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Identification for susceptibility genes of mandibular pragmatism from the
results of next-generation sequencing
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To explore variants related to mandibular prognathism, we undertook
whole-exome sequencing in a Japanese pedigree. The pedigree was ascertained as mandibular
prognathism. Four affected individuals across 2 generations and 5 unaffected individuals were chosen

for whole-exome sequencing. Five non-synonymous single-nucleotide variants (SNVs) were detected in
all 4 affected individuals, but in none of the 5 unaffected individuals. A non-synonymous SNV of the

BEST3 gene, Chr12(GRCh37):g.70048878G > T, NM_032735.2:c.1816C > A, p.(L6061), was identified as
rare missense variant. BEST3 is located on chromosome 1215 and encodes bestrophin 3 from the
bestrophin family of anion channels. The 4 other non-synonymous SNVs of UBASH3B, OR6M1, OR8D4, and
OR8B4 were not considered plausible candidates for mandibular prognathism. Our whole-exome

sequencing implicates a rare non-synonymous SNV of BEST3 as a candidate for mandibular prognathism
in the Japanese pedigree.
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[Homo sapiens] 586 FLKRWSLPGFLGSSHTSLGNLSFPDPMSSQPALLI-DTETSSEISGINIVA
[Macaca_mulatta] 572 FLKRWSFPGFLESSHTSLGNLSPDPMSSQPALLI-DTETSSEVSGINIVA
[Mus_musculus] 576 FPKRWSLPEFLESRHTSLGNL{GPDPVSPRDALLLPDTETPSETNGIEPGA
[Phascolarctos cinereus] 583 YQKRWSLPRFLESSQTSLSGLEPEPAALETILLL-DTETSSQSSGINFVA
[Loxodonta africana] 590 FLKKWSPPECLESNHTSLAGLNLDPPSPEPTLLL-DTETSPETGGINIVP
[Nothobranchius furzeri] 453 RGRQFSLQFSRQTSKASVRYLPSPNALGRRRKALGRHQSRRSPS---PTP
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