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In the treatment of head and neck cancer (HNC), any delay in omit initiation worsens the overall
prognosis. Thus, the early start of HNC treatment is crucial. Unfortunately, treatment delays
persist in clinical practice. There are several possible reasons for this. One reason is that
patients with HNC do not visit an ear, nose, and throat (ENT) doctor. This is because non—ENT
doctors (e.g., general practitioners {GPs}) lack expertise in HNC and therefore may unrecognize
it. Therefore, guiding patients with suspected HNC symptoms to an otorhinolaryngologist, an
HNC specialist, is necessary. To determine the departments that patients with potential HNC
symptoms tend to select, we administered a questionnaire survey to 140 participants. Fewer
than 60% of respondents indicated they would consult an otorhinolaryngologist even when
recognizing symptoms suggestive of HNC. Notably, a significantly low percentage of respondents
mentioned they would consult an otorhinolaryngologist for neck masses. Public awareness of
HNC symptoms, especially the association between a neck mass and HNGC, is limited. The lack
of understanding by the general public regarding the relationship between neck masses and HNC

is a challenge to prompt initiation of treatment.
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Proto—oncogene mutations in middle ear cholesteatoma contribute to its pathogenesis (FFH
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BMC Med Genomics 16, 288 (2023)
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Background: Chronic inflammation causes bone destruction in middle ear cholesteatomas
(MECs). However, the causes of their neoplastic features remain unknown. The present study
demonstrated for the first time that neoplastic features of MEC are based on proto—oncogene
mutations. Results: DNA was extracted from MEC and blood samples of five patients to detect
somatic mutations using depth—depth exome sequencing. Exons with somatic variants were
analyzed using an additional 17 MEC/blood test pairs. Variants detected in MECs but not in
blood were considered pathogenic variant candidates. We analyzed the correlation between
proto—oncogene (NOTCH1 and MYC) variants and the presence of bone destruction and
granulation tissue formation. MYC and NOTCH1 variants were detected in two and five of the
22 samples, respectively. Two of the NOTCH1 variants were located in its specific functional
domain, one was truncating and the other was a splice donor site variant. Mutations of the two
genes in attic cholesteatomas (n = 14) were significantly related with bone destruction (p =
0.0148) but not with granulation tissue formation (p = 0.399). Conclusions: This is the first study
to demonstrate a relationship between neoplastic features of MEC and proto—oncogene

mutations.





