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810

811  Supplementary Figure S5. The retinal white spotting recessive phenotype in mice carrying
812 the human nanophthalmos missense mutations is progressive. Retinal pictures of the left
813  and right eyes of mice taken at the indicated ages. First row wild-type, second row

814  Tmem98~19FA19P third row Tmem98"1%6PH19P and fourth row Tmem982793PH196P The wild-
815 type eyes have normal retinas at 5 months. On Tmem98""9P/A19" retinas only a few spots
816  are present at 3 months but there is extensive spotting at six months. The

817  Tmem98"9FPH19 retinas appear normal at 3 months but there is extensive spotting at six
818  months. On Tmem98"'%FH1%F retinas a few spots are present at 2 months but there is

819  extensive spotting at 5 months.
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Supplementary Figure S6. Tmem98H'9~m1b

pictures of Tmem9879P'm* mice (A-C and E) and Tmem98™'** mice (D and F). The retinas
8H196P/tm1b

retinas rarely have retinal white spots. Retinal
shown in E and F are from littermates. Tmem98™'** retinas are normal. Tmem9

retinas are normal except for the one shown in E at one year of age which has three faint

white spots indicated by arrows.
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827  Supplementary Figure S7. ERG response of Tmem9879PH19F mice at 9-11 months of age

8H1 96P/H196P

828 is normal. Three Tmem9 mice (two at 11 months of age and one at 9 months of

829  age) and four 11 month old control mice (three Tmem98H797*

and one wild-type) were

830 tested. (A) ERG traces of Tmem98"'°¢"H19F mice (red lines), and control mice (blue lines).
831  Shown are the responses at 3 cd.s/m? (average of 4 flashes) for the right eye. (B)

832  Comparison of a-wave amplitudes (left) and b-wave amplitudes (right) , average of left and
833  right eye for each mouse. There is no significant difference between Tmem98"'%6*+1%" gnd
834  control mice (a-wave, unpaired t test with Welch’s correction, P = 0.55 and b-wave, unpaired

835 ttest with Welch’s correction, P = 0.20).

836
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837
838  Supplementary Figure S8. GFAP and F4/80 is normal outside the areas with retinal folds in

839 the mutants. Immunostaining of retinal sections from wild-type mice (A and E),

840  Tmem98"19%F/A193F mice (B, and F), Tmem98""%"H1%P mice (C and G), Tmem98"793/H1%P
841  mice (D and H). (A-D) GFAP staining (green) is normal for all genotypes. GFAP is

842  expressed in the ganglion cell layer where it is principally found in astrocytes. (E-H) F4/80
843  staining (green) was not observed outside the folds in the mutant retinas. The white arrows
844  indicate macrophages within a fold in the outer segments for Tmem9847%3FH1%F (F) DAPI

845  staining is shown in blue. Scale bars: 50 um.
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