BMJ Publishing Group Limited (BMJ) disclaims al liability and responsibility arising from any reliance

Supplemental material placed on this supplemental material which has been supplied by the author(s J Med Genet
3,480,000 3,490,000 3,500,000 3,510,000 3,520,000 3,530,000
1l Il Il Il Il oL Il oL n L L L
ZNF597 ottt
NAAG60 iso1
NAAGO iso2
CpG islands
=100 7w
8 = % ’ ° ey T T8 " e om
s o o Control
(s} o
£ 50 — o
Z ®
g 0 ° @fgno
C 100 100 100
£ 80 80- 80- oPt
c
S 60 604 A 60
P66 ®60 5o
Z 404 401 7 404
[0}
= 20 201 o o . 204 ° o O o
o [
0 0 0
ZNF597:3' DMR ZNF597:TSS-DMR NAAG0 iso2 promoter

Supplementary Figure 2. Methylation analysis of the ZNF597/NAA60 imprinted domain in buccal cell
samples. (A) Schematic representation of the ZNF597/NAA60 imprinted domain on chromosome 16,
showing the location of the CpG islands. (B) Methylation levels of 73 CpG sites across the domain by the
Infinium MethylationEPIC BeadChip analysis for the buccal cell genomic DNA from the patient (purple dots)
and 20 control subjects (grey dots; average values are shown). (C) Pyrosequencing confirmation of the
methylation levels for the ZNF597:3' DMR, ZNF597:TSS-DMR, and NAAG6Q isoform 2 promoter. Purple dots
show methylation levels of buccal cell DNA of the patient. Violin plots in the ZNF597:3' DMR and
ZNF597:TSS-DMR show the distribution of methylation for 69 control buccal cell samples, including the
medians (bold lines) and interquartile ranges (dotted lines).
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