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Allele specific gene expression datasets CRISPR deletion of a putative enhancer
e Chen et.al. 2016 pMEI leads to reduced RPL17 expression i :
e Zhou et.al. 2019 (Figure 5) ENCODE candidate cis-regulatory elements
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Genes with proximal pMEI are pMEI overlap with regulatory elements

enriched with ASE (Supp Table 6) e 105 pMEI overlap with promoter or
enhancer like regions (Supp Table 4)

19 WGS datasets (Supp Table 1) K ) Complete list of TE coordinates from RepeatMasker
e discard polymorphic indels that are e no more than 20% overlap of the TE to any of five
insertions relative to the reference (generally other primate genomes (PanTro5, GorGor3, PonAbe2,

NomLeu3 & RheMac8)
e discard TEs completely contained within tandem
repeats

no underlying sequences available)
e discard indels < 50bp
e resolve overlapping indels (>90% overlap)
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1,940 putative pMEI
(Supp Table 4)

111,509 polymorphic indels —} Statistical test for RMSs ‘_ iﬂﬁfa'f#ii?eas"(sﬁﬁ?if;i IeT:»F)
RMS overlap with germline l
fnd871oomat|c p:\_IIEI (Egble D DNasel hypersensitive sites
- Tgebr;rllol:e to ,I-\,Slagse h 20 statistically significant RMS from 125 cell lines (ENCODE)
2 e (Table 1) e computational gkmSVM model

e 13/17 TE subfamilies

mobilized in tumours belong trained on the data
to RMS I

RMSs enriched in open chromatin
(Figure 4)

e largest predicted hypersensitive
farction exceeded 15% for 13/20 RMS
e largest predicted hypersensitive
farction exceeded 15% for 1/224
ancient TE subfamilies

Glossary of important terms:

repetitive regions regions of the genome where the underlying DNA sequence is repeated in multiple locations.
TE are a subset of repetitive regions. Other examples include satellite and ribosomal DNA as well

as segmental duplications

TE = transposable elements, DNA sequences that have the ability to move (transpose) to new locations
in the genome

RMS = recently mobile subfamilies, TE subfamilies that have been mobile in extant human populations
pMEI = polymorphic mobile element insertion, a TE insertion that is polymorphic within human populations
and has (a) no primate orthologues and (b) matching boundaries (>90% mutual overlap) with at

least one polymorphic indel

indel = a genetic mutation caused by the insertion or deletion of a segment of DNA



