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splicing Slovakia, Czech
. Frameshift after
2 | c.198GG—ATT | Frameshift | c.198GG—ATT phel0 1 Italy
3 L25P Missense c241T—-C Leu25Pro 2 Germany
4 E42A Missense c.292A—C Glu42Ala 1 UK
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1. Early Cranial Suture Closure
2. Midface



EY 55 b ol Gl 2 055 JSN e s sk ol A

dosmon lgdl (Suly (IS (392 Bl g aily Sl Y

W1o3yS5 48y 53 4 ©y50 e Sl 1000 (e Gl (5 Mgma Y
4 33)5 (o0 ol (ul 9 1)1 1) 393 (b a3y Sl § ol SE &S cal b 3
5039305 oo jl gt alols .l ailo gy 9 48 93 (i & oy 5laS &y padle Oj90
sy o0 55 4 (T el ST) ool 2

s G811 Uy 0l g8 Cannnd SN €

csolod (991 By B 4 (63,190 50 9 £ 9 Vo CmdliSSl by (T iy e 4y =0
aobp i | gS o 5l glabadis b g cawd gl Jolw 3 i Jlo s JolST 5 il
ObMine 53 (g B9 oo ;01 et 0 b el &8 wmd o0 &) (ggs]) 005 (532,
ole Juato caely cplplly g 0315 25 b g Csd (gl Jols 53 5] S oyl ol pg a4y
Blo (glaaiss 598 0 RIS, 4 g Cund oSl o ploal 3)lge (352 55§ Cmgy
(B9ye (8 CISe «(5)S5 J aaomen B3 )Lid (il e 0y ) el 0lsS
OMSutio sl Jgomo > 1 5 @l (5395 ()3 35 (uolis 05w 4y dianly 5 (54lS ¢ o)55
W5 Jmlgd 03 e 9 05 3 o)1l e laber 3529 0l 5l Gl 0005 Gye s iSO

A wd Saile s -1

4 )8 Sl | By Mo (5365 5| By )3 (50,5 (S (Skimunr -V

-JJ]OM w.ﬁ

3. Midface Hypoplasia

4. Exophthalmos

5. Fusion of the Toes

6. Apoptosis

7. Increased Intracranial Pressure (ICP)
8. Mental Retardation

9. Cervical Spinal Fusion
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10. Skeletal Abnormalities
11.. Webbing of the Toes
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12. Eugene Charles Apert
13. Cranyosynostosis

14. Fontanelle

15. Sporadic

16. Autosomal Dominant
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17. Growth Factor Receptor-Bound Protein 2

18. Son Of Sevenless

19. Mitogen-Activated Protein Kinases (MAPKs) Cascade
20. Syndactyly
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