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O MYO7A (H.sapiens) ELSQEACLA%IAVLKYMGDYPSKE
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Gln18X/+ Phel774Leu+  yyoza (8 teuns) ELSQEACHMAFTAVLKYMGDYPSKE
Myo7a (Mmusculus) — ELSQEACMAFVAVLKYMGDYPSKE
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/

GIn18X/Phe1774Leu

Gin Phe Leu
cT TIC

Wild Type GIn18X(52C>T) Wild Type Phe1774Leu(53207>C)

e

OM

Fig. 1. Pedig q e chrc and ophthalmological findings of the patient with the GIn18X and Phe1774Leu mutations. (A) The pedigree and sequence results
for the proband and family. (B) Sequence chromatograms from wild-type and mutations. The proband and his father carried a heterozygous 52C>T transition in exon 3, which
results in an arginine to a stop codon (GIn18X). Another variation, 5320T>C (Phe1774Leu), was derived from the proband and his mother. (C) Evolutionary conservation of
MYO7A gene in nine species. Arrow indicates mutation point found in the present study. (D) The proband had ophthalmologic test at the age of 7. Fundus examination
reveated attenuated retinal vessels in the midperiphery without apparent pigmentary clumps. Goldman visual field examination showed mild constriction of visual fields.
Full-field electroretiongram of the proband showed complete absence bilaterally.
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