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Table S1. Autozygosity mapping of SNPs and microsatellite markers in
the CORD9 region.
SNPs and microsatellites were analyzed for homozygosity in 2 affected
members of the Brazilian CORD9 family, indicated by arrows in Figure 2C.
Where possible alleles are given, and where alleles differ between genotyped
individuals the alleles from the left sibship are given first. The size of putative
homozygous regions are shown as the distance between heterozygous
markers. The 2.95 Mb refined CORD9 region is highlighted in green containing
82 homozygous markers, including 5 highly polymorphic microsatellites, at an
average density of 1 every 0.034 Mb.

SNP/Microsatellite
1D

Position (bp)

Genotype

Distance Between
Heterozygous
Markers (bp)

Alleles

rs893307 28560267|Homozygous G/IG
rs743673 28687510|Homozygous C/C
rs2137473 28902480|Homozygous C/C
rs6420164 29001999|Homozygous C/C
rs1463363 29105837|Homozygous T/T
[s559132 | 29200165|Heterozygous [ 441447  AG|
157341661 29250497/ Homozygous

52341674 29254175|Homozygous C/iC
rs4732927 29259703|Homozygous T/T
rs4732952 29379234|Homozygous T/T
rs10089171 29457959/ Homozygous A/A
rs7012771 29487626|/Homozygous G/IG
rs4443701 29496754|Homozygous G/G
rs6558129 29525525|Homozygous C/C
rs4732980 29529350|Homozygous G/IG
rs4732986 29541846/Homozygous C/C
;6558134 | 29546527|Heterozygous [ 346362]  C/|
19693716 29559782|Homozygous

rs7845360 29561527|Homozygous T/T
rs3935963 29572447|Homozygous G/IG
rs6558135 29577601|Homozygous C/C
rs12546747 29583258 Homozygous A/A
rs6558139 29586398/ Homozygous G/IG




AJHG, Volume 84

rs10095128 29602407|Homozygous G/IG
rs10089914 29680336/Homozygous C/C
157459662 29802177|Homozygous A/A
154464924 29806735|Homozygous T/T
rs11994715 29807931|Homozygous T/T
rs7832723 29917547|Homozygous G/IG
[steot6 [ 2996144d[Heterozygous | 363623 AT
rs10088363 30011411|Homozygous C/C
rs7829853 30143082|Homozygous G/IG
D8S1223 30149650|Homozygous 127/127
1s3028786 30186216|Homozygous
1s7001463 30286193|Homozygous
154733476 30288664|Homozygous T/T
154260861 30301880|Homozygous
1s954003 30394679|Homozygous T/T

Dss33» 1747174

15716942 30573674|Homozygous
rs1116003 30774905|Homozygous
rs2080719 30871664|Homozygous
rs7006039 30935824|Homozygous
rs1362911 30984486|Homozygous

rs6468026 31194597|Homozygous C/C

1s10447952 31216808|Homozygous A/A
[s7812301 [ 3124i3U[Heterozygous [ 122647]  Cf

154609156 31253200|Homozygous T/T

D8S1770 31259325|Homozygous 260/260

rs4733071 31260412|Homozygous

D8S1769 31264876|Homozygous 246/246

1s5002658 31270556|Homozygous

1s1992061 31295271|Homozygous

157460665 31316591|Homozygous

152681603 31323014|Homozygous T/T

rs10093871 31338282|Homozygous

rs6468041 31354330|Homozygous G/IG

15737377 31368530|Homozygous T/T

rs2575069 31374239|Homozygous G/IG
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16996092 31427599|Homozygous
rs2033671 31440415|Homozygous G/IG
D8S1711 31443817|Homozygous 141/141
rs7834980 31463987|Homozygous A/A
152681627 31469010|Homozygous T/T
[s763551 [ 31564671[Heterozygous | fos873[ A
157002293 31721966|Homozygous T/T
rs10109763 31791935|Homozygous T/T
D8S1810 31811263|Homozygous 185/185
rs10503892 31824975|Homozygous T/T
rs7357490 31870435|Homozygous C/C
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Figure S1. Adam9 staining of mouse retina.

Mouse eye cryosections were prepared by standard methods and incubated with
a goat polyclonal antibody to Adam9 (Santa Cruz Biotechnology inc., SC23290)
and co-stained with antibodies to (a) Rhodopsin (Sigma, R9153), (b) Adam10
(Chemicon International, AB 19026) or (¢) Adam17 (R & D Systems, MAB9302).
Bound Adam9 primary antibody was detected with Alexa Fluor 488 conjugated
secondary antibody. Rhodopsin, Adam10 and Adam17 antibodies were detected
with Alexa Fluor 594 conjugated secondary antibody. DAPI staining of nuclei is
shown in blue. Adam9 immunoreactivity shows brightest staining at the RPE -
POS boundary, but cross-reactivity was observed in some Adam9™ retinal
sections (not shown) so these data should be interpreted with caution. Adam9,
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Adam10 and Adam17 show distinct staining patterns but some Adam17 staining
is also observed at the RPE — POS interface. Adam9 immunoreactivity in the
Adam9” retina could be due to cross-reactivity of the antibody with other Adam
family members at this location. RPE, retinal pigment epithelium; OS,
photoreceptor outer segments; IS, photoreceptor inner segments; OLM, outer
limiting membrane; ONL, outer nuclear layer; OPL, outer plexiform layer; INL,
inner nuclear layer; IPL, inner plexiform layer; GCL, ganglion cell layer. Scale
bars: 20 um.



