PHF8 MUTATIONS

¢ c.143A>G; p.(Tyr48Cys)
— o ¢.144C>A,; p.(Tyr4s")

@ c.257C>T; p.(Thr86Met)

) »  METABOLIC IMBALANCE IN
s 0 ¢.377delT; p.(Leut26Argfs™3)
597-603del; }
p.Ser98_ _ )
Thr198del 0 c.520A>T; p.(Lys177%)

200 HO c.596 +1G>A

————0¢.631C>T; p.(Arg211%)

BOC.738_739insT;
I SYNDROME
0 e \0 ¢.808C>T; p.(Arg270Cys)
Exon 9- O ¢.836C>T; p.(Phe279Ser)
MO c.862C>T; p.(GIn288"*) ) 4

10 del; fs
- X"??ﬁ@fﬁﬁt’zm IMBALANCE IN EPIGENETICS METABOLITES

B c.1027C>T; p.(GIn343*)
O ¢.1141+5G>C

¢ ¢.1150G>A; p.(Glu384Lys
ol >A; p.(Glu
D 4
W C.1627-1G>A
5 W C1731-2A5G
prodees T oo EPIGENOME ALTERATIONS
study " pArge53") -~ , —
N W c.1965_1966dup;
¢ 700 \ p.(Glu656Valfs*174) }
Predicted Ec 6delG:
V‘i':jé';is ;.gfu;gGArgfs*mS) - — Defects on
o0o oo | > ) cell renewall »
o]
& Jmjc ~
vartat R and fate
T .
Mental disorders
M Oc.2760dupC;

1000 b (Thi921Hisfs*19) (Siderius-Hamel Syndrome)

Adapted from Sobering et al., 2023
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