	Gene
	Description
	Ref.

	
	

	<Pathogenic genes>
	

	CTNND2
	Heterozygous loss-of-function mutation of this gene causes ID.
	1

	
	This gene has the properties as a neuronal-specific protein.
	

	DOCK8
	Heterozygous loss-of-function mutation of this gene causes ID.
	2,3

	IL1RAPL1
	Hemizygous loss-of-function mutation of this gene causes ID.
	4,5,6

	MECP2
	Duplication of this gene alone is associated with ID.
	7

	MEF2C
	This gene plays a critical role in the neural crest development and neurogenesis.
	8,9,10

	
	Overexpression of this gene causes ID.
	

	TBX1
	Heterozygous loss-of-function mutation of this gene accounts for most of the
	11

	
	22q11.2 deletion syndrome features including ID.
	

	TERT
	Heterozygous deletion of this gene alone is associated with most of the cri-du-chat
	12

	
	syndrome features including ID.
	

	<Candidate genes>
	

	ACTRT1
	Sole gene identified on the CNV in case 20.
	13

	
	Hemizygous deletion including this gene is associated with ID.
	

	ARHGEF10
	This gene is expressed in the central nerve system.
	14

	
	Heterozygous mutation of this gene is associated with neurological disorders (no
	

	
	data for duplication).
	

	ARHGEF10L
	This gene is expressed in the brain.
	15,16

	
	Loss-of-function mutation of this gene causes ID (no data for duplication).
	

	ATP13A4
	Heterozygous loss-of-function mutation of this gene is accompanied by ID (no
	17

	
	data for duplication).
	

	CDC42SE2
	Sole gene identified on the CNV in case 11.
	18

	
	This gene is small effector of CDC42 whose loss-of-function mutation causes
	

	
	Takenouchi-Kosaki syndrome with ID.
	

	CLN8
	This gene is expressed in the brain.
	19

	
	Loss-of-function mutation of this gene causes neuronal ceroid lipofuscinosis with
	

	
	ID (no data for duplication).
	

	CSMD1
	This gene is expressed in the brain.
	20

	
	This gene is required for the development of the central nervous system.
	

	DMD
	Sole gene identified on the CNV in case 20.
	…

	EMC1
	Homozygous loss-of-function mutation of this gene is accompanied by ID (no data
	21

	
	for duplication).
	

	ITSN1
	This gene is expressed in the brain.
	22

	
	This gene may regulate the synaptic vesicle recycling.
	

	KANK1
	Heterozygous loss-of-function mutation of this gene is accompanied by ID (no
	23

	
	data for duplication).
	

	KDM2B
	This gene is expressed in the brain.
	24

	
	Loss-of-function mutation of the bovine Kdm2b causes congenital anomaly called
	

	
	paunch calf syndrome with craniofacial abnormality (ID is unknown).
	

	KIAA1328
	Sole gene identified on the CNV in case 15.
	…

	NHS
	Hemizygous loss-of-function mutation of this gene causes Nance-Horan syndrome
	25

	
	with ID (no data for duplication).
	

	OPA1
	Homozygous or compound heterozygous loss-of-function mutation of this gene
	26

	
	causes Behr syndrome with ID (no data for duplication).
	

	PTPRD
	This gene is expressed in the brain.
	27

	
	This gene is associated with neurological disorders (no data for duplication)
	

	SLC1A1
	Homozygous loss -of-function mutation of this gene causes dicarboxylic
	28

	
	aminoaciduria with ID (no data for duplication).
	

	SLC38A6
	Sole gene identified on the CNV in case 16.
	…

	SMARCA2
	Heterozygous loss-of-function mutation of this gene is accompanied by ID (no
	29

	
	data for duplication).
	

	TBX2, TBX4
	These genes have regarded as candidate genes for 17q23 deletion syndrome with
	30

	
	ID.
	

	
	
	


Supplementary Table 1. Pathogenic/candidate genes described in this study.
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