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

Additional File 2. Categorical phenotypic features of patients across their observed clinical course.
	
	
	AN
	DM
	Hypo
	PMOS
	Pregnancy
	Dyslipidaemia
	MASLD
	Neoplasm

	All (N=505)
	Y
	175
	226
	104
	124
	80
	9
	9
	11

	 
	N
	54
	177
	87
	28
	70
	107
	78
	372

	 
	Total
	505
	505
	505
	222
	222
	505
	505
	505

	 
	Min%
	34.7
	44.8
	20.6
	55.9
	36.0
	1.8
	1.8
	2.2

	 
	%
	76.4
	56.1
	54.5
	81.6
	53.3
	7.8
	10.3
	2.9

	 
	Max%
	89.3
	65.0
	82.8
	87.4
	68.5
	78.8
	84.6
	26.3

	Probands (N=240)
	Y
	134
	145
	69
	104
	16
	5
	6
	8

	 
	N
	28
	56
	49
	12
	59
	71
	50
	188

	 
	Total
	240
	240
	240
	240
	131
	131
	240
	240

	 
	Min%
	55.8
	60.4
	28.8
	43.3
	12.2
	3.8
	2.5
	3.3

	 
	%
	82.7
	72.1
	58.5
	89.7
	21.3
	6.6
	10.7
	4.1

	 
	Max%
	88.3
	76.7
	79.6
	95.0
	55.0
	45.8
	79.2
	21.7

	Relatives (N=265)
	Y
	40
	81
	35
	20
	64
	4
	3
	3

	 
	N
	27
	121
	38
	16
	11
	36
	28
	184

	 
	Total
	265
	265
	265
	91
	91
	265
	265
	265

	 
	Min%
	15.1
	30.6
	13.2
	22.0
	70.3
	1.5
	1.1
	1.1

	 
	%
	59.7
	40.1
	47.9
	55.6
	85.3
	10.0
	9.7
	1.6

	 
	Max%
	89.8
	54.3
	85.7
	82.4
	87.9
	86.4
	89.4
	30.6

	All male (N=165)
	Y
	35
	62
	31
	0
	0
	3
	3
	0

	 
	N
	17
	76
	21
	0
	0
	24
	16
	124

	 
	Total
	165
	165
	165
	0
	0
	165
	165
	165

	 
	Min%
	21.2
	37.6
	18.8
	N/A
	N/A
	1.8
	1.8
	0

	 
	%
	67.3
	44.9
	59.6
	N/A
	N/A
	11.1
	15.8
	0

	 
	Max%
	89.7
	53.9
	87.3
	N/A
	N/A
	85.5
	90.3
	24.8

	All female (N=323)
	Y
	138
	160
	74
	124
	80
	6
	6
	11

	 
	N
	36
	98
	65
	28
	69
	81
	62
	239

	 
	Total
	323
	323
	323
	222
	222
	323
	323
	323

	 
	Min%
	42.7
	49.5
	22.9
	55.9
	36.0
	1.9
	1.9
	3.4

	 
	%
	79.3
	62.0
	53.2
	81.6
	53.7
	6.9
	8.8
	4.4

	 
	Max%
	88.9
	69.7
	79.9
	87.4
	68.9
	74.9
	80.8
	26.0

	All IC (N=327)
	Y
	144
	175
	86
	99
	66
	6
	1
	6

	 
	N
	37
	96
	76
	22
	56
	100
	64
	294

	 
	Total
	327
	327
	327
	173
	173
	327
	327
	327

	 
	Min%
	44.0
	53.5
	26.3
	57.2
	38.2
	1.8
	0.3
	1.8

	 
	%
	79.6
	64.6
	53.1
	81.8
	54.1
	5.7
	1.5
	2.0

	 
	Max%
	88.7
	70.6
	76.8
	87.3
	67.6
	69.4
	80.4
	10.1

	All EC (N=178)
	Y
	31
	51
	18
	25
	14
	3
	8
	5

	 
	N
	17
	81
	11
	6
	14
	7
	14
	78

	 
	Total
	178
	178
	178
	49
	49
	178
	178
	178

	 
	Min%
	17.4
	28.7
	10.1
	51.0
	28.6
	1.7
	4.5
	2.8

	 
	%
	64.6
	38.6
	62.1
	80.6
	50.0
	30.0
	36.4
	6.0

	 
	Max%
	90.4
	54.5
	93.8
	87.8
	71.4
	96.1
	92.1
	56.2

	IC probands (N=178)
	Y
	112
	109
	54
	85
	15
	2
	1
	4

	 
	N
	15
	43
	41
	8
	47
	66
	40
	155

	 
	Total
	178
	178
	178
	109
	109
	178
	178
	178

	 
	Min%
	62.9
	61.2
	30.3
	78.0
	13.8
	1.1
	0.6
	2.2

	 
	%
	88.2
	71.7
	56.8
	91.4
	24.2
	2.9
	2.4
	2.5

	 
	Max%
	91.6
	75.8
	77.0
	92.7
	56.9
	62.9
	77.5
	12.9

	EC probands (N=62)
	Y
	23
	36
	15
	19
	1
	3
	5
	4

	 
	N
	12
	13
	8
	4
	12
	5
	10
	33

	 
	Total
	62
	62
	62
	22
	22
	62
	62
	62

	 
	Min%
	37.1
	58.1
	24.2
	86.4
	4.5
	4.8
	8.1
	6.5

	 
	%
	65.7
	73.5
	65.2
	82.6
	7.7
	37.5
	33.3
	10.8

	 
	Max%
	80.6
	79.0
	87.1
	81.8
	45.5
	91.9
	83.9
	46.8

	LoF (N=81)
	Y
	25
	28
	10
	18
	11
	2
	5
	3

	 
	N
	5
	31
	6
	1
	10
	3
	3
	42

	 
	Total
	81
	81
	81
	24
	24
	81
	81
	81

	 
	Min%
	30.9
	34.6
	12.3
	75.0
	45.8
	2.5
	6.2
	3.7

	 
	%
	83.3
	47.5
	62.5
	94.7
	52.4
	40.0
	62.5
	6.7

	 
	Max%
	93.8
	61.7
	92.6
	95.8
	58.3
	96.3
	96.3
	48.1

	non-LoF (N=424)
	Y
	150
	198
	94
	106
	69
	7
	4
	8

	 
	N
	49
	146
	81
	27
	60
	102
	75
	330

	 
	Total
	424
	424
	424
	200
	200
	424
	424
	424

	 
	Min%
	35.4
	46.7
	22.2
	53.0
	34.5
	1.7
	0.9
	1.9

	 
	%
	75.4
	57.6
	53.7
	79.7
	53.5
	6.4
	5.1
	2.4

	 
	Max%
	88.4
	65.6
	80.9
	86.5
	70.0
	75.9
	82.3
	22.2


AN = acanthosis nigricans; DM – diabetes mellitus; Hypo = hypoglycaemia; PMOS = polyendocrine metabolic ovarian syndrome (formerly PCOS); Dyslipidaemia = high triglyceride and/or low HDL cholesterol; MASLD – Metabolic Syndrome-Associated Steatotic Liver Disease; EC = Extracellular; IC = intracellular; N = No; Y = Yes; Min% =Minimum prevalence estimate (assumes no report = absent); %, Point prevalence estimate (ignores blank reports); Max%, Maximum prevalence (assumes no report = present); 1Prevalence among postpubertal females only. *Dyslipidaemia defined as high serum triglycerides and/or low HDL-cholesterol
