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Genetic and clinical analysis of a patient of bilateral temporal bone
xanthoma with familial hypercholesterolemia

ZHANG Fang-jun, HAN Yu, GAO Wei, LIANG Peng-fei, WANG Shu-juan, CHEN Yang
( Department of Otolaryngology, the Fourth Peoples Hospital of Shanxi Province, Xi’ an 710043, China)

Abstract: Objective To study low density lipoprotein receptor LDLR gene mutation in a patient suffering from
bilateral temporal bone xanthoma with familial hypercholesterolemia. Methods A rare case of bilateral temporal bone
xanthoma associated with hypercholesterolemia was reported. In this patient, osteolytic destruction occurred in mastoid air
cells, auditory ossicles and bony labyrinth. The patient received surgical treatment. LDLR gene mutation of the patient and
her family members was detected. Results The patient undergone twice subtotal temporal bone resection for the bilateral
lesions. Gene sequencing showed two missense mutations of LDLR gene in the patient and her brother, including ¢. 400T >
C (p. Cysl34Arg) and ¢.1246C >T (p. Argdl6Trp). c.400T > C and c. 1246C > T mutations occurred in her mother
and father respectively. Conclusion  Pathogenesis of this bilateral temporal bone xanthoma is compound heterozygote
familial hypercholesterolemia. Surgery is of choice for symptomatic space-occupying lesions.
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