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STRC homozygous deletion
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CKMT1B-10 - 184nt

STRC-25

PPIP5K1-27 - 220nt
CKMT1B-8 - 160nt
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(NM_153700.2 )
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208nt
12-274nt
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STRC-24
STRC-23
STRC-19
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CATSPER2
CATSPER2
CATSPE
CATSPER2-2 - 303nt
CATSPER2
PDIA3-1 - 263nt
METTL9-2 - 290nt
METTL9-3 - 373nt
METTL9-4 - 433nt
IGSFB-6 - 283nt
METTLO-intr 4 - 355nt
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Sus scrofa

Macaca mulatta
Pan troglodytes
Homo sapiens

Pongo abelii

COL9A3 RefSeq

(NM_001853.4)

c.1378G>A,

p.(Gly460Ser)

C &4 G C|G

G C C T

M\.ﬂ FAVAYATA

Proband CaccClRlGCCT
0.Gly460

GPOGLRGGMGDRGPGGATGPKGDOGIAGSDGLPGDKGELGPYGPVGPKGEAGSRGELGPK
GPOGFRGDVGDRGPGGTAGPKGDOGIAGSDGLPGDKGELGAJGPVGPKGESGSRGELGPK
GPOGLRGDVGDRGPGGAAGPKGDOGIAGSDGLPGDKGELGPJGLVGPKGESGSRGELGPK
GPOGLRGDVGDRGPGGAAGPKGDOGIAGSDGLPGDKGELGPYJGLVGPKGESGSRGELGPK
GPOGLRGDVGDRGPGGAAGPKGDOGIAGSDGLPGDKGELGPYJGLVGPKGESGSRGELGPK
****:**.:*******::********************** *|* ******:*********
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Proband

Equus caballus
Macaca mulatta

Pongo abelii

Homo sapiens
Pan paniscus

Equus caballus
Macaca mulatta

Pongo abelii

Homo sapiens

Pan paniscus

Equus caballus
Macaca mulatta
Pongo abelii
Homo sapiens
Pan paniscus

\

N
~

c.3742C>T, c.5473G>A

p.(Arg1248Trp)

4 C C A|T|G A T

G 4 AJC |G G A A

’

A G C T GJC

c.6370C>T,
p.(Val1825Met) p.(Arg2124Trp)

Fam 3

G G G &

AN ndn

T G & A|Y |G G & A A C el

G A T

p.Argl248

TRF

IRFE
MRFE
IRFEH
IRFE

* Kk A

BRNLIYTYIGSILVSVNPYRMFGIYGPEQVOQYSGRALGENPPHLFAIANLAFAKMI
LIYTYIGSILVSVNPYOMFGIYGPEQVOQYNGRALGENPPHLFAIANLAFAKML
LIYTYIGSILVSVNPYOMFGIYGPEQVQOOYNGRALGENPPHLFAIANLAFAKML
LIYTYIGSILVSVNPYOMFGIYGPEQVQOOQYNGRALGENPPHLFAVANLAFAKML
LIYTYIGSILVSVNPYOMFGIYGPEQVOQYNGRALGENPPHLFAVANLAFAKML
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p.Val1825

KMERCNPLFVRCLKPNHKKEPGLFEPDVVMAQLRYSGVLETV
KMERCNPLFMRCLKPNHKKEPNLFEPDVVMAQLRYSGVLETV
KMERCNPLFMRCLKPNHKKEPGLFEPDVVMAQLRYSGVLETYV
KMERCNPLFMRCLKPNHKKEPGLFEPDVVMAQLRYSGVLETYV
KMERCNPLFMRCLKPNHKKEPGLFEPDVVMAQLRYSGVLETV

IRKEGFPVRLPFQVFID
IRKEGFPVRLPFQGFID
IRKEGFPVRLPFQGFID
IRKEGFPVRLPFQGFID
IRKEGFPVRLPFQGFID
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p.Arg2124

EAVGVFKLILRFMGDPHLHGAQENIFGNYIVQKGLAVPEILR
EAVSVFKLILRFMGDPHLHGARENIFGNYIVQKGLAVPEIR
EAVSIFKLILRFMGDPHLHGARENIFGNYIVQKGLAVPEIR
EAVSIFKLILRFMGDPHLHGARENIFGNYIVQOKGLAVPEILR
EAVSIFKLILRFMGDPHLHGARENIFGNYIVQKGLAVPEIR
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DEILAQLANQVWHNPSAHN
DEILAQLANQVWHNHNAHN
DEILAQLANQVWHNHNAHN
DEILAQLANQVWHNHNAHN
DEILAQLANQVWHNHNAHN
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1288
1301
1296
1303
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1828
1841
1836
1843
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2128
2123
2136
2143
2143

Gallus gallus

F

Equus caballus

Bos taurus

Homo sapiens

Macaca mulatta

KLH7 RefSeq

y

c.458C>T,
p.(Alal53Val)

C T &4 G

C|G G & G

(NM_001031710.2 )

Proband

ANQYQIEPVKKMCVDFLKEQVDASNCLGISVI
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Gy A AT G

p.Alal53

ANQYQIEPVKKMCVDFLKEQVDASNCLGISVIA
ANQYQIEPVKKMCVDFLKEQVDASNCLGISVIA
ANQYQIEPVKKMCVDFLKEQVDASNCLGISVIA
ANQYQIEPVKKMCVDFLKEQVDASNCLGISVIA
A
*
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Y|G G & G

~

CLDCPELKATADDFIHQHFTEVYKTD
CLDCPELKATADDFIHQHFTEVYKTD
CLDCPELKATADDFIHQHFTEVYKTD
CLDCPELKATADDFIHQHFTEVYKTD
CLDCPELKATADDFIHQHFTEVYKTD

e o b e b S e b e b e o i o o o

~

\

__________'

y

/

v d

N\

7’

180
180
180
180
180

/

’

-

______________________________________—

-

~—————————————————I

~

’________________________________________-

Fam 2
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Sus scrofa

Pongo abelii
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Sus scrofa

Pongo abelii
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Macaca mulatta

Homo sapiens
Pan troglodytes

Macaca mulatta

Homo sapiens
Pan troglodytes

c.4930C>T,

0.(Arg1644%)

FBN1 RefSeq

T C T GJC

C A C T

(NM_000138.5)

[\/\/\/\ \Mz\/\

Proband

p.Argl6d4

KCINTFGSFQCRCPTGYYLNEDT
KCINTFGSFQCRCPTGYYLNEDT
KCINTFGSFQCRCPTGYYLNEDT
KCINTFGSFQCRCPTGYYLNEDT
KCINTFGSFQCRCPTGYYLNEDT

T C.T 6| Y

C & C T

CDDVNECETPGICGPGTCYNTVGNYTCICPPDYMOQ
CDDVNECETPGICGPGTCYNTVGNYTCICPPDYMOQ
CDDVNECETPGICGPGTCYNTVGNYTCICPPDYMOQ
CDDVNECETPGICGPGTCYNTVGNYTCICPPDYMOQ
CDDVNECETPGICGPGTCYNTVGNYTCICPPDYMOQ
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c.2800G>A,

p.(Ala934Thr)
:JCC A A

KCNT1 RefSeq

(NM_020822.3)

Proband

CcC G ZC

p.Ala934

MADAKTIVNVQTMFRLFPSLSITTELTHPSNMRFMQOFH
MADAKTIVNVQTMFRLFPSLSITTELTHPSNMRFMQOFH
MADAKTIVNVQTMFRLFPSLSITTELTHPSNMRFMOFH
MADAKTIVNVQTMFRLFPSLSITTELTHPSNMRFMQOFH
MADAKTIVNVQTMFRLFPSLSITTELTHPSNMRFMQOFH
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1680
1680
1680
1680
1680

D

(NM_001692.4)

Proband

Equus Caballus
Pongo abelii
Homo sapiens
Pan troglodytes
Macaca mulatta

~

\

c.242T>C
’ c.687+1G>A [
p.(Leu81Pro) I
ATP6V1B1 RefSeq !
QAAA&M/\ L\.A/\]\A AN I
C:T C CJC |J& ¢6'T & T a Cc alerle T a4 a
p.Leus1 |
QYAEIVNFTLPNGTOQRSGOVLEVAGTKAIVQOVFEGTSGIDAQKTTCEFTGDILRTPVSED 120 I
QYAEIVHFTLPDGTORSGOVLEVAGTKAIVOVFEGTSGIDARKTTCEFTGDILRTPVSED 116
QYAEIVHFTLPDGTQRSGOVLEVAGTKAIVOVFEGTSGIDARKTTCEFTGDILRTPVSED 120 I
QYAEIVHFTLPDGTQRSGOVLEVAGTKAIVOVFEGTSGIDARKTTCEFTGDILRTPVSED 120
QYAEIVHFTLPDGTQRSGOVLEVAGTKAIVQVFEGTSGIDARKTTCEFTGDILRTPVSED 120 I
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Fam 4

DSYSLALSKLEKRERENGSN
DSYSLALSKLEKRERENGSN
DSYSLALSKLEKRERENGSN
DSYSLALSKLEKRERENGSN
DSYSLALSKLEKRERENGSN
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955
955
955
955

H

TMPRSS3 RefSeq
(NM_024022.2)

Proband

Equus Caballus
Macaca mulatta
Pongo abelii
Homo sapiens
Pan troglodytes

Equus Caballus
Macaca mulatta
Pongo abelii
Homo sapiens
Pan troglodytes

AAQILSLLPLKFFPIIVIGIIALILALAIGLG
AAQILSLLPLKFFPIIVIGIIALILALAIGLG
AAQILSLLPLKFFPIIVIGIIALILALAIGLG
AAQILSLLPLKFFPIIVIGIIALILALAIGLG
AAQILSLLPLKFFPIIVIGIIALILALAIGLG
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c.208delC, c.1211C>T,
p.(His70Thrfs*19) p.(Pro404Leu)

A G T G C A G G|G

AR A W AVRYAVAS

G T B

p.His70

"DCSGKYRCRSSFKCIELTARCDGVS
"DCSGKYRCRSSFKCVELTARCDGVS
"DCSGKYKCRSSFKCIELTARCDGVS
"DCSGKYRCRSSFKCIELIARCDGVS
"DCSGKYRCRSSFKCIELTARCDGVS
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p.Pro404

COGDSGG
COGDSGG
COGDSGG
CQOGDSGQ
CQOGDSGQ
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VCOERRVWKLVGATSFGIGCADVNKPGVYTRITSFLDWIHEQMERDLKT
VCOERRLWKLVGATSFGIGCAEANKPGVYTRVTSFLDWIHEQMERDLKT
VCOERRLWKLVGATSFGIGCAEVNKPGVYTRVTSFLDWIHEQMERDLKT
VCOQERRLWKLVGATSFGIGCAEVNKPGVYTRVTSFLDWIHEQMERDLKT
VCOQERRLWKLVGATSFGIGCAEVNKPGVYTRVTSFLDWIHEQMERDLKT
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7 ~
, c.160C>A
c.413C>A, c.977C>T, ’
(Arg54Ser
| 0.(Ala138Glu) 0.(Pro326Leu) p-(Arg54Ser)
| TMPRSS3 RefSeq
I (NM0240222) A T T T|G|C G T & G T T GIG]6 C A G MYH14RefSeq 5w v el o w5
[ Proband /\/\/\/\AA/\M [\/\/\/\
A TTT|[R|C G T a G C & B Proband E SE GG || G e
[ p.Alal38
| Equus Caballus TAAAWRTVCSDDWKAHHANVACAQLGFPSYVSSDALRVDSLEEQFREDFASINHLLPDDK 180
Macaca mulatta  TAASWKTMCSDDWKGHYANVACAQLGFPSYVSSDNLRVSSLEGQFREEFVSINHLLPDDK 180
[ Pongo abelii TAASWKTMCSDDWKGHYANVACAQLGFPSYVSSDNLRVSSLEGQFREEFVSINHLLPDDK 180 p. Arg54
I Homo sapiens TAASWKTMCSDDWKGHYANVACAQLGFPSYVSSDNLRVSSLEGQFREEFVSIDHLLPDDK 180 c Caball —
Pan troglodytes =~ TAASWKTMCSDDWKGHYANVACAQLGFPSYVSSDNLRVSSLEGQFREEFVSIDHLLPDDK 180 quus Laballus ~ MAAVTVSVAGRKAPPOPGPVPEAAQPYLFAPRASSVG----GPGAAPQVEWTARRLVWVP 56
[ Pongo abelii MAAVTMSVPGRKAPPRPGPVPEAAQPFLFTPRGPSAGGGPG-SGTSPQVEWTARRLVWVP 59
| P. Pro326 Homo sapiens MAAVTMSVPGRKAPPRPGPVPEAAQPFLFTPRGPSAGGGPG-SGTSPQVEWTARRLVWVP 59
Pan troglodytes = MAAVTMSVPGRKAPPRPGPVPEAAQPFLFTPRGPSAGGGPG-SGTSPQVEWTAHRLVWVP 59
Equuscaba”US LGNDIALMKLAGPLAFNEMIQPVCHPNSEESFPDGKMCWTSGWGATEDG-GDASPVLNHA 359 kkkkkshkk khkkk kok hhkhhkkkkshhks ok Lk R REEEEE TR X TR
I Macaca mulatta ~ LGNDIALMKLTGPLTFNEMIQPVCIPNSEENFPDGKVCWTSGWGATEDG-GDASPVLNHA 359 —
I Pongo abelii LGNDIALMKLAGPLMFNEVIQPVCI}PNSEENFPDGKVCWTSGWGATEDGAGDASPVLNHA 360
Homo sapiens LGNDIALMKLAGPLTFNEMIQPVCI}PNSEENFPDGKVCWTSGWGATEDGAGDASPVLNHA 360
\ Pan troglodytes LGNDIALMKLAGPLTFNEMIQPVCI}PNSEENFPDGKVCWTSGWGATEDGAGDASPVLNHA 360
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