	
	1.II.1
	1.II.2
	2.I.2
	2.II.1
	3.I.2
	4.I.1
	4.II.1
	Con 

	Con1
	1
	1.083
	1
	1.229
	1
	1
	0.787
	1

	     Con2
	1.053
	1
	0.626
	1.091
	0.787
	1.119
	0.933
	1.005

	Con3
	0.939
	0.931
	1.202
	1.043
	1.282
	0.949
	0.825
	0.965

	Con4
	0.892
	1.047
	1.006
	1.047
	1.006
	1.057
	1.123
	0.97

	Con5
	0.969
	0.999
	0.977
	0.0965
	1.014
	1
	1.105
	1.019

	Con6
	1.007
	1.099
	0.781
	1.05
	0.93
	0.979
	0.982
	1.007

	Con7
	1
	1.103
	0.572
	1.174
	0.637
	1
	0.896
	1

	ex02
	0.487
	0.641
	0.413
	0.544
	0.561
	0.528
	0.403
	0.939

	ex04
	0.503
	0.662
	0.507
	0.579
	0.699
	0.54
	0.412
	0.983

	ex05
	0.482
	0.69
	0.452
	0.577
	0.644
	0.558
	0.484
	0.991

	ex06
	0.459
	0.713
	0.299
	0.588
	0.481
	0.534
	0.377
	1.065

	ex07
	0.511
	0.649
	0.464
	0.592
	0.652
	0.548
	0.53
	0.969

	ex09
	0.428
	0.691
	0.462
	0.061
	0.625
	0.576
	0.479
	0.931

	ex11
	0.536
	0.694
	0.412
	0.507
	0.648
	0.546
	0.523
	0.947

	ex12
	0.687
	0.699
	0.313
	0.552
	0.562
	0.542
	0.489
	0.878

	ex14
	0.543
	0.666
	0.39
	0.51
	0.575
	0.553
	0.568
	0.942

	ex18
	0.503
	0.7
	0.469
	0.572
	0.667
	0.586
	0.513
	0.94

	ex21
	0.516
	0.634
	0.457
	0.539
	0.588
	0.587
	0.523
	0.914

	ex25
	0.474
	0.655
	0.466
	0.599
	0.649
	0.542
	0.462
	0.938

	ex27
	0.448
	0.628
	0.35
	0.532
	0.41
	0.649
	0.45
	0.89

	ex29
	0.477
	0.614
	0.406
	0.505
	0.609
	0.561
	0.627
	0.947

	ex30
	0.525
	0.658
	0.497
	0.569
	0.637
	0.565
	0.477
	0.999

	ex32
	0.549
	0.675
	0.365
	0.583
	0.489
	0.553
	0.476
	0.936

	ex34
	0.517
	0.685
	0.345
	0.505
	0.495
	0.524
	0.477
	0.952

	ex36
	0.512
	0.69
	0.511
	0.612
	0.73
	0.577
	0.5
	0.954

	ex38
	0.533
	0.701
	0.477
	0.563
	0.622
	0.546
	0.532
	0.938

	ex40
	0.488
	0.658
	0.426
	0.58
	0.638
	0.579
	0.566
	0.99

	ex42
	0.537
	0.724
	0.357
	0.617
	0.549
	0.557
	0.48
	0.957

	ex43
	0.491
	0.661
	0.484
	0.588
	0.661
	0.58
	0.522
	0.935

	ex45
	0.568
	0.692
	0.397
	0.539
	0.531
	0.53
	0.57
	0.971

	ex49
	0.456
	0.671
	0.491
	0.631
	0.602
	0.607
	0.5
	0.915

	ex50
	0.562
	0.692
	0.395
	0.559
	0.5
	0.577
	0.557
	0.949

	ex51
	0.569
	0.705
	0.342
	0.559
	0.49
	0.556
	0.493
	0.979


Supplementary table 1: The peak ratio values of 7 internal reference probes and 26 COL1A1 MLPA probes are shown for individuals from families 1-4 with a COL1A1 deletion and a healthy control.  
The average peak ratio of 1.II.1 (0.51) compared to the average peak ratio value of 1.II.2 (0.67) points to mosaicism in leukocytes in 1.II.2.  This might also be the case in 3.I.2 who has an average peak ratio value of 0.59.   
