	Date of submission to GM
	Gene
	Disease
	Original GDR classification
	GDR classification post GM publication
	Number of probands in GM publication
	Time from submission to publication
	Outcome
	Reference

	15-Feb-17

	USP7
	Hao-Fountain syndrome
	Limited
	† Definitive
	23 
	2 years and 6 months	
	Upgrade in GDR and variant classification; amended report issued
	Fountain et al., (2019)

	21-Feb-17

	AGMO
	AGMO-related neurodevelopmental disorder
	Limited
	‡ Limited
	2
	2 years and 10 months

	No change in GDR or variant classification
	Okur et al., (2019)


	21-Jul-17

	AMMECR1
	[bookmark: _Hlk83393445]Midface hypoplasia, hearing impairment, elliptocytosis and nephrocalcinosis
	Limited
	‡ Moderate
	4
	1 year and 4 months

	Upgrade in GDR and variant classification; amended report issued
	Moysés-Oliveira et al., (2018)


	07-Sep-17

	GRIA3
	Complex neurodevelopmental disorder
	Limited
	§ Definitive
	1
	3 years and 10 months

	 ¶ Upgrade in GDR and variant classification; amended report issued
	Sun et al., (2021)

	24-Jan-19

	LMBRD2
	LMBRD2-related neurodevelopmental disorder
	No Known Disease Relationship
	‡ Limited
	10

	2 years and 9 months

	No change in GDR or variant classification 
	Malhotra et al., (2021)


	23-Jan-20

	CAMK4
	CAMK4-related neurodevelopmental disorder with dystonia and chorea
	Limited
	‡ Limited
	1
	1 year and 1 month

	No change in GDR or variant classification
	Zech et al., (2021)


	20-Aug-20

	SPEN
	[bookmark: _Hlk83393475]SPEN-related neurodevelopmental disorder
	No Known Disease Relationship
	‡ Strong
	32 
	8 months

	Upgrade to GDR and variant classification, amended report in progress
	Radio et al., (2021)



Table 2: Summary of publications arising from GeneMatcher collaborations to date.
† USP7 GDR curated and approved by the ClinGen Syndromic Disorders and Intellectual Disability and Autism Gene Curation Expert Panels as Hao-Fountain syndrome.
‡ GDR reviewed internally by Illumina Clinical Laboratory Services Gene Curation Working Group
§ GDR reviewed and approved by the ClinGen Intellectual Disability and Autism Gene Curation Expert Panel 
¶ Additional evidence other than that in the GeneMatcher publication was used to upgrade the GDR classification.
