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Abstract

MRAKERG. XAREZBELU T, TWISTIOREDOT I /BREBRZRE (p.Glul17Asp ) Ik, BEF
REFHESECEBEMEZETA L ZHATHO TRL., BEFMELTHRE. American
Journal of Medical GeneticsihIC EHEEE UL TRXRERL 2, TWISTIO/N7OF£ICKY), B
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EOATOEAMTI /BEBRZTE (p.Glul17ValB & T¥p.Glu117Gly ) & RV TWIST2M T N ( p.
Glu75Ala, p.Glu75GIn & &K U'p.Glu75Lys ) Ik V), TN EF hSweeney-CoxJiE{ZEE. Barber-Say/A
blepharon-MacrostomiafE{&R B A" FIE T 5. Sweeney-CoxiE{& & & Barber-Say/Alepharon-Macros
tomiafE/R A (d. MIBRE, REMBMELEOEROBIHEHRBICIF D, —F5 T, Saethre-Chotzen
fEIREE & Sweeney-CoxfEMREEA", HBBOXRBAEEZZE OAICOVTRTHEATH > =, HRAXREE
. WIREE, IREMEELEEZRD, BREGRECHASREEEHRSEZRO-EHBELC
NMLUT, HENBEFENTZTV., TWISTIOBREMEFICHERRZR(p.Glu117Asp)Z2B®. S
weeney—CoxEIREE & ML 1=, In silicod K O BRI Din vivoD BT ER D S AZEEDREMES
TRENZ, ChETSaethre-ChotzenfERF ICHHAMNEEA SN TE-HEERERHASEZ
TWISTIDHEENZER (p.Glu117Asp ) 28 9 3Sweeney-CoxIEREEETERO =, XEED
FEERSEHESEUNORBEE DS < &, Barber—Say/Ablepharon-MacrostomiafiE iR B & 18
LTV, REBETE, pGul17Z, BUL<KEBBRZEDTI /B THIASpANERTHIZEEICK
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weeney-CoxiEIRE ZRIE, HDVREBEIEMELRD EEZ SN,

In the present study, we documented a boy with the ablepharon, hypertelorism, and bilateral
coronal suture craniosynostosis who had a de novo heterozygous mutation in the basic domain of
TWIST1, i.e., ¢.351C>G p.Glu117Asp. In silico and in vivo evidence supported the pathogenicity of
this variant. Sweeney-Cox syndrome appears to share many characteristics with Barber-Say and
ablepharon-macrostomia syndromes except for craniosynostosis, which is a cardinal feature of
Saethre-Chotzen syndrome.
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Research on pathophysiology and early diagnosis of craniosynostosis
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2. MIRERAEEOBE R

In the present study, we documented a boy with the ablepharon, hypertelorism, and bilateral coronal suture craniosynostosis who had
a de novo heterozygous mutation in the basic domain of TWIST1, i.e., ¢.351C>G p.Glu117Asp. In silico and in vivo evidence supported
the pathogenicity of this variant. Sweeney—Cox syndrome appears to share many characteristics with Barber—Say and ablepharon—
macrostomia syndromes except for craniosynostosis, which is a cardinal feature of Saethre—Chotzen syndrome.
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