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10bp deletion deletion polymorphism
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Hypervariable region in NCX1 intron 2 ﬁ

TAGGATTGAGCCCTGTCACTGAGTCTTC (CATTC) CTTCTATCTCGCCTGTTTCTAATTTAT 60
TAGGATTGAGCCCTGTCATTGAGTCTTC CATTC CTTCTATCTCGCCTGTTTCTAATTTAT 60
TAGGATTTAGCCCTGTCATTGACTCTTC CATTC CTTCTATCTCGCCTGTTCCTAATTTAT 60

KAXKXKKAKAKX KAAKXKXKAKAKAKAKXAK* *hk*k *hkhkkhkk *hkhkhk *hkhkhkhkhkhkhkhkhkhkhkhkhkhkhk, *khkhkhkhk kk*k

i = P 10bp deletion
C/g SNP [ I 4 li it A
+ ’—' 43bp deletion polymorphism —)— »40bp duplicon un
TTCTCTATTTCTTC ATTTCTTCCTTGACTGTCTT(CATTC)TTTGCTTTTTATTT:CT TT |CTC 120
TTCTCTATTTCTTC --—-—--—-—- CTTGACTGTCTT CATTC TCTGCTTTTTATTC CT TT CTC 112
TTCTCTATTTTTTC -————-——— CTTGACTCTCTT CATTC TCTGCTTTTTATTC CT TT CTG 112
KAXKKAKKAK XK KK K* Kk kk khkhkkkkk khkkk khkkkk Kk Kkhkkkkkkkkkk Kk kK kK

14bp human-specific
40bp duplicon unit A < 40bp duplicon unit B

|
CTT:(CATTC)CCTCTCCAT AAATGACAGACCTTTTCTTAGATGCCATTTCT i TTCTCCTTAAA 180
CTT CATTC CCTCTCCAT AAATGACAGACCTTTTCTTAGATG--—-—-———— ——————————-— 153
CTT CACTT CCTCTCCAT AAATGACAGACCTTTTCTITAGATG---————= —————=—=————— 153

* * x **x  *x Ahkhkhkhkhkhkhkk khkkhkkhkhkhkhkhkhkhkhkhkhkhkkhkkkkkkkx

5bp deletion

40bp duplicon unit ¢ : “i 4—|
TAACAGACCTTTTCTTATATGCCATTTCTiCTATGTCTGCGCTTAAGA CAAGA |ATTTTTTT 240
————————————————————— CCATTTCT CTATGTCTGCGCTTAAGA CAAGA ATTTTTT- 191
————————————————————— CCATTTCT CTATATCTGCGCTTACAA CAAGA ATTTTTT- 191

KAKKAKAKAA AKX KAAKAKk KAAAAAAKA KKK KX KKK KK KKK KK KK

CCTCCTAGTTGTTGGTTAATGTCTGCAAATGTGAGAGCATGTTAACATGACAAACAACAA 300
CCTCCTAGTTGTTGGTTAATGTCTGCAAATGTGAGAGCACGTTAACATGACAAACAACAA 251
CCTCCTAGTTGTTGGTTAATGTCTGCAAATGTGAGAGAATGTTAACATGACAAACAACAA 251

ER R IRk kb kb b b b b b b b b b b b b b b b b b b b i 2 O S S I I e b b b b b S S S S S S

GGAATTTGAAATAAACTTAAATGAAACAGTGTCTTTTCTCCCCCTACTCTCCCCCACCCC 360
GGAATTTGAAATAAACTTAAATGAAACAGTGTCTTTTCTCCCCCTACTCTCCCCCACCCC 311
GGAATTCGAAATAAACTTAAATGAAACAGTGTICTTTTCTCCCCCTACTCTCCCCCACCCC 311

KAhhkhkhkk khkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhkhhhkkhkkhkhkkhkkk

CCATGGTGGAAATGATGATATCCTTACCATCTGCACACTTGC-———-——- 402
CCATGGTGGAAATGATGATATCCTTACCATCTGCACACTTGC-——-—--—~— 353
CCATGGTGGAAATGATGATATCCTCACCATCTGCACACTTGCAGGCTGT 360

KAKKAKA KA KA KA KA KA KA KA KA KAk hkhkhkhkhkhkk hhkhkhkkhhkhkhkkhkkhkkhkkhkkhkkhkkk



