Patient Database # Gene n  AgeatlC diagnosisifknown  Age at which genetic testing was performed Zvrosity Transcriot Variant(s)

applied)
23 RPGRIP1 2vears 24 vears Hormozveous NM 0203663 c2367+1G>Ap.(?) Likely pathogenic
84 RPE6S 2months, 5 months Hormozveous NM 0003292 c.271C>T p.(Arg91Tro) Pathogenic
92 RPE6S 3months, avears Hormozveous NM 0003292 c.271C>T p.(Arg91Tro) Pathogenic
105 RDH12 7vears 60vears Compound Heterozvzous NM 1524432 c.210dup p.(Arg71GInfs*12) €295C>A p.(Leuddlle) Pathogenic; pathogenic
107 RDH12 Unknown 40 vears Presumed Compound Heterozvgous M 1524432 c.671C>T p.(Thr224lle) €.6268C>T p.(Ar1090Cys) Pathogenic; variant of uncertain significance
179 RPE6S 6 months. 59 vears Hormozveous NM 0003292 c.95-24Tp.(?) Pathogenic
185 TULPL Since birth* 23 vears Hormozveous NM 0033224 c901C>Tp.(GIn301%) Pathogenic
186 GUCY2D 4months, 6 months Hormozveous NM 000180.3  c.2983C>T p.(R995Trp) Likley pathogenic
187 CEP290 2months, 1vear Presumed Compound Heterozvgous  NM 0251143 c4723A5T p.(Lys1575%) €2251C5T p.(Ara751%) Pathogenic; pathogenic
192 GUCY2D Since childhood® 33 vears Hormozveous NM 0001803  c.65G>Ap.(Trp22*) Pathogenic
233 CRBL 11 months 11 months Compound Heterozvzous NM 2012532 c.4039del p.(Thr1347Leufs*5) 2570756 p.(Leus57Are) Pathogenic; likely pathogenic
235 CEP290 5 months. 7 months Presumed Compound Heterozvgous  NM 0251143 164 167del p.(Thr55Serfs*3) €2991+1655A5G p.(?) Pathogenic; pathogenic
236 CRX 2vears 5vears Heterozveous NM 0005544 c.447dup b.(Ser150Leufs*24) Pathogenic
238 AIPLL 5 months. 9 months Hormozveous NM 014336 €834G>A p.(Trp278%) Pathogenic
243 CEP290** Joubert syndrome. 11 months 7vears Presumed Compound Heterozvgous ~ NM 0251144 c.127del4 p.(Glud3Lysfs*6) .555del p.(Lvs185Asnfs*3)
244 CRB1 Since birth* 11vears Hormozveous NM 2012533 c.1949G>A p.(Trp650*) Pathogenic
246 NMNAT1 6 months, 10vears Presumed Compound Heterozvgous ~ NM 022787.3  c.61075G p.(Tm204Glv) €769G>A p.(G1u257Lys) Pathogenic; likely pathogenic
248 CRB1 3months, 5 months Hormozveous NM 2012532 c.1949G>A p.(Tr0650*) Pathogenic
249 GUCY2D 7 months. 11 months Compound Heterozvzous NM 0001803 c.1978C>T p.(Arg660°) €230265T p.(Ara768Tr0) €.1721G>A p.(Are574His) Pathogenic; pathogenic; pathogenic (parental testing confirmed that the p.ArR660* and p.Ara768Tr are in trans)
250 CEP290 Since birth* avears Heterozveous NM 0251144 c.2991+1655A5G p.(?) CAT23A5T p.(Lys1575%) Pathogenic; pathogenic
251 CEP290 3months, 10 months Presumed Compound Heterozvgous  NM 0251143 c2991+1655A5G p.(Cvs998*) €2771dup p.(Met924llefs*4) Pathogenic; pathogenic
275 CEP290 1vear 24 vears Compound Heterozvzous NM 0251143 c.2213del p.(Leu738%) €2991+1655A5G p.(?) Pathogenic; pathogenic
276 RPGRIP1 18 vears 47 vears Hormozveous NM 0203663 c.2302C>T p.(Arg768") Pathogenic

*Exact age unknown per chart review
**Variants per clinical documentation only



