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PATIENT 3: REPEATED SEQUENCES AT THE DUPLICATION JUNCTION
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RM: RepeatMasker
RF: Reference Sequence




PATIENT 3: GENOMIC SEQUENCE AT THE DUPLICATION JUNCTION
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TTGCAGTGAGCCCAGATGGECGLCAC TG ACTAGATATAGATATCTAT AT CTATATATAGATAGCTAGATATATC TATATC TATATCTATATATAGATAGC TAGATATAGATATAGATGTAGATATAGATATAGATACATAGGTTTTTGTTTITGTTT GTTGTTG
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AAATTAGCCCGECGT GGT GECAGGECACCT GTAGT CCCAGCTACT TGCGAGGCTGAGGCAG

8: 141462486 |
GAGAAT GGCATGAACCAGGGAGGECAGAGCT TGCAGT GAGCCCAGAT GGECGECCACTGCACT

AGATATAGATATCTATATCTATATATAGATAGCTAGATATATCTATATCTATATCTATATA
— 61-bp insertion -

TAGATAGCTAGATATAGATATAGATGTAGATATAGATATAGATACATAGGTTTTTGITTT

1 8:141343433

GITTGITGITGI TGT TGAGACGGAGIT CTCACTCTTGTI CGCCCAGECT GGAGT GCAATGGT




PATIENT 3: TRAPPC9 DUPLICATION cDNA SEQUENCE
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TEGETGGTCC T A G CACAC TG CAT G TAGTCAGG GAC GE TCAT TT TGAAGTCCCCTGATCC GACAAGAAGTCCAGCATGG TCTOTAG AAGGAAGGACAGGTGTCTG
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< Exon 2 AGTGGIGCCTGTAGCCGAT GT AGAGGACT CECT GGGAGT CCCGCACGCTGA
TCTGACTCACAGAGCAAATCCTCTTATAGATCCT GAAGAAGT TCTCCTCGGAGACGATGC
CCACAGGCTCGGACCACCACGAGCAGCCGT CTGGT GGTCCTCAGCACACT GCATGTAGI CAG
GGACCCTCATTTTGAAGI CC_CCTGATCCGACAAGAAGT CCAGCATGGTCTGTAGAAGGA
AGGACAGGT GT CTGACAGAGAGGGECAGGEGT TCCCCATCCT TCCGCGAGGCGTAGACCAATT

CATGGAGCAAACGCATCTGG € Exon 9 (310 bp)




cDNA PRIMERS SEQUENCES LOCATION (hg19) m

TRAPPCO_ex2_F1 AGTGGTGCCTGTAGCGGATG  8:141461292-141461310

TRAPPC9_ex9 _R1 CCAGATGCGTTTGCTCCATG 8:141370248-141370267 9



