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G163 and T165
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AHPLSFVNDNDVGTSWVSNV
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YWIFISVFNGVHSINSAGLH
YQIFFQVFNGAHSINSEVVH
YKLSLTYSNGPHNITSPEVN
YNMSVEACTAGGCTKSSPIL
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YVFTLDYDNGAHNVTSSPVQ
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LSLDWVNVENQVLKSGYTSR
LSLDRVSVDSDVLKSGYTSR
LTLDRTNVDNQILKPGFTSR
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GDONSIDIFIWEMGQSSFRYFQS
GNQNAIDIFVWEMGHSSLRYFQS
GLNPACEVEFLWGSQQTVFQQTQS

C536

CDTTSQPYRCLCSQESFTEG
CDTAMEPYRCLCIKESYTEG
CDTSVSPYRCACLPESHTHG
CDMSTLPYKCNCLPASNTQG
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CNTTVNPYQCNCLEYSNTDG

T3571

EYSYQLKACTVAGCATS SKV
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GFFTIADGESDASFDVHLLP
GSVIILAGQRLAEIILTLLP
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YAFNCKPCOCNSHSKSCHYN
HAYNCKPCQCYSHAVSCHYD
QAFNCRPCOCYGHASSCHYN
KDYNCQLCQCYNHATSCYYN
DPYPCVKCECNNHATACYYN
SSYDCQQCECHQHALSCHYE
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TNYSIGVEACICFNCCSKGP
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TVYSVGVEVCTCFLCCSRGP
TKYNMSVEACTAGGCTKSSP
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TTYRVAVEMCILGSMCTRGP

D1944

NITVEILPDEDPELDKAFSV
SITVEILSDEEPELDKALTV
SIYLLISQDDVPELDKTFKV

N4885

AVLPVSEKAANSQVGFESTA
AILSVPEEAANSQVGFESAA
AVVSVPEVAANPVVGFASLA
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V218

HLSVQVHQTKISFFINGVEK
HLSVQVHHSRISFFLNGWED
HLALQIHETSVSLFLNGNEE
HLAIQVYRTTISFFLNGPRV
HLAIQVHKTDISVEINGVES

R317

HPRVHPLAQRYCIPNDAGDT
HPRVHPLIQRYCIPNGADDT
HPRVHPLVERYCIPNAANDT
FPRVHPLEPRYCIPNGVPDT

L2186

KLLCETSLGYKMDDLLTSYI
KLLCETSLGYKMDDLLTSYI
KLLCETSLGYKMDDLLTSYI
KLLCETSLGYKMDDLLTSYI
KLLLDTTVGYKMDDLLTSYI
KLLCETSLGYKMDDLLTSYI
KLLCETSLGYKMDDLLTSYI
KLLCETSLGYKMDDLLTSYI

L16

DQYHRAARDGYLELLKEATR
DQYHRAARDGYLDLLKEATK
DRFHKAAKDGLLDVLAAATR
DRFIAAAQDGYLDLLQSATK
DLYFKAARDGNLNILKNATK

Intron 3 Exon 4
tcttacaggTgcatcag
tcttacaggAgcatcag

Exon 6

ggcacagCg gtactgcatt
ggcacag AgAgtactgcatt

Exon 48 Intron 48
gcgagacgtcacTggtgagggcgcat

gcgagacgtcacCggtgagggcgcat

Exon 1
ggctacctggagCtcctcaag

ggctacctggag AGt cctcaag

Score

normal allele
mutated allele

normal allele
mutated allele

normal allele
mutated allele

normal allele

mutated allele

for splice sites

Splice site prediction
(0.4 to 1)

0.92
0.76

0.98
0.82
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Figure S4
USH2A USH2A
C.949C>A/+ C.653T>A/+
USH2A USH2A

Cc.949C>A/+  c.949C>A/c.653T>A

Segregation analysis of the USH2A mutations in family U51: The isocoding variation
c.949C>A (p.R317R) has been predicted to be pathogenic by Pennings et al [1], and
considered as non-pathogenic by Dreyer et al [2]. Segregation analysis of this variation in

family U51 is compatible with a pathogenic mutation.

References

1. Pennings RJ, Te Brinke H, Weston MD, Claassen A, Orten DJ, Weekamp H, Van
Aarem A, Huygen PL, Deutman AF, Hoefsloot LH, Cremers FP, Cremers CW, Kimberling
WIJ, Kremer H: USH2A mutation analysis in 70 Dutch families with Usher syndrome type
II. Hum Mutat 2004, 24:185.

2. Dreyer B, Brox V, Tranebjaerg L, Rosenberg T, Sadeghi AM, Moller C, Nilssen O:
Spectrum of USH2A mutations in Scandinavian patients with Usher syndrome type II.
Hum Mutat 2008, 29:451.



	Texte8: Figure S1
	Texte6: USH sequencing   Bonnet - Petit 2011
	Texte9: Figure S2
	Texte10: Figure S3
	Texte11: Figure S4


