supportive of a clinical diagnosis of BSCR but by itself does not establish a diagnosis. Medical
screeni ng and nmanagenent of this patient should be based on clinical findings.

Test Information

i1: HLA A29 Interpretation
| NTERPRETI VE | NFORMATI ON: HLA- A29 Genot ypi ng, Birdshot

Chori oreti nopat hy
Characteristics: Birdshot chorioretinopathy (BSCR) is a progressive, bilateral
chroni ¢ aut oi mune inflamuatory disease of the eye. It is characterized by posterior
uveitis with yellowwhite choroid lesions in the fundus that resenmble a shotgun

splatter. Patients with BSCR may experience decreased vision, floaters, nyctal opia,
dyschronmat opsi a, glare, and phot opsi a.

Preval ence: BSCR conprises up to 1.5 percent of uveitis cases. Its preval ence ranges
fromO0.1 to 0.6 cases per 100,000 individuals across Europe and the U. S.
Particularly prevalent in Caucasians, it is frequently diagnosed in individuals of
Nort hern European ancestry, predom nantly affecting niddle-aged individuals, (nean
onset age of 53 years), with a higher incidence anong fenales.

I nheritance: Multifactorial

Cause: The di sease-causing factors are unknown. HLA-A29 is strongly associated with
BSCR, with approxi nately 80-98 percent of patients testing positive, conpared to
about 7 percent positivity in healthy individuals across different ethnicities. This
suggests a negative predictive value of HLA-A29 typing as high as 99 percent.

HLA- A29 is associated with a 50-224 times greater relative risk of devel oping the

di sease.

Clinical Sensitivity: Approximtely 80-98 percent, depending on ethnicity.

Met hodol ogy: Pol ynmerase Chai n Reacti on/ Sequence- Specific O igonucl eoti de Probe
Hybri di zati on.

Anal ytical Sensitivity and Specificity: >99 percent.
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HLA A29 Interpretation

Limtations: O her genetic and nongenetic factors that influence BSCR are not

eval uated. Ot her rare, or novel alleles my occur which may lead to fal se-positive
or fal se-negative results. In cases where an HLA allele cannot be resol ved

unanbi guously, the allele assignnment will be reported as the nost conmon, based on
allele frequencies fromthe Common, Internediate and Wl l-Docunented Alleles
Cat al ogue version 3.0.0 (Hurley CK, et al, 2020).

Al leles tested: HLA-A*29 alleles.

Di scl ai mer I nformation:

This test was devel oped and its performance characteristics determ ned by the

Hi stoconpatibility & I munogenetics Laboratory at University of Utah Health under
the accreditation guidelines fromthe American Society for H stoconpatibility and

| mmunogenetics (ASHI).

Perfornmed at: Histoconpatibility and | munogenetics Laboratory, University of Utah
Heal th, 417 Wakara Way, Suite 3220, Salt Lake City, UT 84108.

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