Supplementary Appendix
Table S1. Case-level availability of Boston Heart sterol balance and genotype data
	Case
	Boston Heart sterol balance
	Genotype panel
	Sitosterolemia-related finding summary

	Patient 1
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 2
	Not available
	Available
	Heterozygous ABCG8 rs373610655; no biallelic sitosterolemia-associated variation

	Patient 3
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 4
	Not available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 5
	Available
	Not available
	No genotype panel available

	Patient 6
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 7
	Not available
	Not available
	No genotype panel available

	Patient 8
	Not available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 9
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 10
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 11
	Not available
	Not available
	No genotype panel available

	Patient 12
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 13
	Available
	Available
	No sitosterolemia-associated variant identified in assessed loci

	Patient 14
	Not available
	Not available
	No genotype panel available


Abbreviations. Boston Heart = Boston Heart Cholesterol Balance testing.

Table S2. Sitosterolemia-relevant loci in the genotyped subset (n = 10)
	Variant
	Gene
	Phenotype annotation in source workbook
	Ref/Ref
	Ref/Risk
	Risk/Risk / not reported

	rs2298813
	ABCG5
	Sitosterolemia
	10 (Patient 10, Patient 4, Patient 3, Patient 12, Patient 6, Patient 9, Patient 8, Patient 1, Patient 13, Patient 2)
	0
	0

	rs373610655
	ABCG8
	Sitosterolemia
	0
	1 (Patient 2)
	0 risk/risk; 9 not reported

	rs11887534
	ABCG8
	D19H; CAD, gallstones
	9 (Patient 10, Patient 4, Patient 3, Patient 12, Patient 6, Patient 9, Patient 8, Patient 13, Patient 2)
	1 (Patient 1)
	0


Interpretive note. Across the 10 participants with available genotype data, no biallelic sitosterolemia-associated variation was identified in the assessed loci. One participant (Patient 2) carried a heterozygous ABCG8 rs373610655 variant annotated as sitosterolemia-associated in the source workbook. ABCG5 rs2298813 was reference homozygous in all 10 genotyped participants.

Table S3. Summary counts for subset data availability
	Data element
	Available / total
	Comment

	Boston Heart Sterol Balance Data
	8 / 14
	Availability/date annotations available in source note document

	Genotype panel data
	10 / 14
	GBinsight Dyslipidemia and Patient ASCVD Comprehensive Panel

	Participants with any sitosterolemia-associated heterozygous variant in assessed loci
	1 / 10 genotyped
	Patient 2: ABCG8 rs373610655

	Participants with biallelic sitosterolemia-associated variation in assessed loci
	0 / 10 genotyped
	None identified




Table S4. Pre and Post Data Following Ezetimibe Therapy for Hyperlipidemia (N=14)
	Marker
	N
	Before Mean ± SD
	Before Median [IQR]
	After Mean ± SD
	After Median [IQR]
	Paired Change Median [IQR]
	Paired % Change Median [IQR]

	TC
	14
	348.6 ± 104.1
	335.0 [259.5–451.5]
	211.6 ± 60.5
	200.0 [189.8–257.8]
	-125.0 [-184.8 to -79.2]
	-38.5% [-49.0 to -28.0]

	HDL-C
	14
	71.1 ± 15.9
	72.5 [55.5–83.0]
	73.6 ± 23.0
	69.0 [58.0–86.5]
	-1.0 [-6.5 to 6.5]
	-1.5% [-9.6 to 8.5]

	LDL-C
	14
	263.4 ± 97.8
	254.0 [175.5–341.2]
	125.1 ± 48.6
	127.0 [107.0–159.0]
	-125.5 [-177.2 to -94.2]
	-53.2% [-60.8 to -42.1]

	Triglycerides
	14
	81.6 ± 22.4
	81.0 [63.0–96.2]
	65.5 ± 20.0
	62.0 [56.0–69.0]
	-15.0 [-25.0 to -3.2]
	-23.0% [-28.2 to -5.6]







