Sanger sequencing results

Case 1. ¢.1619 1622dup (p.(Tyr541Ter))

Ala Gin Cye Tyr Asn Arg Ala Arg
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Case 2. c.1160del (p.(Gly387AlafsTer25))
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Case 3. c.2122 2125del (p.(GIn708ValfsTer34))
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Case 4. c.1976G>A (p.(Trp659Ter))

Sar Gin Gly Tre Glu Gly Ala Tyr
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Case 6. c.1395+1G>A

Ala Ser Cys Arg
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Case 8 and Case 9. c.1348+1G>A

Ken Cys Asp le Aen
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Case 11. c.2806T>G p.Cys936Gly
Gly Val Gly Glu Cys Arg Sar Ser
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Case 13. ¢.3168_3169del (p.(Argl056SerfsTer52))
Ala Glu Val Arg Val Gin Arg Arg
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Case 15. c.695-2A>G
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Case 17. c.164dup (p.(Cys55TrpfsTerl8))

Gly Asn Cys Cye Gly Gly Ala Arg
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18. c.439+1G>A

Asn Asp Thr Arg Gin
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