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Supplementary Figure 1. Results of copy number (CN) ddPCR assays in subject

F6A.

This male individual harbors a duplication that includes GPR7071 and its neighboring

centromeric genes, up to CD40LG. As control, a typical X-LAG subject (shown here is a

familial male case') was analyzed in the same experiment. Blood-derived DNA was used

for analysis in all subjects. The calculated CN along with Poisson-based 95% confidence

intervals (CN range bars) are shown for each gene. Note that two assays located at the

5"and 3' end of GPR101 coding sequence were employed. The dotted red lines crossing

the y axis at CN value 1.5 represents the threshold for duplication in male.
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Metric H3K27AC_NP2 Input

Raw reads 43,045,289 42,202,414
Clean reads 42,557,047 41,167,271
Clean ratio 0.9744 0.9724

GC content 51.62% 46.55%
Q20 raw 98.21% 97.05%
Q30 raw 95.25% 92.63%
Q20 clean 98.60% 97.73%
Q30 clean 95.94% 93.79%
Low-quality bases 789,318 1,558,626
Too many N 5,166 56,702

Too short 182,000 454,958
Clean reads 42,557,047 41,167,271
Mapped 42,125,901 (98.99%) 37,797,207 (91.81%

Unique mapped
Duplicate unique mapped

Unique mapped (deduplicated)

)
41,358,993 (98.18%) 36,080,138 (95.46%)
11,646,828 (28.16%) 17,149,209 (47.53%)
29,712,165 (69.82%) 18,930,929 (45.99%)

Supplementary Table 1. Trimming and mapping statistics for the H3K27ac ChlP-seq

experiments.



Metric NP1 NP2

Alignment (bowtie2 |Trimmed read pairs: 76,459,876; Trimmed read pairs: 77,466,765;

17
18

to hg38) Concordantly aligned (1x): 52,187,074; Concordantly aligned (1x): 55,016,947;
Concordantly aligned (>1x): Concordantly aligned (>1x):
21,400,016 18,966,136

Read pairs after 60,453,018 62,839,370

quality filtering
Read pairs after
deduplication
Mitochondrial reads
(after deduplication)
Deduplicated read
pairs after chr
filtering

Number of peaks
after filtering
Fragments in peaks
(Fip)

50,017,838 (82.7%)

729,660 (1.46%)

49,234,483 (98.4%)

110,164

21,616,600 (43.91%)

56,119,764 (89.3%)

703,904 (1.25%)

55,334,073 (98.6%)

57,786

7,007,865 (12.66%)

Supplementary Table 2. QC metrics for the ATAC-seq experiments.
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Supplementary Table 3. Multiple SV analysis file.
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