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GJBE DEL Specimen Typs Whale Blood
Connexin 30 GJBE& Hetera
Deletion 209
Connexin 20 GJB& Negative
Deletion 232
Connexin 20 See Note f1 11
Interpretation

Result Footnote

I1:

connexin 20 Interpretation

Indlcation for testing: Determine etiology of ncneyndramic hearing logs (NSHL) or assess carrler status
for the targeted GJBe deletioms.

Result: One copy of the pathogenic QJUké 209kb deletion was detected.

Interpretatblcon: one copy of Che GJB6 (comnexin 30) 309Kk deleblion (GIJB6-DL221830, also known as 342kKDb)
was detected. This individual is at least a carrier for nonsyndromic hearing loss. If a pathogenic
variant is alsc present in the GJB2 (connexin 26) gens, the combination may result in NSHL.

Recommendations: Medical management should rely on ¢linical findings and family history. This result
should be combined with GJB2 sequencing and deletion/duplicatbtion results (ARUP test code 2004720) for
optimal interpretation. at-risk family members should ke offered testing for the identified deleticn
{(ARUP teast code 2001954) . This individual’s redroductive partner should be offered screening for
pathogenic GIB2 and @JBé varlants. @enetlc consultation is recommended.
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Tegst Information

il:

Connexin 20 Interpretation
BACKGROUND INFORMATION: Hearing Loss, Nonsyndromic, Connexin

20 (GJBe) 2 Deletions
CHARACTERISTICS: Moderate-to-profound nonsyndromic hearing loss (NSHL) . Large GJBG
gens deletions invelving ¢is-requlatory elements for GJB2 (connexin 26) result in
the loss of expression of GJR2. Thus, compound heterczygosity for a pathegenic GJIR2
variant and GJBe large deletion results in NSHL.
INCIDENCE: 2Approximately 1 in 30 individuals with NSHL has a GJB6 deleticn; 1 in
100,000 in the general population. Twenty percent of GJBZ heterozygotes with
nensyndromic hearing less have a GJIRS deletion; homeozygosity for GJBE deletions is
rare.
INHERITANCE: Autosomal recaessive.
CRUSE: Pathogenic germline variants in GJRS.
VARIZANTS TESTED: 30%kb del (GIR6-D1331830, alsn known as 342kb) and 232kb
del (GIBR6-D1351854) .
CLINICAL SENSITIVITY: Dependent on ethnicity.
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