
ClinGen ACADVL Expert Panel Specifications to the ACMG/AMP Variant Interpretation Guidelines Version 1 
This version specified for the following genes: ACADVL 

Expert Panel Page: https://www.clinicalgenome.org/affiliation/50048 

 

Related publication(s):   Date Approved: November 8, 2021 

This document is archived and versioned on ClinGen’s website. Please check https://www.clinicalgenome.org/affiliation/50048/docs/assertion-criteria for the most recent version. 

ClinGen_ACADVL_ACMG_Specifications_v1 
 

 

 

 

 


	Summary of ACMG-AMP Criteria for ACADVL
	VERY STRONG EVIDENCE OF PATHOGENICITY
	ACADVL VCEP Notes: Loss of function is a known mechanism for VLCAD Deficiency. The specifications below are based on published guidance for assigning strength of evidence for PVS1 (Abou Tayoun et al., 2018; PMID: 30192042). There are multiple transcri...
	ACADVL Specifications:
	Nonsense or Frameshift:
	Canonical Splice Site (+1, +2, -1, -2):
	Deletions:
	Duplications:
	Initiation codon:
	See PVS1 flowchart below/next page:
	See linked Google Doc: https://docs.google.com/presentation/d/1ISfdbR-rEL5tvpCEYGBpamEKenjDTHduYHik0gqn7Dw/edit?usp=sharing
	STRONG EVIDENCE OF PATHOGENICITY
	MODERATE EVIDENCE OF PATHOGENICITY
	SUPPORTING EVIDENCE OF PATHOGENICITY

	STAND ALONE EVIDENCE OF BENIGN IMPACT
	STRONG EVIDENCE OF BENIGN IMPACT
	SUPPORTING EVIDENCE FOR BENIGN IMPACT
	RULES FOR COMBINING PATHOGENIC CRITERIA

	The ACADVL VCEP is using the combining rules as written by Richards et al., 2015 (PMID 25741868) with the addition of 1 very strong and 1 supporting criteria equaling LP. The VCEP will also use one benign strong code to reach LB.

