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10  Case-only exome sequencing and complex 

disease susceptibility gene discovery: study 

design considerations L Wu, D J Schaid, H Sicotte, 
E D Wieben, H Li, G M Petersen

17  Pseudogene in cancer: real functions and 

promising signature L Xiao-Jie, G Ai-Mei, J Li-Juan, 
X Jiang

Cancer genetics
25  Genomic variations integrated database for 

MUTYH-associated adenomatous polyposis 
P Grandval, A J Fabre, P Gaildrat, S Baert-Desurmont, 
M Blayau, M-P Buisine, F Coulet, C Maugard, 
S Pinson, A Remenieras, E Rouleau, N Uhrhammer, 
C Beroud, S Olschwang

Genotype-phenotype correlations
28  Next-generation sequencing of nine atrial 

fibrillation candidate genes identified novel de 

novo mutations in patients with extreme trait of 

atrial fibrillation C-T Tsai, C-S Hsieh, S-N Chang, 
E Y Chuang, J-M J Juang, L-Y Lin, L-P Lai, 
J-J Hwang, F-T Chiang, J-L Lin

37  EIF4G1 is neither a strong nor a common risk 

factor for Parkinson’s disease: evidence from 

large European cohorts J Huttenlocher, 
R Krüger, P Capetian, K Lohmann, K Brockmann, 
I Csoti, C Klein, D Berg, T Gasser, M Bonin, O Riess, 
P Bauer

OPEN ACCESS

Contents

Functional genomics
42  Differential increases of specific FMR1 mRNA 

isoforms in premutation carriers D I Pretto, 
J S Eid, C M Yrigollen, H-T Tang, E W Loomis, 
C Raske, B Durbin-Johnson, P J Hagerman, F Tassone

Epigenetics
53  Exhaustive methylation analysis revealed 

uneven profiles of methylation at IGF2/ICR1/
H19 11p15 loci in Russell Silver syndrome 
S Azzi, V Steunou, J Tost, S Rossignol, N Thibaud, 
C D Neves, M L Jule, W A Habib, A Blaise, Y Koudou, 
F Busato, Y L Bouc, I Netchine

Developmental defects
61  WWOX-related encephalopathies: delineation of 

the phenotypical spectrum and emerging 

genotype-phenotype correlation C Mignot, 
L Lambert, L Pasquier, T Bienvenu, A Delahaye-Duriez, 
B Keren, J Lefranc, A Saunier, L Allou, V Roth, 
M Valduga, A Moustaïne, S Auvin, C Barrey, 
S Chantot-Bastaraud, N Lebrun, M-L Moutard, 
M-C Nougues, A-I Vermersch, B Héron, E Pipiras, 
D Héron, L Olivier-Faivre, J-L Guéant, P Jonveaux, 
C Philippe

January 2015 Volume 52 Issue 1

Cover credit: Brain imaging and ERG in 

WWOX-related encephalopathy, from 

Mignot et al., pg 66.

Adopted as the offi cial Journal of the Canadian 

College of Medical Geneticists

This article has been chosen by the Editor to 

be of special interest or importance and is 

freely available online.

This article has been made freely available 

online under the BMJ Journals Open 

Access scheme. See http://jmj.bmj.com/
site/about/guidelines.xhtml#open

This journal is a member of and subscribes to  

the principles of the Committee on Publication  

Ethics 

http://publicationethics.org/

OPEN ACCESS

The online version of this article contains multiple 

choice questions hosted on BMJ Learning. 

jmedgenet_50_1_OBC.indd   1 04/12/12   9:35 PM

Receive regular table of contents 
by email. Register using this QR code.

 on A
pril 28, 2024 by guest. P

rotected by copyright.
http://jm

g.bm
j.com

/
J M

ed G
enet: first published as on 1 January 2015. D

ow
nloaded from

 

http://jmg.bmj.com/

