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Rare -
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p.Arg279Pro
Case 1 Case 2
Patient
Direct 1
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LUGGTGA

Father
Direct
sequencing

0 GGETGAG
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Direct
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ADW

318 a.a.

XL

Paternal

) O
PyF=3> SP+> <PyR

(CG1 — CG6)
Methylation index (%)

Maternal

Case 1 Case2 Case3 Controls (n=50)
Median {Range)

CG1 57 55 55 58 (49 ~ 66)
CcG2 56 55 56 81 (52 ~ 68)
CcG3 46 45 46 48 (41 ~ 54)
CcG4 48 47 48 48 (42 ~ 55)
CG5 58 62 59 67 (55 ~72)
CcG8 60 60 60 64 (55 ~ 71)
Case 3 Methylation index (%)
CG1CG2 1 CG3CG4 CG5 CG6

55% 56% | 46% 48% 59% 60%
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