A wt 1 MAAASSSDSDACGAESNEANSKWLDAHYDPMANIHTFSACLALADLHGDGEYKLVVGDLG 60

mut 1 MAAASSSDSDACGAESNEANSKWLDAHYDPMANIHTFSACLALADLHGDGEYKLVVGDLG
wt 61 PGGQQPRLKVLKGPLVMTESPLPALPAAAATFLMEQHEPRTPALALASGPCVYVYKNLRP 120
mut PGGQQPRLKVLKGPLVMTESPLPALPAAAATFLMEQHEPRTPALALASGPCVYVYKNLRP
wt 121 YFKFSLPQLPPNPLEQDLWNQAKEDRIDPLTLKEMLESIRETAEEPLSIQSLRFLQLELS 180
mut YFKFSLPQLPPNPLEQDLWNQAKEDRIDPLTLKEMLESIRETAEEPLSIQSLRFLQLELS
wt 181 EMEAFVNQHKSNSIKRQTVITTMTTLKKNLADEDAVSCLVLGTENKELLVLDPEAFTILA 240
mut EMEAFVNQHKSNSTKRQTVITTMTTLKKNLADEDAVSCLVLGTENKELLVLDPEAFTILA
wt 241 KMSLPSVPVFLEVSGQFDVEFRLAAACRNGNIYILRRDSKHPKYCIELSAQPVGLIRVHK 300
mut KMSLPSVPVFLEVSGQFDVEFRLAAACRNGNIYILRRDSKHPKYCIELSAQPVGLIRVHK
wt 301 VLVVGSTQDSLHGFTHKGKKLWTVQOMPAAILTMNLLEQHSRGLQAVMAGLANGEVRIYRD 360
mut VLVVGSTQDSLHGFTHKGKKLWTVOMPAATLTMNLLEQHSRGLQAVMAGLANGEVRIYRD 360
wt 361 KALLNVIHTPDAVTSLCFGRYGREDNTLIMTTRGGGLIIKILKRTAVFVEGGSEVGPPPA 420
mut 361 KALLNVIHTPDAVTSLCFGRYGREDNTLIMTTRGGGLIIKILKRTQCSMVPRLECSGVIS 420
wt 421 QAMKLNVPRKTRLYVDQTLREREAGTAMHRAFQTDLYLLRLRAARAYLQALESSLSPLST 480
mut 421 AHYNLHLPAACLGLPKCRDCSLCPAATPSGK-———————————————————————————— 451
wt 481 TAREPLKLHAVVQGLGPTFKLTLHLONTSTTRPVLGLLVCFLYNEALYSLPRAFFKVPLL 540
MUL ST T oo
wt 541 VPGLNYPLETFVESLSNKGISDIIKVLVLREGQSAPLLSAHVNMPGSEGLAAA--—-——-—— 593
MUL ST s

B

4 44 444 4 4 4 4 44 SVAF___ |4 4 4 4 2
mutated BBS71 CDS

Primer R

CGG TACGGGCGGGAGGACAACACCC TCA TCA TGACCAC TCGAGG TGG TG GCC TGA TCA TCAAGA TCC TG AAGCG TAC TCAG TGCTCAA TGG TGCCCAGGC TGGAG TG CAG TGGCGTGA TCTCGGC TCACTACAACC TACACCTCCCAGC CGCCTGCC TTGGCC TCCCAAAG TGCCGAGA TTGCAGCCTCTGCCCGGCCGCCACCCCG TCTGGGAAG TGAGGAGCGT
EN R CY'HGH R EENEDE'NT T EENNIENN T T R IGIIGINGIENNNTNNTN K EINEEN K R T HON C S EENEVE P R NN C S IGIEVENDN S A BENY CN'EENSENEEN P A A C HENGIEEN P 'K C REDEC s EHEC P A A T P s EGEK EEGH A
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CCGG TACGGGCGGGAGGACAACACCC TCA TCA TGACCAC TCGAGG TGG TGGCC TGA TCA TCAAGA TCC TGAAGCG TAC TCAG TGC TCAA TGG TGC CCAGGC TGGAG TGCAG TGGCGTGA TCTCGGC TCACTACAACC TACACCTCCCAGCCGCCTGCC TTGGCC TCCCARAG TGCCGAGA TTGCAGCCTCTGCCCGGCCGCCACCCCG TCTGGGAAG TGAGGAGCGT

hl“Aht“lll;11m“mH“Lh““h“khHhhhdll“hhn»lmnlmuhnh .m“uluhm.Lmlum.LmnmnmmdnmmnAnummnmnlunmm.,ml,lum,mmmmmnm“mmmm.“m.

CCGGTACGGGCGGGAGGACAACACCC TCATCA TGACCAC TCGAGG TGG TGGCC TGA TCA TCAAGA TCC TGAAGCG TAC TCAG TGC TCAA TGG TGC CCAGGC TGGAG TGCAG TGGCGTGA TCTCGGC TCACTACAACC TACACCTCCCAGCCGCCTGCC TTGGCC TCCCARAG TGCCGAGA TTGCAGCCTCTGCCCGGCCGCCACCCCG TCTGGGAAG TGAGGAGCGT

A A

exon boundary BBS1-SVA
junction



