SUPPLEMENTARY TABLES

Table S1: Description of 1q21.1 carrier groups
	
	Deletions
	Duplications

	Cohort by carrier group
	Sample size
	Male/Female 
	Age, mean (SD)
	Sample size
	Male/Female 
	Age, mean (SD)

	CHILDREN
	51
	30/21
	8.3 (3.9)
	44
	27/17
	8.4 (3.7)

	UK
	
	
	
	
	
	

	Probands
	18
	14/4
	9.44 (2.77)
	22
	12/10
	8.82
(2.9)

	Familial carriers
	4
	1/3
	10.25 (1.50)
	5
	3/2
	10.20 (4.3)

	Lausanne
	
	
	
	
	
	

	Probands 
	5
	1/4
	7.40 (3.78)
	1
	1/0
	15.00 (0.00)

	Familial carriers
	1
	0/1
	13.00 (0.00)
	
	
	

	Simons VIP
	
	
	
	
	
	

	Probands
	21
	13/8
	6.71 (4.562)
	11
	7/4
	7.18 (4.4)

	Familial carriers
	2
	1/1
	10.00 (2.828)
	3
	2/1
	6.00 (4.4)

	Status unknown
	
	
	
	2
	2/0
	7.00 (0.000)

	
	
	

	ADULTS
	17
	7/10
	34.7 (8.9)
	11
	3/8
	46.5 (18)

	UK
	
	
	
	
	
	

	Probands
	2
	1/1
	24.50 (7.778)
	1
	0/1
	68.0(0.000)

	Familial carriers
	4
	3/1
	40.50 (11.030)
	4
	1/3
	37.5 (10.847)

	Lausanne
	
	
	
	
	
	

	Probands
	
	
	
	
	
	

	Familial carriers
	4
	1/3
	37.00 (2.160)
	
	
	

	Status unknown
	
	
	
	1
	0/1
	65.0 (0.000)

	Simons VIP
	
	
	
	
	
	

	Probands
	1
	0/1
	35.00 (0.000)
	1
	0/1
	20.00(0.000)

	Familial carriers
	5
	2/3
	31.20 (9.654)
	2
	2/0
	44.50 (10.607)

	Status unknown
	1
	0/1
	39.00 (0.000)
	2
	0/2
	59.50 (24.749)


Familial carriers were defined as relatives who carry the CNV identified through family cascade testing but who were not referred for a neurodevelopmental disorder. 



Table S2: Sociodemographic Statistical Comparison
No significant age or gender differences with controls were observed in either the child or adult cohort (p values are provided for the appropriate tests: two-tailed independent samples t tests for age; chi square tests for gender). 

	
	Del vs. controls (p)
	Dup vs. controls (p)

	Age: Children
	0.390
	0.313

	Gender: Children
	0.602
	0.485

	Age: Adults
	0.088
	0.063

	Gender: Adults
	0.512
	0.241




Table S3: Breakdown of common diagnoses for children (NDD) 
	Diagnosis
	Breakdown of NDD in children with 1q21.1 deletion* 
	Breakdown of NDD in children with 1q21.1 duplication**

	Autism spectrum disorder/ Autistic disorder
	4/28 (14.4%)
	9/30 (30%)

	ADHD
	19/28 (67.7%)
	21/30 (70%)

	Intellectual disability
	7/28 (25%)
	5/30 (16.7%)

	Specific learning disorder
	2/28 (7.1%)
	6/30 (20%)

	Social communication disorder
	1/28 (3.6%)
	1/30 (3.3%)


*A total of 18 children with 1q21.1 deletion had a NDD diagnosis
**A total of 30 children with 1q21.1 duplication had a NDD diagnosis


Table S4: Breakdown of common diagnoses for children (anxiety disorders)
	Diagnosis
	Breakdown of anxiety disorders in children with 1q21.1 deletion
	Breakdown of anxiety disorders in children with 1q21.1 duplication

	Separation anxiety disorder
	1/12 (8.3%)
	0/10 

	Generalised anxiety disorder
	6/12 (50%)
	4/10 (40%)

	Specific phobias
	4/ 12 (33.3%)
	4/10 (40%)

	Social phobia
	2/ 12(16.7%)
	3/10 (30%)

	PTSD
	1/12 (8.3%)
	1/10 (10%)




Table S5: Seizure frequency in 1q21 deletion and duplication carriers (history of any seizure). 
	 
	Children (%)
	Adults (%)

	Deletion  - Unprovoked
	7/ 36 (19%) 
	1/12 (8%)

	Deletion  – Febrile
	0
	0

	Duplication  - Unprovoked
	5/35 (14%)
	0

	Duplication - Febrile
	2/35 (6%)
	1/10 (10%)



Note: We did not have seizure history information for 15 children with deletion and 9 children with duplication and for 5 adults with deletion and one adult with duplication. All control children and adults had unknown seizure history. 





SUPPLEMENTARY FIGURES
Figure S1: Estimated breakpoints (GRC37/hg19) of each deletion relative to the flanking segmental duplications at 1q21.
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Figure S2: Estimated breakpoints (GRC37/hg19) of each duplication relative to the flanking segmental duplications at 1q21.
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SUPPLEMENTARY METHODS

IMAGINE-ID Consortium Membership
1 School of Clinical Medicine, University of Cambridge, Cambridge Biomedical Campus, Cambridge, UK
2 Medical Research Council Centre for Neuropsychiatric Genetics and Genomics, Division of Psychological Medicine and Clinical Neurosciences, and Neuroscience and Mental Health Research Institute, Cardiff University, Cardiff, UK.
3 NIHR BRC Great Ormond Street Institute of Child Health, University College London, London, UK
4 Unique – The Rare Chromosome Disorder Support Group, London, UK.
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IMAGINE-ID Clinical Collaborators
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