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blotting, and immunostaining assays. A Pdzd7 Fig. 2. Top, domain structure of the full-length PDZD7 protein. | ’
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and characterized phenotypically by Iines'. Red regions are protein encoding regions. Grey regions are 5' Fig. 4. Compared to wild-type (Pdzd7+/+) photoreceptors, the distributions of
immunostaining and electroretinogram. or 3' untranslated regions. The numbers on the left of each splice WHRN (green, A), USH2A (green, B), and GPR98 (green, C), relative to the ciliary
Results variant are the count of the splice variant (before the slash) and the rootlet (rootletin, red, left panels) and the axonemal microtubules (acetylated o-
total number of splice variants screened (after the slash). The tubulin, red, right panels), appeared normal in Pdzd7-/- photoreceptors. Similar
1. Pdzd7 knockout mice were generated. numbers on the right of splice variants are their GenBank accession results were obtained from three pairs of Pdzd7+/* and Pdzd7-/- mice. Scale
numbers. bars, 5 pm
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e ST 3. Full-length PDZD?7 is expressed in the developing but not 9. Pdzd7 knockout mice appear to have normal ERGs at about one
adult mouse retina. month of age.
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Fig. 5. Representative scotopic ERG tracings from wild-type and Pdzd7 knockout

26 - 26 —
: mice at 40 days of age. Light intensity is 0.48 Ig cds/m-.

Fig. 3. Western blotting (WB) following immunoprecipitation (IP) _
found full-length PDZD7 protein expression in the retina at P6 Conclusions
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(middle) and in the cochlea at P9 (right) in wild-type mice. Pdzd7 Despite the existence of multiple splice variants, PDZD7 expression

Fig. 1. (A) A schematic diagram of the gene targeting mice and HEK293 cells transfected with full-length PDZD7 were

Pdzd7tmiaEUCOMMWWsI aIIeLe. Pf:IB)d7C0nﬁmF3atllggR of insertion of th?c used as negative and positive control, respectively. The same at the protein level is very low in the retina. PDZD7 is not as
;z;g;eg:dg CcE}S;IS.EtEE)Inlt:loe;ti?cicatizon %?‘nihey mutal;'imagllcflzmbe; prill:iir?e experiment using adult wild-type mouse retinas could not detect important as WHRN in organizing the USH2 complex in
genotyping PCR using primers, f, h, and g. (D) Disrupted transcription the protein expression of full-length PDZD7 and N-terminal PDZD7 photoreceptors.

of the Pdzd7 gene shown by RT-PCR analysis in the retina using |soforms._Arrowheads point 1o t_he PDZD7 bar_lds_. Asterisks ma_rk.
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