Accepted Manuscript

=

5,10-methenyltetrahydrofolate synthetase deficiency causes a MO]ﬁCUlﬂr GeﬂetICS
neurometabolic disorder associated with microcephaly, epilepsy,
and cerebral hypomyelination

Lance H. Rodan, Wanshu Qi, Gregory S. Ducker, Didem
Demirbas, Regina Laine, Edward Yang, Melissa A. Walker,
Florian Eichler, Joshua D. Rabinowitz, Irina Anselm, Gerard T.

Berry

PII: S1096-7192(18)30114-8

DOI: doi:10.1016/j.ymgme.2018.06.006
Reference: YMGME 6364

To appear in: Molecular Genetics and Metabolism
Received date: 20 February 2018

Revised date: 12 June 2018

Accepted date: 12 June 2018

Please cite this article as: Lance H. Rodan, Wanshu Qi, Gregory S. Ducker, Didem
Demirbas, Regina Laine, Edward Yang, Melissa A. Walker, Florian Eichler, Joshua D.
Rabinowitz, Irina Anselm, Gerard T. Berry , 5,10-methenyltetrahydrofolate synthetase
deficiency causes a neurometabolic disorder associated with microcephaly, epilepsy, and
cerebral hypomyelination. Ymgme (2017), doi:10.1016/j.ymgme.2018.06.006

This is a PDF file of an unedited manuscript that has been accepted for publication. As
a service to our customers we are providing this early version of the manuscript. The
manuscript will undergo copyediting, typesetting, and review of the resulting proof before
it is published in its final form. Please note that during the production process errors may
be discovered which could affect the content, and all legal disclaimers that apply to the
journal pertain.


https://doi.org/10.1016/j.ymgme.2018.06.006
https://doi.org/10.1016/j.ymgme.2018.06.006

5,10-methenyltetrahydrofolate synthetase deficiency causes a neurometabolic disorder
associated with microcephaly, epilepsy, and cerebral hypomyelination

Lance H. Rodanl’z’*, Wanshu Qil, Gregory S. Ducker3, Didem Demirbasl, Regina Lainez, Edward
Yang4, Melissa A. Walkers, Florian Eichlers, Joshua D. Rabinowitz3, Irina Anselmz’**, Gerard T.

Kk kkok
1%,

Berry

! Division of Genetics and Genomics, The Manton Center for Orphan Disease Research, Boston
Children’s Hospital, Boston, MA, USA

2 Department of Neurology, Boston Children’s Hospital, Boston, MA, USA

3 Lewis-Sigler Institute for Integrative Genomics, Department of Chemistry, Princeton
University, Princeton, NJ, USA

4 Department of Radiology, Boston Children’s Hospital, Boston, MA, USA

> Department of Neurology, Massachusetts General Hospital, Harvard Medical School, Boston,
MA, USA

" Correspondence to: L. Rodan, 300 Longwood Ave, Boston Children’s Hospital, 02115, Boston,
MA, USA

*

" Correspondence to: G. Berry, 3 Blackfan Cir, Boston Children’s Hospital, CL14070, 02115,
Boston, MA, USA

E-mail addresses: Lance.Rodan@childrens.harvard.edu (L.Rodan),
gerard.berry@childrens.harvard.edu (G. Berry)

" These senior authors contributed equally to this work.



Download English Version:

hitps://daneshyari.com/en/article/11010903

Download Persian Version:

https://daneshyari.com/article/11010903

Daneshyari.com


https://daneshyari.com/en/article/11010903
https://daneshyari.com/article/11010903
https://daneshyari.com

