Additional file
Additional file 1: Table S1
	
	individuals of family MR003
	individual B1
	published by Tanaka et al., 2015
	published by Kurata et al., 2016

	Identified mutation
	c.1822_1824del; p.Asp608del
	c.[2081G>A];[989_991delCAA]; p.[Gly694Glu];[.Thr330del]
	several
	several

	Intellectual disability
	+++
	+++
	+
	+

	Contact avoidance
	+
	+
	-
	+/-

	Microcephaly
	+
	borderline
	+
	+

	Seizures
	-
	+
	+
	-

	Motor development delay
	+
	+
	+
	+

	Muscular hypotonia
	+/-
	+
	+
	+

	Spasticity
	-
	-
	+/-
	+

	Dystonia
	-
	+
	-
	+/-

	Hearing impairment
	+/-
	+
	+
	+

	Vision impairment
	+/-
	+
	+
	+

	Gastrointestinal issues
	+
	-
	+
	-

	Brain MRI
	brain atrophy/normal
	normal
	various abnormalities
	Cerebral atrohy, delayed myelination

	EEG
	abnormal
	abnormal
	abnormal
	[bookmark: _GoBack]abnormal


+ = present, +++ = severe, - = not present

