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Conservation of Ancient Hominin AHR 5’-UTR 185G Variant within Primates
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Fig. SI6.1. Using the UCSC Genome Browser the AHR mRNA exon 1 sequence around the 185A/G variant site (pink
highlighting) from the modern human reference genome (assembly GRCh37/hg19; upper track) was aligned with the variants
(VCF-format) observed in the genome of an ancient anatomically modern human (45 kya) found at Ust’-Ishim in Siberia (Fu et
al. 2014) (second track), documenting that this individual is heterozygous (A/G) at position 185 (numbering of human AHR
reference transcript; Ensembl ID: ENST00000242057.8). The third track demonstrates that the sequence shown is part of the
RefSeq human AHR mRNA sequence NM_001621.4. The fourth track shows that the 185A/G variation is known in present-day
humans as reference single nucleotide polymorphism (SNP) rs7796976 in dbSNP. The three tracks below show the alignment
of the sequence reads obtained from the Altai-Neanderthal (Prifer et al. 2014), Vindija-Neanderthal (Prifer et al. 2017) and
Denisovan (Meyer et al. 2012) genome, respectively, comprising only 185G reads. The bottom track displays the primate
section of the “Multiz Alignments of 100 Vertebrates” available in the UCSC Genome Browser, showing that the 185G variant is
highly conserved within primates, and the 185A variant is a newly derived allele, unique for the modern human lineage. The
185A allele frequency in the present-day human population is 21% (dbSNP, build 153, rs7796976, TopMed data set).
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