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Supplementary Figure 1. The NIPT FCAD workflow.
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Supplementary Figure 2.
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Evaluation of the parameter o in the presence of
maternal duplication. The relationships between the parameter o and the real
maternal CNV effect are plotted for chromosomes 13, 18 and 21 in the case of
fetal concentrations of 5%, 10% and 15%, respectively. Red lines represent the
function y = x. The P-value in each plot was computed using the Shapiro-Wilk
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Supplementary Figure 3. Evaluation of the parameter o in the presence of
maternal deletion. The relationships between the parameter o and the real
maternal CNV effect are plotted for chromosomes 13, 18 and 21 in the case of
fetal concentrations of 5%, 10% and 15%, respectively. Red lines represent the
function y = x. The P-value in each plot was computed using the Shapiro—-Wilk
test.



—C

<

20140513_155119_005_BL1561.cy750K cychp: Copy Number State (segments)

14|
20140513_155119_005_BL1561.cy750K cychp: Weighted Log2 Ratio
Fip N 07 y Sy s ikl g s
120140613_165113_005_BL1561.cy750K cychp: Copy Number State

201&0513 155119_005_BL1561.cy750K cychp: Allele Peaks

mu;v

20140513_155118_005_BL1561.cy750K cychp: SmouthSmna]

.._,l_tl_’;“_“i“_.,%“.!_

S WS SRS SR s e e ARSI -

I

_201 40513_155119_005_BL1561.cy750K cychp: Mosaic Copy Number State (segmen;s)

(-]
DoV

Markers CytoScan 750K Array dbSnp: 132 NetAffi: 32.3

0000kb 25000kh 30000kh

1
1
1
1

14

T A T
AN L A CTRTE Y L AR

1
1
1
|
1
1
1
1

1
]

40000kh

LML

"

21,2

L

22,11

vl< oT

| == Detail view N[ QC and Sample Info N I 2 Chromosome Summary Data N |

L

~
v

Supplementary Figure 4. Confirmation of maternal duplication in chromosome
21 in EK01875 using SNP-array.
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Supplementary Figure 5. Confirmation of maternal duplication in chromosome
21 in BD01462 using SNP-array.



