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Fig. 1. Both external auditory canal is mildly narrow and both tympanic membrane show central thin appearance with marginal diffuse
sclerotic plagques (A: right, B: left). Pure tone audiogram shows mild hearing loss with some air-bone gaps in both ears (C).
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Fig. 2. Neck computed tomogram with contrast enhancement shows diffuse, sclerotic, and thickened skull with contracted mastoid cavi-
ties in contrast-enhanced section (A) and bone setting (B). Electroneuronography shows that the amplitude of action potential of right
orbicularis oculi is 30.8% compared to left side and that of right orbicularis oris is 6.7% compared to left side (C).

S

Fig. 3. Brain stem magnetic resonance imaging shows pituitary hyperplasia and diffusely thickened skull and mastoid haziness in axial
contrast-enhanced T1 scan (A) and axial T2 scan (B).
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Fig. 4. Left middle ear contains partial effusion (A: right, B: left). Pure tone audiogram shows worsened hearing loss with increasing air-
bone gaps in both ears (C). Tympanogram (D) shows type As in right side (red) and C in left side (blue).
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Fig. 5. Electropherograms obtained from Sanger sequencing of the AMER1 (NM_152424 .4). Heterozygous deletion (c.867_868del)

caused frameshift and truncating mutation (arrow) (A). Metaphyseal striations were observed on radiographs of distal femora and proxi-

mal tibiae (B).
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