
V1: c.1631A>G; p.(Lys544Arg)
V4: c.439G>T; p.(Ala147Ser)

Supplementary Figure 1: Confirmation of the trans configuration of the SCLT1 variants V1 and V4 in family 3 proband, 
according to the gnomAD v2 Variant Co-Occurrence tool.
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Supplementary Figure 2

V5: c.671T>G; p.(Leu224Arg)
V6: c.1706G>A; p.(Ser569Asn)

Supplementary Figure 2: Fundus pictures of family 4 proband and family 5 affected siblings. Family 5 siblings exhibit numerous 
mottled and whitish lesions in the peripheral retina, highlighted as areas behind the dashed line.    

V7: c.778_780del; p.(Glu260del) 
V8: c.1439+5G>T 



Supplementary Figure 3

Supplementary Figure 3: Uncropped and unprocessed scans of gel blots showed in Figure 3. C, control; NC, negative control; R, 
reference splicing construct; V, mutant splicing construct; +, RT+; -, RT-. 
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Supplementary Figure 4

Supplementary Figure 4: Structural modeling of wild-type SCLT1 and SCLT1 exon 3-10 duplication. To evaluate the structural 
changes caused by the in-frame exon 3-10 duplication in SCLT1, we performed structural modeling using the AlphaFold Server3 
(https://alphafoldserver.com). (A) Structural model of wild-type SCLT1 with the exon 3-10 regions highlighted in blue (B) 
AlphaFold predicts increased intra-protein interactions in the SCLT1 exon 3-10 duplication variant. The wild-type elongated 
linker protein is predicted to become shortened due to the exon 3-10 duplication, potentially leading to a loss of function. The 
duplicated exon 3-10 regions are highlighted in green.


	Slide 1
	Slide 2
	Slide 3
	Slide 4

