Table S2. Structural variants identified by custom target capture-based long-read sequencing.
	Patient ID
	Clinical diagnosis
	Gene
	Genomic coordinates (hg38)
	SV type
	Affected regions
	Size (bp)
	Interpretation criteria applied*
	Classification

	P03
	GSD9B
	PHKB
	Chr16:47641304-47644056
	Deletion
	Exon 16, out of frame
	2,753
	PVS1, PM2, PP4
	P

	P24
	RP
	RPGRIP1
	Chr14:21329012-21330420
	Deletion
	Exon 20, out of frame
	1,409
	PVS1, PM2, PP4
	P

	P26
	HSP
	SPG11
	Chr15:44563677-44564928
	Deletion
	Exon 39, out of frame
	1,252
	PVS1, PM2, PP4
	P

	P33
	RP
	RP1L1
	Chr8:10607808-10608487
	Deletion
	Exon 4, out of frame
	680
	PVS1, PM2, PP4
	P

	P20
	GS
	SLC12A3
	Chr16:56871873-56874001
	Deletion
	Exons 7–8, in frame
	2,128
	PVS1_moderate, PM1, PM2, PP4, PP5
	LP

	P30
	RP
	IFT140
	Chr16:1504371-1513957
	Deletion
	Exon 31, in frame
	9,587
	PVS1_moderate, PM1, PM2, PP4, PP5
	LP

	P69
	RP
	PDE6B
	Chr4:633537-637421
	Deletion
	Exons 2–3, in frame
	3,885
	PVS1_moderate, PM1, PM2, PP4, PP5
	LP

	P60
	RP
	EYS
	Chr6:65501436-66562891
	Deletion
	5'UTR + exons 1–2
	~1,000,000
	1A, 2C-1, 3A
	LP

	P52
	RP
	CEP290
	Chr12:88050037-88089162
	Tandem duplication
	Exons 31–53, in frame
	39,126
	PM1, PM2, PM4, PP4
	LP

	P62
	CD
	SLC25A13
	Chr7:96121749-96121750
	Retrotransposal insertion
	Intron 16
	~3,000
	PVS1, PM2, PP4
	P


GSD9B, Glycogen storage disease type IXb; RP, Retinitis pigmentosa; HSP, Hereditary spastic paraplegia; GS, Gitelman syndrome; CD, Citrin deficiency; SV, structural variants; UTR, untranslated region; LP, likely pathogenic

* For intragenic structural variants, including those involving only one or two exons as well as variants where both breakpoints reside within the boundaries of a single gene, variant interpretation was based on the standard ACMG/AMP guidelines [1] to evaluate their potential impact on protein-truncating or loss-of-function mechanisms. For the larger structural variant spanning the upstream regulatory region of a target gene, the ACMG/ClinGen technical standards [2] were applied.
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