
Supplemental material S1. 
 

A) FASTA FORMAT OF THE HUMAN EDA mRNA REFERENCE SEQUENCE AND REFERENCE 

NUCLEOTIDE CDS (CODING SEQUENCE). NOTE: THE COLOR CODE HIGHLIGHTS THE 8 

CONSENSUS EXON SEQUENCES DERIVING FROM ALIGNMENT OF THE OUTPUT 

ELECTROPHEROGRAMS FROM CONTROL AND SS PATIENTS 1 AND 2 GENOMIC SEQUENCING. 

THE ATG INITIATION CODON AND THE TAG TERMINATION CODON ARE REPORTED IN EXONS 

1 AND 8. EXON 8 SEQUENCING REVERSE PRIMER (rev) COVERS THE EXONIC REGION 

COMPRISING THE TAG TERMINATION CODON; THE REMAINING UNSEQUENCED REGION OF 

EXON 8 IS INDICATED AS EXON 8 3’ UTR. 

 

>gi|54112099|ref|NM_001399.4| Homo sapiens ectodysplasin A (EDA), 

transcript variant 1, mRNA 

 

ATTCCCTCGGCGGGCCGAGCCTCCCCTCTCTCCCGCCCCTCCTCCTCCCTTTCCCACCCCTCGGAGTAGA 

GCTGCACATGCGGCTGCTCCCTGCTCCGTCCCGCCCAGCCACTGTCGCGCAGGAACGGGTCCCTGCAGCC 

CCCAGCCGATGGCAGGACAGTAGCCGCCTGTCAGAGGTCGTGAACGGCTGAGGCAGACGCAGCGGCTCCC 

GGGCCTCAAGAGAGTGGGTGTCTCCGGAGGCCATGGGCTACCCGGAGGTGGAGCGCAGGGAACTCCTGCC 

TGCAGCAGCGCCGCGGGAGCGAGGGAGCCAGGGCTGCGGGTGTGGCGGGGCCCCTGCCCGGGCGGGCGAA exon 1 

GGGAACAGCTGCCTGCTCTTCCTGGGTTTCTTTGGCCTCTCGCTGGCCCTCCACCTGCTGACGTTGTGCT 

GCTACCTAGAGTTGCGCTCGGAGTTGCGGCGGGAACGTGGAGCCGAGTCCCGCCTTGGCGGCTCGGGCAC 

CCCTGGCACCTCTGGCACCCTAAGCAGCCTCGGTGGCCTCGACCCTGACAGCCCCATCACCAGTCACCTT 

GGGCAGCCGTCACCTAAGCAGCAGCCATTGGAACCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACG 

GGCACCAGATGGCCCTATTGAATTTCTTCTTCCCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCG exon 2 

TGTTCGCCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCAGATGGCCCAGTTAAAAACAAGAAAAAGGGA exon 3 

AAGAAAGCAGGACCTCCTGGACCCAATGGCCCTCCAGGACCCCCAGGACCTCCAGGACCCCAGGGACCCC 

CAGGAATTCCAGGGATTCCTGGAATTCCAGGAACAACTGTTATGGGACCACCTGGTCCTCCAGGTCCTCC exon 4 

TGGTCCTCAAGGACCCCCTGGCCTCCAGGGACCTTCTGGTGCTGCTGATAAAGCTGGAACTCGAGAAAAC exon 5 

CAGCCAGCTGTGGTGCATCTACAGGGCCAAGGGTCAGCAATTCAAGTCAAGAATGATCTTTCAGGTGGAG exon 6 

TGCTCAATGACTGGTCTCGCATCACTATGAACCCCAAGGTGTTTAAGCTACATCCCCGCAGCGGGGAGCT exon 7 

GGAGGTACTGGTGGACGGCACCTACTTCATCTATAGTCAGGTAGAAGTATACTACATCAACTTCACTGAC 

TTTGCCAGCTATGAGGTGGTGGTGGATGAGAAGCCCTTCCTGCAGTGCACACGCAGCATCGAGACGGGCA 

AGACCAACTACAACACTTGCTATACCGCAGGCGTCTGCCTCCTCAAGGCCCGGCAGAAGATCGCCGTCAA 

GATGGTGCACGCTGACATCTCCATCAACATGAGCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGT exon 8 

GAAGCCCCTGCATCCTAGATTCCCCCCATTTTGCCTCTGTCCGTGCCCCTTCCCTGGGTTTGGGAGCCAG SEQ. 

GACTCCCAGAACCTCTAAGTGCTGCTGTGGAGTGAGGTGTATTGGTGTTGCAGCCGCAGAGAAATGCCCC rev 

AGTGTTATTTATTCCCCAGTGACTCCAGGGTGACAAGGCCTGCTTGACTTTCCAGAATGACCTTGAGTTA 

ACAGGACAGTTGATGGAGCCCCAGGGTTTACATGAAGCAGAACCTTCTTTGGTTCCATGTTGACTGACTT 

ATGGCATGACTCTTCAACCCCGAGGTCCCTGTTGTCAGATCTATTGTTTGTTGCACTAAAATGAGGATCC 

AGGGCAGCAGGCCAGAGAAAGCAAAGGTGCACTCCAGACTCTGGGGGTGGACATCTGACCCCAAGGGGGC exon 8 

TGCTGCTCCTCTCTTGGGTAGGGTAGTGGCTGGGGTGGAGTGGGAAGGGAGCATTGCAGCCTAAGAAGAA 3’UTR 

GGCCAGAGAGGGAAAAGGCAGGTGCTTTTGGCAGAGACCATAAGAGAAACCTGCCAAGGAGCATCCTTGG 

CAGTGGGAATGTTCTTTCTGCTCTATACTGTGGCCTGCAGGAGGGTTGGAGTGCTCTTCCCACTCCAGCT 

GACAGCCACACCGTGGCAGCTTGCTGGGCTTTGGGAAGTTTGCTGTGCTTTGGAACAATCACAGGGAATG  

GCCACAAACCTGCCCGCCTAAGACCCTGAATCCGTACTTGGGTCACATGACTCTCATTTTATTTACAGCT  

GTGCTCCACACTCAGAAAATTCCCTGGGGTCACCTTCTAGTTGCCCCCATTCCCAGCCTGACTAGAACTC 

CTGTCTTCTTTCTCCATGGAGCCTACCTCTGTCTGAGACAGGTGCCTAACCTGGGACCTGTGGTCATGTG 

AGTCTGGGATATTCTTTAGCTTACCTGGGCACAAACAGAATTTTCCATTTATTAAGCAGTACAAATGTTT 

TTCATCCATTCCTAATCAAATTCTGTCTGGGGACGAAGGGTTGGACGGGATGACCTCCAGAAGTCCCTTC 

AATTTCTAGTACCTGTGACTCTTAGCCCTCACCACAGCCTTCTAAATTCCCAAATCCTAGACTGCTCCTG 

GGCATTAGCAAGGCAGAGCCTTTTTACCTGGCCTAGAAAGGGCAAGGGGTGAGGATAGGACAGAGGGATT 

TTGTTCAAGTTTGCTGCAACCCAAGTGGACGTTAGGCCAGGCCTTATCTGAAAGGCCAGCAGCTGATGCT 

GTACTAACCCAGTCTTTCTTCACTCTGGCTTCAAAAAGCCACAGCAGAGCATTGTCACCGCAGGTGCTCA 

TGCTGCTCCCCTAAAGCCAGGCTCAGGAGAAGCCAGTGTCTAGGCACTGAGCAGGGATCTGCCCCCTAGT 

TCAGGTCCAAATTCACCTTCCCCTAAACCCCAAGCTTCCCAACAGATCATATGGTAGGACCCTCGAGAGC 

CTTACTTCAAAGTGCCTGGGCTCAGCCTGGTTTCTGGGTGCTAGATCCAGCCCAAACCTGGGAAGGCCAG 

CCTTGTACAGTCTGCTCCTCTTGTTCCTGAAATGTGTTTCCTTTTCAGGAGATGGGGAATAATTTCCTTC 

AGGCAGCTGAAATTCACCAAGAACAGCGGGTACTTATTTCTCAGCTGTGCCTTCCCTTTCTAAGCAACCA 

CACTGCTTGGCCCTTCAAGGGTCAGGGTGAGACGTGATGGGCTAGGCCTCCGTTGTCTGGTTGCTAATGA 

CAGCCTTGCAACCCAAGGTGAGGTGAACTCCAGGCATGTGTCTGGCCCTAACTCCTATAAAGTGCCTCGG 

ACAGTCCGCAGTTGTAGCAGAAACCAACAAGAACCACTCCTTCATGTTTGGAAAATAATTTCTCTTGTAT 

TATCTCCTTTGAAGAAGGCAAGGCTGATAATATGACAAACATCATTGTTTAGATGAGGCTCAGAGAGGTA 

GCACTCTCAGAGTGTTTTGACCAGTTTAAGCCGCAGACCTGGAGCTTCAGCCAGGTCTGACTCCAAAGCT 

GTTCCATTACACCACAGCATTGTGTGGAATTTGAGGTCTAGAGAGAACCAATAAAAGTGGTAATTGGGAA 

CTGAAATCCTTGAGAGTTCCGGGGAGAAACCCAGAGATGCCTGATTTCATTCCTCGATGGTAATACCCGT 

CCTCTCGGCTGCCAGGGGCTCTGTGGCAAAAAGAGTCAGACATTTCTTTGGAAAACAGCGAACAGCCTTA 

GAGCTCTTGTGTTCAGAAGAATCTTCCTGGCACAATGTTGGAGCAGCAGGCCTCTGGGACCCACAGAACT 

TGTGGCCTTTATGTTCTTTCACCCATCCTAGGAACCAGCCAACCATCATGTGTAGAGCCCCTACTGTGGG 

CAAAGTCCTCCTTTCATTACCCTACAGACAGCTTACAGGAGCCAGCCTGCTTCCCACAACTACTAGTGTG 

ACTCCTTATCTCTTTCCACCATACCTTAGAGACTTTGATACTACCAGGGTCTCTCAGGGATGGAGGGAAG 

ACCTGAAAGAGAGGACTGGTTCTGAGGCCAGAAAGGTGTGAGGAGAGAGGAGGAAAAGTCTTCCTAATTG 

TGCCCCTAAAGAGCATCCTGATACCATTCTATTCTCCAGACATGGAGGGGATGATAAAGGAAATAGGATC 

TCCACTGGACCCTTGATTCATTCTGAACCCTCCAAAGGAACTCTAGAGGGCGAGGGATGATGAGGGAAGC 

AATAGGTAGCTGGGGAGCCCTATTGCTGCTAAGTCATTGGCAAAGTGACAAAGCAATTTACTGATGAGAG 

AATGTGGAAATAGATGTGCAGTTTGGAATTATGTTGGTGTGAATTTGCCAGAGGACCAATGCTTGCATGG 

AGAATGGGACGAGGACATTTGTGGGCAAGCAGATGACAGAGGTTTGAAGGAGAATGGCATGGCAGGAGTC 

TCTGCCAGTTACTTGGGCTTCAACAGCCAAGCTGGCACAAAAGACAGCTGGCGGAGGCTGCTCGGCTACT 

GGTTACCTGGAGAAGTAGTATTTGCCTATTTCCCCCTTCATCCATCCTGAGCCAAATTTCTTTTGCTGAA 

CAGGAAAGAGCTAGGAACCCTGGAGGTAAACAAAGACTTTGATCCATGTATGAGTGTATGTGTTTATGTA 

ACTTCCTGTGGATGCAAATAGATTCAGAGAAATTTAGAGCTAAAAAGGCCCTTAGAGGGAATCTAGCCCA 

ACCTACATTCCACCCTGTTACTTATGTAGAAACTGAGGCCCAGAGAGGGAAGATGACCTGCCCCAAGTGG 

TGAGCAAGCACCAACCTCCAGACTCAGCAGAGTGAGGGGGTAAAGCAGTTCCTGTCCCACATGGCCATCT 

TCTTTCTTCCACCCACAAACTCCAGGCTGGAAGTACTTGGCCCCCTTCAGGAGCCTGGCCAGGCAGGGAG 

AGAGTAGCTGCAGCCTTCATCAGAACTCTTCCTCCTCCCAAGGCATTCTCCCAGCTCTAGCCTCTGGACT 

GGAAAGCACAAGACTGGCCCAGTGCCAGCAAGTCCTTAGGCTACTGTAATGCTGCCTCAGGACCCATCCC 

TGCCTGGAGGCTCCTCTAGGCCCTGTGAGCACAAAGAAGAAAGCTGATTTTTGTCTTTTAATCCATTTCA 

GGACTCTCTCCAGGAGGGCTCGGGGTGTGTCATTTCTATATTCCTCCAGCTGGGATTGGGGGGTGGGCTT 

TGTTGTGAGAATGGCCTGGAGCAGGCCCAATGCTGCTTTTGGGGGTCAGCATCCAGTGTGAGATACTGTG 

TATATAAACTATATATAATGTATATAAACTGGGATGTAAGTTTGTGTAAATTAATGGTTTATTCTTTGCA 

AATAAAACGCTTTCCCCGTCTGTTCTTGAAAAAAAAAAAAAAAAAA 

 

 

Reference CDS Nucleotide Sequence (1176 nt from ATG to STOP codon) 

 

ATGGGCTACCCGGAGGTGGAGCGCAGGGAACTCCTGCCTGCAGCAGCGCCGCGGGAGCGAGGGAGCCAGG 

GCTGCGGGTGTGGCGGGGCCCCTGCCCGGGCGGGCGAAGGGAACAGCTGCCTGCTCTTCCTGGGTTTCTT 

TGGCCTCTCGCTGGCCCTCCACCTGCTGACGTTGTGCTGCTACCTAGAGTTGCGCTCGGAGTTGCGGCGG 

GAACGTGGAGCCGAGTCCCGCCTTGGCGGCTCGGGCACCCCTGGCACCTCTGGCACCCTAAGCAGCCTCG 

GTGGCCTCGACCCTGACAGCCCCATCACCAGTCACCTTGGGCAGCCGTCACCTAAGCAGCAGCCATTGGA 

ACCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGATGGCCCTATTGAATTTCTTCTTC 

CCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCGTGTTCGCCGCAATAAAAGAAGCAAAAGCAATG 

AAGGAGCAGATGGCCCAGTTAAAAACAAGAAAAAGGGAAAGAAAGCAGGACCTCCTGGACCCAATGGCCC 

TCCAGGACCCCCAGGACCTCCAGGACCCCAGGGACCCCCAGGAATTCCAGGGATTCCTGGAATTCCAGGA 

ACAACTGTTATGGGACCACCTGGTCCTCCAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTCCAGGGAC 

CTTCTGGTGCTGCTGATAAAGCTGGAACTCGAGAAAACCAGCCAGCTGTGGTGCATCTACAGGGCCAAGG 

GTCAGCAATTCAAGTCAAGAATGATCTTTCAGGTGGAGTGCTCAATGACTGGTCTCGCATCACTATGAAC 

CCCAAGGTGTTTAAGCTACATCCCCGCAGCGGGGAGCTGGAGGTACTGGTGGACGGCACCTACTTCATCT 

ATAGTCAGGTAGAAGTATACTACATCAACTTCACTGACTTTGCCAGCTATGAGGTGGTGGTGGATGAGAA 

GCCCTTCCTGCAGTGCACACGCAGCATCGAGACGGGCAAGACCAACTACAACACTTGCTATACCGCAGGC 

GTCTGCCTCCTCAAGGCCCGGCAGAAGATCGCCGTCAAGATGGTGCACGCTGACATCTCCATCAACATGA 

GCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGTGAAGCCCCTGCATCCTAG 

  



B) ALIGNMENTS. NOTE: ALIGNMENTS OF EDITED ELECTROPHEROGRAMS ARE REPORTED TO 

SHOW COMPLETE SEQUENCING OF EXON REGIONS. FOR BREVITY, FORWARD SEQUENCING 

ALIGNMENT IS REPORTED IN GRAPH TO DISPLAY 100% NUCLEOTIDE IDENTITY OF EXON 

SEQUENCES EXEPT THE EXON 1 DOWN-STREAM REGION, FOR WHICH REVERSE SEQUENCING 

ALIGNMENT IS SHOWN FOR DISPLAYING RESOLVED ALIGNMENT OF TWO SINGLE 

NUCLEOTIDES (POINTED OUT IN RED). FOR EACH EXON, ALIGNMENT OF THE REFERENCE 

mRNA (NM_001399.4) NUCLEOTIDE SEQUENCE VERSUS THE CONSENSUS SEQUENCE 

(CONTIG) DERIVING FROM THE SIX ELECTROPHEROGRAMS (FORWARD AND REVERSE 

SEQUENCING FOR EACH OF THE THREE gDNA SAMPLES ANALYSED), PROCESSED BY THE 

CAP3 IN SILICO PROGRAM SUITE, IS REPORTED. EXON-INTRON BOUNDARIES (EXON-EXON 

BOUNDARIES ON NM_001399.4) AND CANONICAL SPLICE SITES (GT/AG DONOR/ACCEPTOR, 

GREEN/BLUE RESPECTIVELY) ARE INDICATED. 

 

 

Multiple sequence alignment of exon 1 electropherograms – forward 

sequencing 

 

 

ctrl_ex1_for         ------------------------------------------------------------ 

pat1_ex1_for         ------------------------------------------------------------ 

pat2_ex1_for         ------------------------------------------------------------ 

                                    Exon 1 → 

ctrl_ex1_for         -----CTCCTCCTTCATTCCCTCGGCGGGCCGAGCCTCCCCTCTCTCCCGCCCCTCCTCC 236 

pat1_ex1_for         -----CTCCTCCTTCATTCCCTCGGCGGGCCGAGCCTCCCCTCTCTCCCGCCCCTCCTCC 240 

pat2_ex1_for         -----CTCCTCCTTCATTCCCTCGGCGGGCCGAGCCTCCCCTCTCTCCCGCCCCTCCTCC 236 

                     ************************************************************ 

 

ctrl_ex1_for         TCCCTTTCCCACCCCTCGGAGTAGAGCTGCACATGCGGCTGCTCCCTGCTCCGTCCCGCC 296 

pat1_ex1_for         TCCCTTTCCCACCCCTCGGAGTAGAGCTGCACATGCGGCTGCTCCCTGCTCCGTCCCGCC 300 

pat2_ex1_for         TCCCTTTCCCACCCCTCGGAGTAGAGCTGCACATGCGGCTGCTCCCTGCTCCGTCCCGCC 296 

                     ************************************************************ 

 

ctrl_ex1_for         CAGCCACTGTCGCGCAGGAACGGGTCCCTGCAGCCCCCAGCCGATGGCAGGACAGTAGCC 356 

pat1_ex1_for         CAGCCACTGTCGCGCAGGAACGGGTCCCTGCAGCCCCCAGCCGATGGCAGGACAGTAGCC 360 

pat2_ex1_for         CAGCCACTGTCGCGCAGGAACGGGTCCCTGCAGCCCCCAGCCGATGGCAGGACAGTAGCC 356 

                     ************************************************************ 

 

ctrl_ex1_for         GCCTGTCAGAGGTCGTGAACGGCTGAGGCAGACGCAGCGGCTCCCGGGCCTCAAGAGAGT 416 

pat1_ex1_for         GCCTGTCAGAGGTCGTGAACGGCTGAGGCAGACGCAGCGGCTCCCGGGCCTCAAGAGAGT 420 

pat2_ex1_for         GCCTGTCAGAGGTCGTGAACGGCTGAGGCAGACGCAGCGGCTCCCGGGCCTCAAGAGAGT 416 

                     ************************************************************ 

 

ctrl_ex1_for         GGGTGTCTCCGGAGGCCATGGGCTACCCGGAGGTGGAGCGCAGGGAACTCCTGCCTGCAG 476 

pat1_ex1_for         GGGTGTCTCCGGAGGCCATGGGCTACCCGGAGGTGGAGCGCAGGGAACTCCTGCCTGCAG 480 

pat2_ex1_for         GGGTGTCTCCGGAGGCCATGGGCTACCCGGAGGTGGAGCGCAGGGAACTCCTGCCTGCAG 476 

                     ************************************************************ 

 

ctrl_ex1_for         CAGCGCCGCGGGAGCGAGGGAGCCAGGGCTGCGGGTGTGGCGGGGCCCCTGCCCGGGCGG 536 

pat1_ex1_for         CAGCGCCGCGGGAGCGAGGGAGCCAGGGCTGCGGGTGTGGCGGGGCCCCTGCCCGGGCGG 540 

pat2_ex1_for         CAGCGCCGCGGGAGCGAGGGAGCCAGGGCTGCGGGTGTGGCGGGGCCCCTGCCCGGGCGG 536 

                     ************************************************************ 

 

ctrl_ex1_for         GCGAAGGGAACAGCTGCCTGCTCTTCCTGGGTTTCTTTGGCCTCTCGCTGGCCCTCCACC 596 

pat1_ex1_for         GCGAAGGGAACAGCTGCCTGCTCTTCCTGGGTTTCTTTGGCCTCTCGCTGGCCCTCCACC 600 

pat2_ex1_for         GCGAAGGGAACAGCTGCCTGCTCTTCCTGGGTTTCTTTGGCCTCTCGCTGGCCCTCCACC 596 

                     ************************************************************ 

 

ctrl_ex1_for         TGCTGACGTTGTGCTGCTACCTAGAGTTGCGCTCGGAGTTGCGGCGGGAACGTGGAGCCG 656 

pat1_ex1_for         TGCTGACGTTGTGCTGCTACCTAGAGTTGCGCTCGGAGTTGCGGCGGGAACGTGGAGCCG 660 

pat2_ex1_for         TGCTGACGTTGTGCTGCTACCTAGAGTTGCGCTCGGAGTTGCGGCGGGAACGTGGAGCCG 656 

                     ************************************************************ 

 

ctrl_ex1_for         AGTCCCGCCTTGGCGGCTCGGGCACCCCTGGCACCTCTGGCACCCTAAGCAGCCTCGGTG 716 

pat1_ex1_for         AGTCCCGCCTTGGCGGCTCGGGCACCCCTGGCACCTCTGGCACCCTAAGCAGCCTCGGTG 720 

pat2_ex1_for         AGTCCCGCCTTGGCGGCTCGGGCACCCCTGGCACCTCTGGCACCCTAAGCAGCCTCGGTG 716 

                     ************************************************************ 

 

ctrl_ex1_for         GCCTCGACCCTGACAGCCCCATCACCAGTCACCTTGGGCAGCCGTCACCTAAGCAGCAGC 776 

pat1_ex1_for         GCCTCGACCCTGACAGCCCCATCACCAGTCACCTTGGGCAGCCGTCACCTAAGCAGCAGC 780 

pat2_ex1_for         GCCTCGACCCTGACAGCCCCATCACCAGTCACCTTGGGCAGCCGTCACCTAAGCAGCAGC 776 

                     ************************************************************ 

   Intron 1 → 

ctrl_ex1_for         CATTGGAACCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGGTGAGTC 836 

pat1_ex1_for         CATTGGAACCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGGTGAGTC 840 

pat2_ex1_for         CATTGGAACCGGGAGAAGCCGCACTCCACTCTGACTCCCAcGACGGGCACCAG-TGAGTC 835 

                     **************************************** ************ ****** 

ctrl_ex1_for         ------------------------------------------------------------ 

pat1_ex1_for         ------------------------------------------------------------ 

pat2_ex1_for         ------------------------------------------------------------ 

 

 

Multiple sequence alignment of exon 1 electropherograms – 

3’ end reverse sequencing  

 

 

ctrl_ex1_rev         ------------------------------------------------------------ 

pat1_ex1_rev         ------------------------------------------------------------ 

pat2_ex1_rev         ------------------------------------------------------------ 

           Intron 1 → 

pat1_ex1_rev         --------CCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGGTGAGTC 879 

pat2_ex1_rev         --------CCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGGTGAGTC 854 

ctrl_ex1_rev         --------CCGGGAGAAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGGTGAGTC 868 

                     ************************************************************ 

ctrl_ex1_rev         ------------------------------------------------------------ 

pat1_ex1_rev         ------------------------------------------------------------ 

pat2_ex1_rev         ------------------------------------------------------------ 

 

 

 

 

 

 

 

 

Local alignment: CAP3 contig of exon 1 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

 

Contig1                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

                                                                Exon 1 

Contig1                           GGGGCGGGGTCGGCCGGGACCTCCTCCTTCATTCCCTCGGCGGGCCGAGC 250 

gi|54112099|ref|NM_001399.4|      ------------------------------ATTCCCTCGGCGGGCCGAGC 20 

                                                                ******************** 

Contig1                           CTCCCCTCTCTCCCGCCCCTCCTCCTCCCTTTCCCACCCCTCGGAGTAGA 300 

gi|54112099|ref|NM_001399.4|      CTCCCCTCTCTCCCGCCCCTCCTCCTCCCTTTCCCACCCCTCGGAGTAGA 70 

                                  ************************************************** 

Contig1                           GCTGCACATGCGGCTGCTCCCTGCTCCGTCCCGCCCAGCCACTGTCGCGC 350 

gi|54112099|ref|NM_001399.4|      GCTGCACATGCGGCTGCTCCCTGCTCCGTCCCGCCCAGCCACTGTCGCGC 120 

                                  ************************************************** 

Contig1                           AGGAACGGGTCCCTGCAGCCCCCAGCCGATGGCAGGACAGTAGCCGCCTG 400 

gi|54112099|ref|NM_001399.4|      AGGAACGGGTCCCTGCAGCCCCCAGCCGATGGCAGGACAGTAGCCGCCTG 170 

                                  ************************************************** 

Contig1                           TCAGAGGTCGTGAACGGCTGAGGCAGACGCAGCGGCTCCCGGGCCTCAAG 450 

gi|54112099|ref|NM_001399.4|      TCAGAGGTCGTGAACGGCTGAGGCAGACGCAGCGGCTCCCGGGCCTCAAG 220 

                                  ************************************************** 

Contig1                           AGAGTGGGTGTCTCCGGAGGCCATGGGCTACCCGGAGGTGGAGCGCAGGG 500 

gi|54112099|ref|NM_001399.4|      AGAGTGGGTGTCTCCGGAGGCCATGGGCTACCCGGAGGTGGAGCGCAGGG 270 

                                  ************************************************** 

Contig1                           AACTCCTGCCTGCAGCAGCGCCGCGGGAGCGAGGGAGCCAGGGCTGCGGG 550 

gi|54112099|ref|NM_001399.4|      AACTCCTGCCTGCAGCAGCGCCGCGGGAGCGAGGGAGCCAGGGCTGCGGG 320 

                                  ************************************************** 

Contig1                           TGTGGCGGGGCCCCTGCCCGGGCGGGCGAAGGGAACAGCTGCCTGCTCTT 600 

gi|54112099|ref|NM_001399.4|      TGTGGCGGGGCCCCTGCCCGGGCGGGCGAAGGGAACAGCTGCCTGCTCTT 370 

                                  ************************************************** 

Contig1                           CCTGGGTTTCTTTGGCCTCTCGCTGGCCCTCCACCTGCTGACGTTGTGCT 650 

gi|54112099|ref|NM_001399.4|      CCTGGGTTTCTTTGGCCTCTCGCTGGCCCTCCACCTGCTGACGTTGTGCT 420 

                                  ************************************************** 

Contig1                           GCTACCTAGAGTTGCGCTCGGAGTTGCGGCGGGAACGTGGAGCCGAGTCC 700 

gi|54112099|ref|NM_001399.4|      GCTACCTAGAGTTGCGCTCGGAGTTGCGGCGGGAACGTGGAGCCGAGTCC 470 

                                  ************************************************** 

Contig1                           CGCCTTGGCGGCTCGGGCACCCCTGGCACCTCTGGCACCCTAAGCAGCCT 750 

gi|54112099|ref|NM_001399.4|      CGCCTTGGCGGCTCGGGCACCCCTGGCACCTCTGGCACCCTAAGCAGCCT 520 

                                  ************************************************** 

Contig1                           CGGTGGCCTCGACCCTGACAGCCCCATCACCAGTCACCTTGGGCAGCCGT 800 

gi|54112099|ref|NM_001399.4|      CGGTGGCCTCGACCCTGACAGCCCCATCACCAGTCACCTTGGGCAGCCGT 570 

                                  ************************************************** 

Contig1                           CACCTAAGCAGCAGCCATTGGAACCGGGAGAAGCCGCACTCCACTCTGAC 850 

gi|54112099|ref|NM_001399.4|      CACCTAAGCAGCAGCCATTGGAACCGGGAGAAGCCGCACTCCACTCTGAC 620 

                                  ************************************************** 

Contig1                           TCCCAGGACGGGCACCAGGTG----- intron 1 -------------- 

gi|54112099|ref|NM_001399.4|      TCCCAGGACGGGCACCAGATGGCCCTATTGAATTTCTTCTTCCCTGATGA 670 

                                  ******************exon 2                     

Contig1                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

 

 

##################################################################################### 

 

 

Multiple sequence alignment of exon 2 electropherograms – 

forward sequencing 

 

 

ctrl_ex2_for         ------------------------------------------------------------ 

pat1_ex2_for         ------------------------------------------------------------ 

pat2_ex2_for         ------------------------------------------------------------ 

    ← Intron 1Exon 2 → 

ctrl_ex2_for         -----GACTGAGTGGGGTCAACCTTTGACTAATGTACTTGTAATTTTTACAGATGGCCCT 120 

pat1_ex2_for         -----GACTGAGTGGGGTCAACCTTTGACTAATGTACTTGTAATTTTTACAGATGGCCCT 120 

pat2_ex2_for         -----GACTGAGTGGGGTCAACCTTTGACTAATGTACTTGTAATTTTTACAGATGGCCCT 117 

                     ************************************************************ 

 

ctrl_ex2_for         ATTGAATTTCTTCTTCCCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCGTGTTCG 180 

pat1_ex2_for         ATTGAATTTCTTCTTCCCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCGTGTTCG 180 

pat2_ex2_for         ATTGAATTTCTTCTTCCCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCGTGTTCG 177 

                     ************************************************************ 

                                                           Intron 2 → 

ctrl_ex2_for         CCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCAGATGGTAAGTCTACTCAGTTG----- 240 

pat1_ex2_for         CCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCAGATGGTAAGTCTACTCAGTTG----- 240 

pat2_ex2_for         CCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCAGATGGTAAGTCTACTCAGTTG----- 237 

                     ************************************************************ 

ctrl_ex2_for         ------------------------------------------------------------ 

pat1_ex2_for         ------------------------------------------------------------ 

pat2_ex2_for         ------------------------------------------------------------ 

 

 

Local alignment: CAP3 contig of exon 2 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

Contig2                           -------------------------------------------------- 

                                                                  Exon 1Exon 2 

gi|54112099|ref|NM_001399.4|      AAGCCGCACTCCACTCTGACTCCCAGGACGGGCACCAGATGGCCCTATTG 650 

Contig2                           ----- intron 1 -------------------ACAGATGGCCCTATTG 158 

                                                                     *************** 

gi|54112099|ref|NM_001399.4|      AATTTCTTCTTCCCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCG 700 

Contig2                           AATTTCTTCTTCCCTGATGAAAAGCCATACTCTGAAGAAGAAAGTAGGCG 208 

                                  ************************************************** 

                                                                              Exon 3  

gi|54112099|ref|NM_001399.4|      TGTTCGCCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCAGATGGCCCAG 750 

Contig2                           TGTTCGCCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCAGATGGTAA-- 

                                  *********************************************      

gi|54112099|ref|NM_001399.4|      TTA----------------------------------------------- 

Contig2                           ---- intron 2 ------------------------------------ 

 

 

##################################################################################### 

 

 



Multiple sequence alignment of exon 3 electropherograms – 

forward sequencing 

 

 

ctrl_ex3_for         ------------------------------------------------------------ 

pat1_ex3_for         ------------------------------------------------------------ 

pat2_ex3_for         ------------------------------------------------------------ 

                                                                    ← Intron 2Exon 3 → 

ctrl_ex3_for         ------ATTTTCTGTTCATTTCCAATGACTTAATTATCTATTTTATTTTTCTTATAGGCC 96 

pat1_ex3_for         ------ATTTTCTGTTCATTTCCAATGACTTAATTATCTATTTTATTTTTCTTATAGGCC 99 

pat2_ex3_for         ------ATTTTCTGTTCATTTCCAATGACTTAATTATCTATTTTATTTTTCTTATAGGCC 100 

                     ************************************************************ 

                                          Intron 3 → 

ctrl_ex_3_for        CAGTTAAAAACAAGAAAAAGGGTAAGTTCCTGACTTTATAAAATTGCTGTCTTGT----- 156 

pat1_ex3_for         CAGTTAAAAACAAGAAAAAGGGTAAGTTCCTGACTTTATAAAATTGCTGTCTTGT----- 159 

pat2_ex3_for         CAGTTAAAAACAAGAAAAAGGGTAAGTTCCTGACTTTATAAAATTGCTGTCTTGT----- 160 

                     ************************************************************ 

ctrl_ex3_for         ------------------------------------------------------------ 

pat1_ex3_for         ------------------------------------------------------------ 

pat2_ex3_for         ------------------------------------------------------------ 

 

 

Local alignment: CAP3 contig of exon 3 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

Contig3                           -------------------------------------------------- 

 

gi|54112099|ref|NM_001399.4|      ---------------GCCGCAATAAAAGAAGCAAAAGCAATGAAGGAGCA 740 

Contig3                           -------------------------------------- intron 2 -- 

                                Exon 2Exon 3                  Exon 4 

gi|54112099|ref|NM_001399.4|      GATGGCCCAGTTAAAAACAAGAAAAAGGGAAAGAAAGCAGGACCTCCTGG 790 

Contig3                           ---GGCCCAGTTAAAAACAAGAAAAAGGGTAAGTT -- intron 3 –- 

                                     **************************                      

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

Contig3                           -------------------------------------------------- 

 

 

##################################################################################### 

 

 

Multiple sequence alignment of exon 4 electropherograms – 

forward sequencing 

 

 

pat1_ex4_for         ------------------------------------------------------------ 

pat2_ex4_for         ------------------------------------------------------------ 

ctrl_ex4_for         ------------------------------------------------------------ 

                        ← Intron 3Exon 4 → 

pat1_ex4_for         TCCTWTTTTTCAGGAAAGAAAGCAGGACCTCCTGGACCCAATGGCCCTCCAGGACCCCCA 175 

pat2_ex4_for         TCYTWTTTTTCAGGAAAGAAAGCAGGACCTCCTGGACCCAATGGCCCTCCAGGACCCCCA 180 

ctrl_ex4_for         TCCTATTTTTCAGGAAAGAAAGCAGGACCTCCTGGACCCAATGGCCCTCCAGGACCCCCA 176 

                     ** * ******************************************************* 

 

pat1_ex4_for         GGACCTCCAGGACCCCAGGGACCCCCAGGAATTCCAGGGATTCCTGGAATTCCAGGAACA 235 

pat2_ex4_for         GGACCTCCAGGACCCCAGGGACCCCCAGGAATTCCAGGGATTCCTGGAATTCCAGGAACA 240 

ctrl_ex4_for         GGACCTCCAGGACCCCAGGGACCCCCAGGAATTCCAGGGATTCCTGGAATTCCAGGAACA 236 

                     ************************************************************ 

 

pat1_ex4_for         ACTGTTATGGGACCACCTGGTCCTCCAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTC 295 

pat2_ex4_for         ACTGTTATGGGACCACCTGGTCCTCCAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTC 300 

ctrl_ex4_for         ACTGTTATGGGACCACCTGGTCCTCCAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTC 296 

                     ************************************************************ 

                                  Intron 4 → 

pat1_ex4_for         CAGGGACCTTCTGGTGAGTTCCCSTSTCTCYMCCCCMCMMSGKGYKYYTWWARWR----- 355 

pat2_ex4_for         CAGGGACCTTCTGGTGAGTTCCCSTSTCTCYMCMCCMCMMSWKGYKYYTWWARWS----- 360 

ctrl_ex4_for         CAGGGACCTTCTGGTGAGTTCCCCTGTCTCTCCACCCCACCAGGTGCCTTTAAAG----- 356 

                     *********************** * ****  * ** *     *    *  *        

pat1_ex4_for         ------------------------------------------------------------ 

pat2_ex4_for         ------------------------------------------------------------ 

ctrl_ex4_for         ------------------------------------------------------------ 

 

 

Local alignment: CAP3 contig of exon 4 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

Contig4                           -------------------------------------------------- 

                                              Exon 3Exon 4 

gi|54112099|ref|NM_001399.4|      TTAAAAACAAGAAAAAGGGAAAGAAAGCAGGACCTCCTGGACCCAATGGC 800 

Contig4                           -- intron 3 ----AGGAAAGAAAGCAGGACCTCCTGGACCCAATGGC 196 

                                                   ********************************* 

 

gi|54112099|ref|NM_001399.4|      CCTCCAGGACCCCCAGGACCTCCAGGACCCCAGGGACCCCCAGGAATTCC 850 

Contig4                           CCTCCAGGACCCCCAGGACCTCCAGGACCCCAGGGACCCCCAGGAATTCC 246 

                                  ************************************************** 

 

gi|54112099|ref|NM_001399.4|      AGGGATTCCTGGAATTCCAGGAACAACTGTTATGGGACCACCTGGTCCTC 900 

Contig4                           AGGGATTCCTGGAATTCCAGGAACAACTGTTATGGGACCACCTGGTCCTC 296 

                                  ************************************************** 

                                                                                  Exon 5 

gi|54112099|ref|NM_001399.4|      CAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTCCAGGGACCTTCTGGT 950 

Contig4                           CAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTCCAGGGACCTTCTGGT 346 

                                  ************************************************** 

 

gi|54112099|ref|NM_001399.4|      GCTGCTGATAAAGCTGGAACTCGAGAAAACCAGCCAGCTGTGGTGCATCT 1000 

Contig4                           G----- intron 4 ---------------------------------- 

                                  *                                                  

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

Contig4                           -------------------------------------------------- 

 

 

##################################################################################### 

 

Multiple sequence alignment of exon 5 electropherograms – 

forward sequencing 

 

 

ctrl_ex5_for         ------------------------------------------------------------ 

pat2_ex5_for         ------------------------------------------------------------ 

pat1_ex5_for         ------------------------------------------------------------ 

                           ← Intron 4Exon 5 →                           Intron 5 → 

ctrl_ex5_for         ----CCTATTTTGCAGGTGCTGCTGATAAAGCTGGAACTCGAGAAAACCAGGTTGGCTGG 149 

pat2_ex5_for         ----CCTATTTTGCAGGTGCTGCTGATAAAGCTGGAACTCGAGAAAACCAGGTTGGCTGG 150 

pat1_ex5_for         ----CCTATTTTGCAGGTGCTGCTGATAAAGCTGGAACTCGAGAAAACCAGGTTGGCTGG 151 

                     ************************************************************ 

ctrl_ex5_for         ------------------------------------------------------------ 

pat2_ex5_for         ------------------------------------------------------------ 

pat1_ex5_for         ------------------------------------------------------------ 

 

 

Local alignment: CAP3 contig of exon 5 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

 

Contig5                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

 

Contig5                           TCT-GATTGTCCTA------------- intron 4 -----------AG 135 

gi|54112099|ref|NM_001399.4|      TCCAGGTCCTCCTGGTCCTCAAGGACCCCCTGGCCTCCAGGGACCTTCTG 948 

                                  **  * *  ****                               Exon 4  

                                  Exon 5                        

Contig5                           GTGCTGCTGATAAAGCTGGAACTCGAGAAAACCAGGT- intron 5 -- 173 

gi|54112099|ref|NM_001399.4|      GTGCTGCTGATAAAGCTGGAACTCGAGAAAACCAGCCAGCTGTGGTGCAT 998 

                                  ***********************************Exon 6              

Contig5                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

 

 

##################################################################################### 

 

 

Multiple sequence alignment of exon 6 electropherograms – 

forward sequencing 

 

 

pat2_ex6_for          ------------------------------------------------------------ 

pat1_ex6_for          ------------------------------------------------------------ 

ctrl_ex6_for          ------------------------------------------------------------ 

                            ← Intron 5Exon 6 → 

pat1_ex6_for          CTTCTCATCCTGCCAGCCAGCTGTGGTGCATCTACAGGGCCAAGGGTCAGCAATTCAAGT 162 

pat2_ex6_for          CTTCTTATCCTGCCAGCCAGCTGTGGTGCATCTACAGGGCCAAGGGTCAGCAATTCAAGT 162 

ctrl_ex6_for          CTTCTYATCCTGCCAGCCAGCTGTGGTGCATCTACAGGGCCAAGGGTCAGCAATTCAAGT 161 

                      ***** ****************************************************** 

                              Intron 6 → 

pat1_ex6_for          CAAGAATGGTAAGAATCAAAATAGGCTCTCTCCCAAAGAGGAGCTTCTCCCCTGCC---- 222 

pat2_ex6_for          CAAGAATGGTAAGAATCAAAATAGGCTCTCTCCCAAAGAGGAGCTTCTCCCCTGCC---- 222 

ctrl_ex6_for          CAAGAATGGTAAGAATCAAAATAGGCTCTCTCCCAAAGAGGAGCTTCTCCCCTGCC---- 221 

                      ************************************************************ 

pat2_ex6_for          ------------------------------------------------------------ 

pat1_ex6_for          ------------------------------------------------------------ 

ctrl_ex6_for          ------------------------------------------------------------ 

 

 

Local alignment: CAP3 contig of exon 6 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

 

Contig6                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

                                                                   Exon 6 

Contig6                           CCTGC---- intron 5 -----------CAGCCAGCTGTGGTGCATCT 153 

gi|54112099|ref|NM_001399.4|      GCTGCTGATAAAGCTGGAACTCGAGAAAACCAGCCAGCTGTGGTGCATCT 1000 

                                   ****             Exon 5      ******************** 

 

Contig6                           ACAGGGCCAAGGGTCAGCAATTCAAGTCAAGAATGGT-- intron 6 - 190 

gi|54112099|ref|NM_001399.4|      ACAGGGCCAAGGGTCAGCAATTCAAGTCAAGAATGATCTTTCAGGTGGAG 1050 

                                  ***********************************Exon 7     

Contig6                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

 

 

##################################################################################### 

 

 

Multiple sequence alignment of exon 7 electropherograms – 

forward sequencing 

 

pat1_ex7_for         ------------------------------------------------------------ 

pat2_ex7_for         ------------------------------------------------------------ 

ctrl_ex7_for         ------------------------------------------------------------ 

                                             ← Intron 6Exon 7 → 

pat1_ex7_for         ------TGAGTGACTGCCCTTCTCTCATACTGAGATCTTTCAGGTGGAGTGCTCAATGAC 223 

pat2_ex7_for         ------TGAGTGACTGCCCTTCTCTCATACTGAGATCTTTCAGGTGGAGTGCTCAATGAC 223 

ctrl_ex7_for         ------TGAGTGACTGCCCTTCTCTCATACTGAGATCTTTCAGGTGGAGTGCTCAATGAC 221 

                     ************************************************************ 

 

pat1_ex7_for         TGGTCTCGCATCACTATGAACCCCAAGGTGTTTAAGCTACATCCCCGCAGCGGGGAGCTG 283 

pat2_ex7_for         TGGTCTCGCATCACTATGAACCCCAAGGTGTTTAAGCTACATCCCCGCAGCGGGGAGCTG 283 

ctrl_ex7_for         TGGTCTCGCATCACTATGAACCCCAAGGTGTTTAAGCTACATCCCCGCAGCGGGGAGCTG 281 

                     ************************************************************ 

                                                                  Intron 7 → 

pat1_ex7_for         GAGGTACTGGTGGACGGCACCTACTTCATCTATAGTCAGGTAGAAGTGAGTACGGTCTTA 343 

pat2_ex7_for         GAGGTACTGGTGGACGGCACCTACTTCATCTATAGTCAGGTAGAAGTGAGTACGGTCTTA 343 

ctrl_ex7_for         GAGGTACTGGTGGACGGCACCTACTTCATCTATAGTCAGGTAGAAGTGAGTACGGTCTTA 341 

                     ************************************************************ 

pat1_ex7_for         ------------------------------------------------------------ 

pat2_ex7_for         ------------------------------------------------------------ 

ctrl_ex7_for         ------------------------------------------------------------ 



Local alignment: CAP3 contig of exon 7 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

                                                                     Exon 7 

Contig7                           -------------- intron 6 ---------AGATCTTTCAGGTGGAG 229 

gi|54112099|ref|NM_001399.4|      ACAGGGCCAAGGGTCAGCAATTCAAGTCAAGAATGATCTTTCAGGTGGAG 1050 

                                                               Exon 6*************** 

 

Contig7                           TGCTCAATGACTGGTCTCGCATCACTATGAACCCCAAGGTGTTTAAGCTA 279 

gi|54112099|ref|NM_001399.4|      TGCTCAATGACTGGTCTCGCATCACTATGAACCCCAAGGTGTTTAAGCTA 1100 

                                  ************************************************** 

 

Contig7                           CATCCCCGCAGCGGGGAGCTGGAGGTACTGGTGGACGGCACCTACTTCAT 329 

gi|54112099|ref|NM_001399.4|      CATCCCCGCAGCGGGGAGCTGGAGGTACTGGTGGACGGCACCTACTTCAT 1150 

                                  ************************************************** 

 

Contig7                           CTATAGTCAGGTAGAAGTG- intron 7 -------------------- 353 

gi|54112099|ref|NM_001399.4|      CTATAGTCAGGTAGAAGTATACTACATCAACTTCACTGACTTTGCCAGCT 1200 

                                  ****************Exon 8                          

 

 

##################################################################################### 

 

Multiple sequence alignment of exon 8 electropherograms – 

forward sequencing 

 

 

ctrl_ex8_for         ------------------------------------------------------------ 

pat1_ex8_for         ------------------------------------------------------------ 

pat2_ex8_for         ------------------------------------------------------------ 

 

ctrl_ex8_for         CAGGGAGGGCCCCCCACCCTCTCTTTCCTCTCTTCCCCAATCCCTTCTTGTTGCCTCTCA 148 

pat1_ex8_for         CAGGGAGGGCCCCCCACCCTCTCTTTCCTCTCTTCCCCAATCCCTTCTTGTTGCCTCTCA 148 

pat2_ex8_for         CAGGGAGGGCCCCCCACCCTCTCTTTCCTCTCTTCCCCAATCCCTTCTTGTTGCCTCTCA 150 

                     ************************************************************ 

                ← Intron 7Exon 8 → 

ctrl_ex8_for         CTCAGGTATACTACATCAACTTCACTGACTTTGCCAGCTATGAGGTGGTGGTGGATGAGA 208 

pat1_ex8_for         CTCAGGTATACTACATCAACTTCACTGACTTTGCCAGCTATGAGGTGGTGGTGGATGAGA 208 

pat2_ex8_for         CTCAGGTATACTACATCAACTTCACTGACTTTGCCAGCTATGAGGTGGTGGTGGATGAGA 210 

                     ************************************************************ 

 

ctrl_ex8_for         AGCCCTTCCTGCAGTGCACACGCAGCATCGAGACGGGCAAGACCAACTACAACACTTGCT 268 

pat1_ex8_for         AGCCCTTCCTGCAGTGCACACGCAGCATCGAGACGGGCAAGACCAACTACAACACTTGCT 268 

pat2_ex8_for         AGCCCTTCCTGCAGTGCACACGCAGCATCGAGACGGGCAAGACCAACTACAACACTTGCT 270 

                     ************************************************************ 

 

ctrl_ex8_for         ATACCGCAGGCGTCTGCCTCCTCAAGGCCCGGCAGAAGATCGCCGTCAAGATGGTGCACG 328 

pat1_ex8_for         ATACCGCAGGCGTCTGCCTCCTCAAGGCCCGGCAGAAGATCGCCGTCAAGATGGTGCACG 328 

pat2_ex8_for         ATACCGCAGGCGTCTGCCTCCTCAAGGCCCGGCAGAAGATCGCCGTCAAGATGGTGCACG 330 

                     ************************************************************ 

 

ctrl_ex8_for         CTGACATCTCCATCAACATGAGCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGTG 388 

pat1_ex8_for         CTGACATCTCCATCAACATGAGCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGTG 388 

pat2_ex8_for         CTGACATCTCCATCAACATGAGCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGTG 390 

                     ************************************************************ 

 

 

ctrl_ex8_for         AAGCCCCTGCATCCTAGATTCCCCCCATTTTGCCTCTGTCCGTGCCCCTTCCCTGGGTTT 448 

pat1_ex8_for         AAGCCCCTGCATCCTAGATTCCCCCCATTTTGCCTCTGTCCGTGCCCCTTCCCTGGGTTT 448 

pat2_ex8_for         AAGCCCCTGCATCCTAGATTCCCCCCATTTTGCCTCTGTCCGTGCCCCTTCCCTGGGTTT 450 

                     ************************************************************ 

                                                             

ctrl_ex8_for         GGGAGCCAGGACTCCCAGAACCTCTAAGTGCTGCTGTGGAGTGAGGTGTATTGGTGTTGC 508 

pat1_ex8_for         GGGAGCCAGGACTCCCAGAACCTCTAAGTGCTGCTGTGGAGTGAGGTGTATTGGTGTTGC 508 

pat2_ex8_for         GGGAGCCAGGACTCCCAGAACCTCTAAGTGCTGCTGTGGAGTGAGGTGTATTGGTGTTGC 510 

                     ************************************************************ 

                                    ← Reverse primer Exon 8 3’ UTR → 

ctrl_ex8_for         ------------------------------------------------------------ 

pat1_ex8_for         ------------------------------------------------------------ 

pat2_ex8_for         ------------------------------------------------------------ 

 

Local alignment: CAP3 contig of exon 8 Forw/Rev 

electropherograms vs human EDA RefSeq mRNA NM_001399.4 

 

Contig8                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

 

Contig8                           -- intron 7 --AGGTATACTACATCAACTTCACTGACTTTGCCAGCT 219 

gi|54112099|ref|NM_001399.4|      CTATAGTCAGGTAGAAGTATACTACATCAACTTCACTGACTTTGCCAGCT 1200 

                                            Exon 7********************************** 

Contig8                           ATGAGGTGGTGGTGGATGAGAAGCCCTTCCTGCAGTGCACACGCAGCATC 269 

gi|54112099|ref|NM_001399.4|      ATGAGGTGGTGGTGGATGAGAAGCCCTTCCTGCAGTGCACACGCAGCATC 1250 

                                  ************************************************** 

Contig8                           GAGACGGGCAAGACCAACTACAACACTTGCTATACCGCAGGCGTCTGCCT 319 

gi|54112099|ref|NM_001399.4|      GAGACGGGCAAGACCAACTACAACACTTGCTATACCGCAGGCGTCTGCCT 1300 

                                  ************************************************** 

Contig8                           CCTCAAGGCCCGGCAGAAGATCGCCGTCAAGATGGTGCACGCTGACATCT 369 

gi|54112099|ref|NM_001399.4|      CCTCAAGGCCCGGCAGAAGATCGCCGTCAAGATGGTGCACGCTGACATCT 1350 

                                  ************************************************** 

Contig8                           CCATCAACATGAGCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGT 419 

gi|54112099|ref|NM_001399.4|      CCATCAACATGAGCAAGCACACCACGTTCTTTGGGGCCATCAGGCTGGGT 1400 

                                  ************************************************** 

Contig8                           GAAGCCCCTGCATCCTAGATTCCCCCCATTTTGCCTCTGTCCGTGCCCCT 469 

gi|54112099|ref|NM_001399.4|      GAAGCCCCTGCATCCTAGATTCCCCCCATTTTGCCTCTGTCCGTGCCCCT 1450 

                                  ************************************************** 

Contig8                           TCCCTGGGTTTGGGAGCCAGGACTCCCAGAACCTCTAAGTGCTGCTGTGG 519 

gi|54112099|ref|NM_001399.4|      TCCCTGGGTTTGGGAGCCAGGACTCCCAGAACCTCTAAGTGCTGCTGTGG 1500 

                                  ************************************************** 

                                                Exon 8reverse primer seq 

Contig8                           AGTGAGGTGTATTGGTGTTGCAGCCGCAGAGAAATGCC------------ 562 

gi|54112099|ref|NM_001399.4|      AGTGAGGTGTATTGGTGTTGCAGCCGCAGAGAAATGCCCCAGTGTTATTT 1550 

                                  **************************************Exon 8 3’ UTR                                                                 

Contig8                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      ATTCCCCAGTGACTCCAGGGTGACAAGGCCTGCTTGACTTTCCAGAATGA 1600 

 

Contig8                           -------------------------------------------------- 

gi|54112099|ref|NM_001399.4|      -------------------------------------------------- 

  



Supplemental material S1. 

 

In silico analysis of exon sequencing in gDNA 

samples from control and SS patients 1 and 2. 

 

In A), the FASTA FORMAT of the human EDA mRNA 

reference nucleotide sequence and reference CDS 

(CODING SEQUENCE) are reported. The output 

electropherograms from control and SS patients 1 and 2 

were processed by alignment (see “materials and 

methods” section for details), and the color code 

highlights the 8 consensus exon sequences obtained by 

CAP3 assembly. The ATG initiation codon and the TAG 

termination codon are annotated in exons 1 and 8. The 

Exon 8 reverse primer (rev) adopted for sequencing 

covers the exonic region comprising the TAG 

termination codon; the remaining unsequenced region 

exon 8 is indicated as Exon 8 3’ UTR. 

In B), alignments of edited electropherograms are 

reported to show complete sequencing of exon regions. 

For brevity, forward sequencing alignment is reported in 

graph to display 100% nucleotide identity of exon 

sequences, exept the exon 1 downstream region, for 

which reverse sequencing is shown for displaying 

resolved alignment related to two single nucleotides 

(pointed out in red). For each exon, alignment of the 

reference mRNA (NM_001399.4) nucleotide sequence 

versus the consensus sequence (contig) deriving from 

the sixelectropherograms (forward and reverse 

sequencing for each of the three gDNA sample 

analysed), processed by the CAP3 in silico program suite 

is reported. Exon-intron boundaries (exon-exon 

boundaries on NM_001399.4) and canonical splice sites 

(GT/AG donor/acceptor, green/blue respectively) are 

indicated. 

 

 

 

 

 


