	ID
	Sex
	cDNA
	Protein
	BD CVD
	ClinVar
	Franklin
	VarSome
	PE-ref
	Reclassification
	Decision

	01- MYH7
	Male
	c.4075C>T
	p.R1359C
	VUS a
	CI
	LP
	VUS
	1
	VUS
	not reported

	02- MYH7
	Male
	c.4283T>C
	p.L1428S
	VUS a
	VUS b
	LP
	VUS
	2
	VUS
	not reported

	03- MYH7 * 3
	Female
	c.4498C>T
	p.R1500W
	P
	P
	P
	P
	4  5 LO
	P 
	reported

	04- MYH7* 3
	Male
	c.1750G>A
	p.G584S
	LP
	P
	P
	P
	6  7 LO, VE
	P 
	reported

	05- MYH7
	Female
	c.4817G>A
	p.R1606H
	VUS a
	VUS
	LP
	LP
	8
	VUS
	not reported

	06- MYH7
	Female
	c.2348G>A
	p.R783H
	VUS
	CI
	P
	LP
	NoEvidence
	VUS
	not reported

	07- MYH7
	Female
	c.2348G>A
	p.R783H
	VUS
	CI
	P
	LP
	NoEvidence
	VUS
	not reported

	08- MYH7* 3
	Male
	c.4498C>T
	p.R1500W
	P
	P
	P
	P
	4  5 LO
	P 
	reported

	09- MYH7* 3
	Male
	c.2572C>T
	p.R858C
	LP
	LP
	P
	P
	9 LO
	LP **
	reported

	010- MYH7
	Male
	c.4377G>T
	p.K1459N
	VUS
	CI
	VUS
	LB
	NoEvidence
	VUS
	not reported

	011- MYH7
	female
	c.3286G>T
	p.D1096Y
	VUS
	CI
	VUS
	VUS
	NoEvidence
	VUS
	not reported

	012- MYH7
	male
	c.4571A>G
	p.H1524R
	VUS
	CI
	VUS
	VUS
	NoEvidence
	VUS
	not reported

	013- MYH7
	male
	c.1370T>C
	p.I457T
	P *** 
	LP
	P
	P
	10 LO
	P **
	not reported

	014- MYH7
	female
	c.1193G>A
	p.G398E
	VUS a
	VUS
	LP
	P
	NoEvidence
	VUS
	not reported

	015- MYH7
	male
	c.2334C>G
	p.D778E
	P ***
	P
	P
	VUS
	11 LO
	P **
	not reported

	016- MYH7* 3
	male
	c.1370T>C
	p.I457T
	P
	LP
	P
	P
	10 LO
	P 
	reported

	017- MYH7
	male
	c.2573G>A
	p.R858H
	LP ***
	CI
	P
	LP
	12 LO, VE, P
	LP **
	not reported

	018- MYH7
	female
	c.1325G>A
	p.R442H
	P  ***
	CI
	P
	LP
	13 LO
	P **
	not reported

	019- MYH7
	male
	c.427C>T
	p.R143W
	P  ***
	P
	P
	P
	14 LO, VE
	P **
	not reported

	020- MYH7
	male
	c.1231G>A
	p.V411I
	P ***
	P
	P
	LP
	15  LO, VE
	P **
	not reported

	021- MYH7
	female
	c.298G>A
	p.A100T
	VUS a
	VUS
	VUS
	VUS
	NoEvidence
	VUS
	not reported

	022- MYH7
	male
	c.4678C>T
	p.R1560W
	P ***
	CI
	P
	P
	16  LO, VE
	P **
	not reported

	023- MYH7
	male
	c.3645G>C
	p.Q1215H
	VUS
	CI
	VUS
	VUS
	NoEvidence
	VUS
	not reported

	024- MYH7
	female
	c.1370T>C
	p.I457T
	P ***
	LP
	P
	P
	10, LO
	P **
	not reported

	025- MYH7
	male
	c.3645G>C
	p.Q1215H
	VUS
	CI
	VUS
	VUS
	NoEvidence
	VUS
	not reported



Table 4a. MYH7 gene variants from BabyDetect variant interpretation database.  The reference transcript for MYH7 is NM_000257.4.  For the reevaluation, ClinVar, Franklin and VarSome databases were accessed on 9 April 2026. Abbreviations are follows: BD CVD – BabyDetect Curated Variant Database; VUS – variant of uncertain significance; LP – likely pathogenic; P– pathogenic; CI – conflicting interpretation, LO – late onset; VE –variable expressivity; IP – incomplete penetrance; PE-ref –reference for pathogenicity evidence.  
*– cases reported in Boemer et al 2025 3 ;  ** – LP/P variants showing incomplete penetrance, variable expressivity or late-onset phenotypes remained unreported post-reclassification; *** – LP/ P variants identified after February 2024.
a – at the time of variant interpretation, the variant was classified as LP in our BD CVD and was filtered for the manual review. b – at the time of variant interpretation, the variant was classified as P/LP in ClinVar and was filtered for the manual review.

	ID
	Sex
	cDNA
	Protein
	BD CVD
	ClinVar
	Franklin
	VarSome
	PE-ref
	Reclassification
	Decision

	01- MYBPC3
	male
	c.442G>A
	p.G148R
	LP
	CI
	P
	LP
	17  18 , VE, IP
	VUS
	not reported

	02- MYBPC3
	female
	c.1591G>A
	p.G531R
	VUS
	LP
	P
	LP
	NoEvidence for AD 
	VUS
	not reported

	03- MYBPC3
	female
	c.3373G>A
	p.V1125M
	VUS
	CI
	VUS
	VUS
	NoEvidence for AD 
	VUS
	not reported

	04- MYBPC3 * 3
	male
	c.3407_3409delACT
	p.Y1136del
	LP
	CI
	LP
	VUS
	19  20  18 VE
	VUS
	reported

	05- MYBPC3 * 3
	female
	c.2618C>T
	p.P873L
	LP
	VUS
	LP
	VUS
	8  21 , VE
	VUS
	reported

	06- MYBPC3
	male
	c.1786G>A
	p.G596R
	VUS
	CI
	LP
	VUS
	22  23
	VUS
	not reported

	07- MYBPC3
	female
	c.2864_2865delCT
	p.P955Rfs*95
	P ***
	P
	P
	P
	24 , LO
	P **
	not reported

	08- MYBPC3
	male
	c.2429G>A
	p.R810H
	P ***
	CI
	P
	LP
	25  26, VE
	P **
	not reported

	09- MYBPC3
	male
	c.3234G>A
	p.W1078*
	P ***
	P
	P
	P
	27 , LO
	P **
	not reported

	010- MYBPC3
	female
	c.3064C>T
	p.R1022C
	VUS
	CI
	P
	LP
	12
	VUS
	not reported

	011- MYBPC3
	male
	c.2534G>A
	p.R845H
	VUS
	CI
	VUS
	VUS
	28
	VUS
	not reported

	012- MYBPC3
	male
	c.2429G>A
	p.R810H
	P ***
	CI
	P
	LP
	25  26, VE
	P **
	not reported



Table 4b. MYBPC3 gene variants from BabyDetect variant interpretation database.  The reference transcript for MYBPC3 is NM_000256.3. ClinVar, Franklin and VarSome databases were accessed on 9 April 2026. Abbreviations are follows: BD CVD – BabyDetect Curated Variant Database; VUS – variant of uncertain significance; LP – likely pathogenic; P– pathogenic; CI – conflicting interpretation, LO – late onset; VE –variable expressivity; IP – incomplete penetrance; PE-ref –reference for pathogenicity evidence; AD– autosomal-dominant inheritance.
*– cases reported in Boemer et al 2025; ** - P variants associated with late-onset phenotypes remained unreported post-reclassification; *** – P variants identified after February 2024.
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