	
	CMS12200
	Al-Kateb et al, 2013
	Brown et al, 2009
	Cardoso et al, 2009 patient 1
	Cardoso et al, 2009 patient 2
	Cardoso et al, 2009 patient 3

	Age (yrs)
	2.7
	8
	4
	7
	5
	5

	Gender
	Male
	Male
	Female
	Male
	Female
	Male

	Genomic locus affected
	5q15
[92808914]
12q15
[61902666]
	5q15
[92,742,875-93,324,350]
	5q15
[92,612,533-92,972,632]
5q33
[153,390,771-153,844,258]
	5q15
[87,086,298-95,538,640]
	5q15
[87,086,298-357; 95,538,640-699]
	5q15
[88,641,401-94,876,462]

	Type of chromosomal abnormality
	Balanced chromosomal translocation
(5;12)(q15;q15)
9 bp deletion at 5q15
12 bp deletion at 12q15
	deletion
582 Kb
	Balanced paracentric
chromosome 5 inversion inv(5)(q15q33.2)
~400-500 kb
	der(5)
del(5)(q14;21)t(1,5)(q31;q14)
17Mb
	del(5)(q14.3-q15)
8.4Mb
	del(5)(q14.2q15)
6.3Mb

	Inheritance
	paternally inherited
	de novo
	de novo
	de novo
	de novo
	de novo

	Genes affected
	NR2F1-AS
	NR2F1-AS, NR2F1, FAM172A, POU5F2
	NR2F1-AS and NR2F1
	>10 genes
	>10 genes
	>10 genes

	Developmental delay
	+
	+
	+
	+
	+
	+

	Congenital malformations
Hypertelorism
	N/A
	+
	+
	+
	-
	+

	Periventricular heterotopia
	N/A
	-
	-
	+
	+
	+

	Ophthalmological condition
	+
	+
	+
	+
	-
	-

	Hypertelorism
	N/A
	-
	-
	+
	+
	-

	High arched eyebrows

	N/A
	-
	-
	+
	+
	-

	Abnormal slanting of
palpebral fissures

	N/A
	-
	+
	+
	-
	-

	Micrognathia

	N/A
	-
	+
	-
	+
	-

	Abnormal ears

	N/A
	+
	+
	-
	-
	-

	Nasal abnormalities

	N/A
	+
	+
	+
	+
	-

	Philtrum

	N/A
	+
	-
	+
	+
	-

	Thin lips
	N/A
	+
	-
	-
	+
	-

	High forehead

	N/A
	-
	-
	+
	+
	-

	Head size
	5th-10th centile
	80th centile
	N/A
	N/A
	N/A
	>98th centile

	Fifth finger clinodactyly bilaterally
	+
	N/A
	N/A
	N/A
	N/A
	N/A

	Seizures
	-
	-
	-
	+
	+
	+

	Hearing loss
	N/A
	+
	+
	N/A
	N/A
	N/A

	Language delay / no language skills
	+
	N/A
	N/A
	+
	+
	+

	Fine motor skills abnormalities
	N/A
	+
	+
	N/A
	N/A
	N/A

	Feeding difficulties
	N/A
	+
	+
	N/A
	N/A
	N/A
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