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87 - ETIOLOGY OF CHILDHOOD SENSORINEURAL HEARING LOSS: THE IMPACT OF
CONGENITAL CYTOMEGALOVIRUS INFECTION AND GJB2 GENE MUTATIONS

Galli C', Ambrosetti U2, Pellegrinelli L', Primache V', Bustros L', Pizzonia MG', Bubba L', Binda S’
fDe,oart.r?f:fent of Biomedical Science for Health; QDepartment of Clinical Sciences and Community Health;

University of Milan, Milan, Italy

Background: Childhood Sensorineural Hearing Loss (SNHL) is the most prevalent sensory disorder
in developed countries. The main causes of deafness are viral infections, especially congenital
Cytomegalovirus (cCMV), and genetic mutations, particularly GJB2 gene alterations. The early
identification of these two factors in newborns allows for a prompt correction of hearing damage.
Aims: To estimate the impact of cCMV infection and GJB2 gene mutations in children with SNHL.
Moreover, to describe deafness clinical aspects of children.
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Methods: Ninety-six children with SNHL were analyzed for cCMV infection and for GJB2 gene
mutations. Dried Blood Spot (DBS) specimens were used for CMV-DNA detection: CMV-DNA was
extracted by thermal shock and amplified by nested PCR (CMV DBS-test). Blood samples were
tested to investigate GJB2 gene alterations. Information regarding clinical characteristics of hearing
loss (bilateral or unilateral deafness and severity of hearing damage) were retrieved for 94/96
children.

Results: cCMV infection and GJB2 gene mutations were identified in 17% and 44% of the patients
respectively. In three cases both factors were present. 81% of CMV-positive children and 98% of
children with GJB2 mutations had a bilateral hearing impairment (p >0.05). Severe-profound hearing
loss was in 88% and 85% of babies with cCMV infection and GJB2 mutations, respectively (p >0.05).

Conclusions: cCMV infection and GJB2 mutations contribute here in more than half of SNHL.
Hearing damage seems to be mainly bilateral and severe-profound in children with cCMV and with
GJB2 mutations, but no statistically significant differences were found through these two factors.
Because hearing loss at birth can adversely affect speech and language development, as well as
social development, universal neonatal hearing screening associated with universal neonatal genetic
and cCMV screening could be a feasible solution to early detect and correct hearing impairments.
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