multiz46way alignments
of human coding exons
(560,864 exons)

l\> single-exon coding sequences

coding exons with splice site
(556,966 exons)

genome sequences
- human, chimpanzee,

gorilla, orangutan, N computation filtering

rhesus, baboon, - human splice site is non-canonical or
marmoset, tarsier, \> derived from a repetitive element
bushbaby, lemur - data set without chimpanzee

- mouse, cow, dog - chimpanzee has the same splice site

\4

167 candidates
(84 acceptors and 83 donors)

manual inspection
\) - multiple copies in human genome
- incorrect chimpanzee sequence
- repeat-derived exon
- annotated as non-coding RNA
- only one mRNA/EST record

\4

85 human-specific splice sites
(50 acceptors and 35 donors)

l

functional analysis
- structural change

- polymorphism

- molecular function
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