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Test Information
i1: Maternal cConbtam Study, Maternal Spec
For quality assurance purposes, ARUP Laboratories will confirm the above result at
ne charge following delivery. Order Confirmation of Fetal Testing and include a copy
of the original fetal report (or the mother's name and date of birth) with the test
submission. Please contact an ARUP genetic counsselor ab (300) 242-2787 extCension
2141 prior to specimern submission.
iz: BG FE Interp
BACKGROUND INFORMATION: Beta Globin (HRB) Sequencing, Fetal

CHARACTERISTICS: Bela Lhalassemia 1s caused by decreased or absent synthesis aof Che

hemoglobin beta chain resulting in variable clinical presentations ranging from mild
anemia Lo transfusion dependence. Structural hemoglobinopzthises may result in
gickling disorders, microcytic or herolytic anemia, cvanosis, or ervtbhraocytoesis.

EPIDEMICLOGY: Incidence varies by ebhnicity.
CRUSE: Pathogenic germline variants within the HBB gsne.
TNHERITANCE: Usually zutosomal recessive, infrequently autosomal deminant.

CLINICAL SENSITIVITY: Up to 99 percent, depending upen ethnicity, for beta
thalassemia and hemcglcbinopathies asscciated with the HBB gene.

GENE TESTED: HBB (NM_CJOOE].S]
Deletion/duplication detection is not available for this gene.

METHODOLOGY : Proke hybridization-based capture c¢f all coding exons, exon-intron
Jjunctions, 5' proximal promoter and untranslated region, 3' pelyadenyvlation signal,
and intronic variantsg ¢.93-21G>A (IVS-I-110), ¢.316-197C>T (IVE-II-654),
¢.316-146T>3 (IVS-I1-705), and ¢.316-1060sG (IVS-11-745) of the HERE gene, followed
by masgsively parallel seduencing. Sanger seduencing was performed as necessary to
fill in regions of low coverage and te confirm reported variants that do not mest
acceptable cuality metrics.

ANALYTICAL SENSITIVITY/SPECIFICITY: The analytical sensitivity i1s approximately 99
percent for single nuclectide variants (SNVs) and greater than 93 percent for
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