Supplementary Table 1. Results of laboratory testing performed for all family members. The tests were done simultaneously.

	Laboratory Test 
	Units
	Reference Range
	Parameters Values

	
	
	
	Mother

(I.1)
	Father

(I.2)
	Brother

(II.1)
	Proband

(II.2)

	Glucose
	mg/dL
	70 – 99
	94
	↑ 133.2
	↑ 101.6
	92.2

	ALT
	U/L
	< 33 – 41

	7.4
	23.4
	27.5
	↑ 82

	AST
	U/L
	< 32 – 40 

	12.5
	35.1
	36.4
	↑ 66.1

	CK
	U/L
	< 170 – 190

	44.7
	↑ 224.4
	↑ 788.7
	↑ 2788.1

	TSH 
	µlU/mL
	0.27 – 4.20
	1.31
	0.82
	1.72
	1.39

	Total cholesterol
	mg/dL
	< 200
	189
	n.d.
	n.d.
	145.9

	Serum HDL cholesterol 
	mg/dL
	> 55
	59
	n.d.
	n.d.
	↓ 41

	Triglycerides 
	mg/dL
	< 200
	73
	n.d.
	n.d.
	135

	Lactate dehydrogenase
	 lU/L
	125 – 220
	n.d.
	n.d.
	n.d.
	↑ 324

	Serum creatinine 
	mg/dL
	0.7 – 1.2
	n.d.
	n.d.
	n.d.
	↓ 0.26

	Total protein
	g/dL
	6.4 – 8.3
	n.d.
	n.d.
	n.d.
	6.87

	WBC 
	x109/L
	4 – 10
	6.41
	n.d.
	n.d.
	6.71

	RBC 
	x1012/L
	3.93 – 5.22
	4.46
	n.d.
	n.d.
	↑ 6.05

	Hemoglobin
	 g/dL
	13 – 17.5
	13.2
	n.d.
	n.d.
	17.2

	Hematocrit
	%
	38 – 50
	38.9
	n.d.
	n.d.
	48.9

	MCV
	fL
	80 – 99
	87.2
	n.d.
	n.d.
	80.8

	MCH 
	pg
	27 – 33
	29.6
	n.d.
	n.d.
	28.4

	MCHC 
	g/dL
	32 – 37
	33.9
	n.d.
	n.d.
	35.2

	Platelet count 
	x109/L
	150 – 400
	269
	n.d.
	n.d.
	228

	RDW 
	%
	11.5 – 14.5
	12.8
	n.d.
	n.d.
	14.5

	PDW
	fL
	9.8 – 16.1
	13.5
	n.d.
	n.d.
	↑ 20.1

	MPV
	fL
	7.5 – 12
	11
	n.d.
	n.d.
	↑ 12.8

	P-LCR 
	%
	19.1 – 46.6
	32.8
	n.d.
	n.d.
	45

	Plateletcrit 
	%
	0.16 – 0.35
	0.3
	n.d.
	n.d.
	0.29

	Neutrophils
	x109/L
	2.5 – 6.5
	4.06
	n.d.
	n.d.
	3.81

	
	%
	45 – 70
	63.4
	n.d.
	n.d.
	56.8

	Lymphocytes
	x109/L
	1 – 3.5
	1.8
	n.d.
	n.d.
	1.96

	
	%
	20 – 45
	28.1
	n.d.
	n.d.
	29.2

	Monocytes 
	x109/L
	0.2 – 1
	0.47
	n.d.
	n.d.
	0.57

	
	%
	2 – 10
	7.3
	n.d.
	n.d.
	8.5

	Eosinophils
	x109/L
	0.02 – 0.5
	0.06
	n.d.
	n.d.
	0.31

	
	%
	1 – 5
	↓0.9
	n.d.
	n.d.
	4.6

	Basophils 
	x109/L  
	0.02 – 0.1
	0.02
	n.d.
	n.d.
	0.06

	
	%
	0 – 1
	0.3
	n.d.
	n.d.
	0.9

	Gamma-glutamyltransferase
	U/L
	10 – 71
	n.d.
	n.d.
	n.d.
	13.1


Abbreviation: n.d. – not determined, ALT – alanine aminotransferase, AST – aspartate aminotransferase, CK – creatine kinase, TSH – thyroid stimulating hormone, HDL – high-density lipoprotein, RBC – red blood cells, WBC – white blood cells, MCV – mean corpuscular volume, MCH – mean corpuscular hemoglobin, MCHC – mean corpuscular hemoglobin concentration, RDW – red cell distribution width, PDW – platelet distribution width, MPV – mean platelet volume, P-LCR – platelet-large cell ratio. Note that reference ranges may differ between laboratories.

