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Figure S5: Results and coverage comparison for subject NA02387 Subject is known to carry
duplication in Exons 2-30, largely detected by geneCNYV, except for three exons with coverage
levels very similar to those expected for normal copy number states (a) GeneCNV results in-
cluding three non-contiguous exons (Exons 10, 23, 26) which were called as “normal” instead
of duplicated (b) Normalized coverage comparison between distribution of training samples
(boxes) and sample NA02387 (red dots). Normalized coverage is computed as proportion of in-
dividual target coverage relative to total coverage across DMD. Boxplot configured as in Figure
S2. (c) Plot illustrating relationship between mean normalized training sample coverage and
coverage for NA02387. Identity line displayed for reference and duplicated exons highlighted
in red. Exons 10, 23, 26 marked for both (b) and (c).
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