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V1;49 -0.1 | normal LOY discordant
V2339 0.09 normal|  LOY other
V2?41 -0.11 | normal LOY other
V2249 -0.08 | normal LOY discordant
V3213 -0.1 | normal LOY discordant
V3(8599 -0.08 normal LOY discordant
V3§O7 -0.11 normal LOY discordant
V3223 -0.13 normal LOY discordant
V4g70 -0.1 | normal LOY discordant
V4§17 -0.09 normal| LOY | discordant

Table S1: Discordant calls of EGCUT data sets. Data of some one
case with discordant and other classification by MADIoy are visually
inspected in Figure S3.
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Figure S1: Panels A and C show LRR and mLRR-Y of chromosome Y.
Panels B and D show LRR and BAF of chromosome X of two samples
from ECGUT dataset that were called as “discordant” (V39233) and
“other” (V26411)

MADIloy. Sample V39233 (panels A and B) has been classified as
“discordant” due to a decreased LRR (panel A, blue line) than
expected (panel A, orange line) but no clear BAF split is visible in
PAR1, PAR2 (panel C, Blue boxes) and XTR (panle C, orange box) in
chromosome X. Sample V26411 (panels C and D) has been classified
as “other” due to a decreased LRR(C, blue) than expected (panel C,
orange line). However, by looking at chromosome X plot (panel D), it
can be seen a 2-band BAF split caused by the presence of an XX
sample contamination that will also decrease the expected
chromosome Y dosage in the sample.
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Figure S2: Simulation results for quantitative traits (e.g. age) for
different methods. MADIloy: uses mLRR-Y information, Threshold:
MLRR-Ywres (Fosberg et al., 2014), and Quantitative: mMLRR-Y quant
(Wright et al., 2017). Each panel shows the results for different
sample sizes (from left to right and top to bottom: 200, 300, 500, 750,
1000, 1500). The study assess the power (p-value<107) to detect
differences in the mean of the quantitative trait in the range 1.5 up to
4. The scenarios and how data are simulated are described in the
Methods Section of the main manuscript.
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Figure S3: Simulation results for binary traits (e.g. case/control) for
different methods. MADIloy: uses mLRR-Y information, Threshold:
MLRR-Ywres (Fosberg et al., 2014), and Quantitative: mLRR-Y guant
(Wright et al., 2017). Each panel shows the results for different
sample sizes (from left to right and top to bottom: 200, 300, 500, 750,
1000, 1500). The study assess the power (p-value<107) to detect
differences between cases an controls at different levels (odds ratios
ranging from 1 up to 8). The scenarios and how data are simulated
are described in the Methods Section of the main manuscript.
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Figure S4: Panels A and C show LRR and mLRR-Y of chromosome Y.
Panels B and D show LRR and BAF of chromosome X of two samples
from TCGA dataset who were called as GOY. Sample TCGA-K4-AAQO-
01A has an increased mLRR-Y (blue line panel A) which is far from the
expected value (orange line panel A). Additionally, the LRR and BAF
plot of chromosome X (panel C) shows a BAF split in the PAR1, PAR2
(blue boxes) and XTR (orange boxes), compatible with the allelic
imbalance between the two Y and one X chromosome in the sample
analyzed. The same is observed for sample TCGA-DK-A3IT-01A, where
the mLRR-Y (panel B) and the LRR and BAF plot of chromosome X
(planel D) shows the same pattern.



