Comprehensive assessment of the genotype-phenotype spectrum and treatment for monoallelic insulin receptoropathy based on 505 people, Brown et al

Additional File 3. Frequencies of presenting features among probands.
	 
	 
	Hyper-androgenism1
	Hyper-insulinemia2
	Diabetes
	Hypoglycemia
	Obesity
	Other3

	All Probands (N=214)
	Y
	64
	85
	99
	23
	6
	2

	 
	Total
	161
	214
	214
	214
	214
	214

	 
	%
	39.8
	39.7
	46.3
	10.7
	2.8
	0.9

	Male probands (N=50)
	Y
	N/A
	13
	30
	9
	0
	0

	 
	Total
	N/A
	50
	50
	50
	50
	50

	 
	%
	N/A
	26.0
	60.0
	18.0
	0.0
	0.0

	Female probands (N=161)
	Y
	69
	72
	67
	14
	6
	2

	 
	Total
	161
	161
	161
	161
	161
	161

	 
	%
	42.9
	44.7
	41.6
	8.7
	3.7
	1.2

	IC probands (N=156)
	Y
	54
	70
	68
	15
	2
	2

	 
	Total
	104
	156
	156
	156
	156
	156

	 
	%
	51.9
	44.9
	43.6
	9.6
	1.3
	1.3

	EC probands (N=58)
	Y
	10
	15
	31
	8
	4
	0

	 
	Total
	21
	58
	58
	58
	58
	58

	 
	%
	47.6
	25.9
	53.4
	13.8
	6.9
	0


EC = extracellular; IC = intracellular;  1 “Hyperandrogenism” includes polycystic ovary syndrome, hirsutism, or other signs or symptoms of hyperandrogenism and includes only pubertal females with reason for presentation given; 2 “Hyperinsulinaemia” includes elevated blood insulin or signs or symptoms of hyperinsulinaemia such as acanthosis nigricans; 3 “Other” includes accelerated pubertal growth and precocious pubarche; 4Many patients had multiple presenting features, thus percentages do not total 100. N for each group indicates the number of patients in whom any reason for presentation was reported.

