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Abstract Objective: To explore the genetic cause of a Chinese autosomal dominant nonsyndromic hearing loss
family and investigate the clinical features and molecular genetic characteristics of this family. Method: Detailed
medical history and systematic audiology tests were carried out in the family members, and they were subjected to
comprehensive genetic analyses using massively parallel sequencing, which targeted 139 known deafness genes and
6 mitochondrial DNA mutations associated with hearing loss. Result: This family’s hearing loss was consistent
with autosomal dominant nonsyndromic hearing loss. The affected family members appeared to have developed a
high-frequency hearing loss with the onset of twenties. We identified a heterozygous missense mutation, c. 418A
>G/p. Thr140Ala in the CEACAMI6 gene, segregating with the deafness in this family. Conclusion: In this
study, we identified a new mutation of CEACAMI16 gene, which was the second mutation identified in Chinese
hearing loss population. It has enriched the mutation spectrum of this gene.
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Abstract Objective: To analyze the correlation of the degree of affective disorder and brain function changes
by comparing the differences of resting-state functional Magnetic Resonance Imaging (rs-{MRI) between healthy
volunteers without tinnitus and patients with tinnitus. Method: A analysis of 19 patients with tinnitus and 15
healthy volunteers without tinnitus. The patients were divided into mild group and severe group according to tinni-
tus handicap inventory(THI). Rs-fMRI was collected and the regional homogeneity(ReHo) analysis, amplitude of
low-frequency fluctuation(ALFF) analysis, and fractional amplitude of low frequency fluctuation(fALFF) analysis
of rs-IMRI were performed by DPABI software. Two-sample t-test of the ReHo value, ALFF value and {ALFF
value between the mild group and the control group, the severe group and the control group, were performed re-
spectively. Result: The {ALFF value of the left occipital gyrus in the mild group was higher than that in the con-
trol group, the difference was statistically significant(P<C0. 05), but there is no statistically significant difference
of ALFF value and ReHo value between two groups. The ALFF value of the middle temporal gyrus(left) , superi-
or frontal gyrus(right), inferior frontal gyrus pars triangularis(left) and caudate nucleus(left) in the severe group
were higher than those of the control group. But there was no significant difference in the fALFF value and the
ReHo value. Conclusion: Different severity of affective disorder in patients with tinnitus have different areas of
brain function abnormalities. Mild group was detected by fALFF analysis and the active brain area was the left
middle occipital region. Severe group was detected by ALFF analysis. The active brain regions were left middle

'RERF W R P E R SR A GDT KE,116001)

L AR E T B i A
BAEME A . £ &% E-mail: waqwlzwl@sohu. com

[8] Booth KT, Kahrizi K, Najmabadi H, et al. Old gene, for loss-of-function mutations in the CEACAMI16 gene
new phenotype: splice-altering variants in CEACAMI16 causing nonsyndromic autosomal recessive hearing
cause recessive non-syndromic hearing impairment[ ] ]. J loss in humans[J]. ] Hum Genet,2019,64(3) ;257 —
Med Genet,2018,55(8) :555—560. 260.

[9] Dias A, Lezirovitz K, Nicastro FS,et al. Further evidence () #5 8 #9:2020-03-12)



