Journal of Medical Genetics

Novambor 2020 Voka 57 s

MG

urnal of Medical Genetics

jmg.bmj.com ¥w BM)

Cover credit: Mosaic patient with
facioscapulohumeral muscular dystrophy
with penetrant phenotype. See Qiu et a/,
page 780.

Adopted as the official Journal of the Canadian
College of Medical Geneticists

~N

This article has been chosen by the Editor to
be of special interest or importance and is
eoimors Teely available online.
CHOICE
This article has been made freely available
online under the BMJ Journals open
access scheme. See http://authors.bmj.com/
open-access/

(OPEN ACCESS

This journal is a member of and
subscribes to the principles of the
Committee on Publication Ethics
http://publicationethics.org/

COP‘E

Member since 2008
JM00012

Grecycle

When you have finished
with this please recycle it

The online version of this article contains multiple

choice questions hosted on BMJ Learning. )

jmg.bmj.com

Contents

Complex traits
725 Understanding polygenic models, their
® development and the potential application of

‘OPEN ACCESS . .
polygenic scores in healthcare
. C Babb de Villiers, M Kroese, S Moorthie

CHOICE

733 Diverse types of genomic evidence converge on

alcohol use disorder risk genes
Y Dai, R Hu, G Pei, H Zhang, Z Zhao, P Jia

Cancer genetics

744 Novel genetic characterisation and phenotype
carrelation in von Hippel-Lindau (VHL) disease
based on the Elongin C binding site: a large
retrospective study

H Xie, K Ma, ] Zhang, B Hong, | Zhou, L Li,
K Zhang, K Gong, L Cai

752 Germline mutations in the new E1" cryptic exon
@ of the VHL gene in patients with tumours of
‘OPEN ACCESS . . . .
von Hippel-Lindau disease spectrum or with
paraganglioma
A Buffer, B Calsina, S Flores, S Giraud, M Lenglet,
P Romanet, E Deflorenne, ] Aller, I Bourdeau,
B Bressac-de Paillerets, M Calatayud, C Dehars,
E De Mones Del Pujol, A Elenkova, P Herman,
P Kamenicky, S Lejeune, ] L Sadoul, A Barlier,
S Richard, ] Favier, N Burnichon, B Gardie,
P L Dahia, M Robledo, A-P Gimenez-Roqueplo

Epigenetics

760 Customised next-generation sequencing
multigene panel to screen a large cohort of
individuals with chromatin-related disorder
G M Squeo, B Augello, V Massa, D Milani,
E A Colombo, T Mazza, S Castellana, M Piccione,
S Maitz, A Petracca, P Prontera, M Accadia,
M Della Monica, M C Di Giacomo, D Mels,
A Selicorni, S Giglio, R Fischerto, E Di Fede, N Malerba,
M Russo, M Castori, C Gervasini, G Merla

November 2020 Volume 57 Issue 11

Phenotypes
769 Arterial complications in classical
Ehlers-Danlos syndrome: a case

series

C Angwin, A F Brady, F M Pope, A Vandersteen,
D Baker, H Cheema, G Sobey, D Johnson,

K von Klemperer, H Kazkaz, F van Dijk,

N Ghali

Neurogenetics

777 Clinical and genetic features of somatic
mosaicism in facioscapulohumeral
dystrophy
L Qiu, Z Ye, L Lin, L Wang, X Lin, | He, F Lin,
G Xu, N Cai, M Jin, H Chen, M Lin, N Wang,
Z Wang

Genotype-phenotype correlations
786 Diurnal variation in autonomic regulation
among patients with genotyped Rett

syndrome
M S Carroll, J-M Ramirez, D E Weese-Mayer

Somatic mosaicism

794 Detecting mosaic variants in patients with
somatic overgrowth syndromes using
cell-free circulating DNA and deep
sequencing
W Shen, ] Flores-Daboub, D Viskochil, S L Dugan,
H D Best, R Mao

‘saifojouyoal Jejiwis pue ‘Buiuresy |v ‘Buluiw elep pue 1xal 01 pale|al sasn 1o Buipnjoul ‘1ybliAdod Aq palosalold

‘looyasaboysnuwisel] v17-739 uawiiedad 1e 620z ‘T AelN uo jwoo fwa Bwly:dny woly papeojumod "020Z JoqWaAoN T uo se paysijgnd isiiy :1ous


http://jmg.bmj.com/

