Supp Figure 1. ATRX signature, Visual inspection
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Supp Figure 2. AUTS18/CHDS8 signatures, Visual inspection

A. AUTS18/CHDS8_1
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Supp Figure 3. CdL signature, Visual inspection
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Supp Figure 4. CHARGE signatures, Visual inspection

A. CHARGE/CHD7_1
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Supp Figure 5. Kabuki signatures, Visual inspection
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| Kabuki_13
| Kabuki_12
Kabuki_11

Kabuki_5
Kabuki_7
Kabuki_2

Kabuki_6
Kabuki_10

Kabuki_3
Kabuki_8
Kabuki_4
Kabuki_9
Kabuki_1

Kabuki_13

Kabuki_12

Kabuki_11

Kabuki_3

PC2 (8.3 %)

PC2 (6 %)

Kabuki_7
I. L]
Kabuki_5
05 Kabuki_9
" L]
.
Kal:ukij
Kabu;i_1 ] I Variant type, carrier gender
i Control F
Kabuki_6
00 .U - " s % = Control M
Kabuki 13 @ Pathogenic F
Kabuk.i 10 ¢ = Pathogenic M
y - VUSF
Kat:uki_4
1
Kabuki_8 - .
Kabuki_2
08 Kabuki_12
o °
Kabuki_11
.
-2 -1 0 1
PC1 (421 %)
0.50 "
Kabuki_12
L]
0.25 :
Kabuki g3 =~ Kebuki7e
- Kabuki_3
2 Kabukl
L WKI_B K b Ki Variant type, carrier gender
=  Kabuki_4 o Rabu i_5 Control F
0.00 » Kabuki_10 ontrol
= Control M
N Kabuki_9 « Pathogenic F
- ; = = Pathogenic M
Kabuki_11
UKl KakaukLG . VUSF
02 r Kabuki_2
L]
-0.50
L]
-1.0 -0.5 1.0 15

0.0 0.5
PC1 (46.2 %)



Supp Figure 6. MRXSCJ/KDM5C signatures, Visual inspection

A. MRXSCJ/KDM5C_1
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Supp Figure 7. RSTS/CREBBP signature, Visual inspection
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Supp Figure 8. Sotos/NSD1
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Supp Figure 9. TBRS/DNMT3A signature, Visual inspection
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Supp Figure 10. WDSTS/KMTZ2A signatures, Visual inspection
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