
Contents

jmg.bmj.com

March 2024 Volume 61 Issue 3

Journal of Medical Genetics

Diagnostics
207 Variant reclassification and clinical implications

N Walsh, A Cooper, A Dockery, J J O'Byrne

Genotype-phenotype correlations
212 Spectrum of LYST mutations in Chediak-Higashi 

syndrome: a report of novel variants and a 
comprehensive review of the literature
M Morimoto, E-R Nicoli, C Kuptanon, J C Roney, 
J Serra-Vinardell, P Sharma, D R Adams, J I Gallin, 
S M Holland, S D Rosenzweig, J Barbot, C Ciccone, 
M Huizing, C Toro, W A Gahl, W J Introne, 
M C V Malicdan

224 Whole exome sequencing of 491 individuals 
with inherited retinal diseases reveals a large 
spectrum of variants and identification of novel 
candidate genes
T Hayman, T Millo, K Hendler, I Chowers, M Gross, 
E Banin, D Sharon

232 Genetic complexity of diagnostically unresolved 
Ehlers-Danlos syndrome
A M Vandersteen, R A Weerakkody, D A Parry, 
C Kanonidou, D J Toddie-Moore, J Vandrovcova, 
R Darlay, J Santoyo-Lopez, A Meynert, NIHR 
BioResource, H Kazkaz, R Grahame, C Cummings, 
M Bartlett, N Ghali, A F Brady, F M Pope, 
F S van Dijk, H J Cordell, T J Aitman

239 Congenital anaemia associated with  
loss-of-function variants in DNA polymerase 
epsilon 1
I Takeuchi, K Tanase-Nakao, A Ogawa, 
T Sugawara, O Migita, M Kashima, T Yamazaki, 
A Iguchi, Y Naiki, T Uchiyama, J Tamaoki, 
H Maeda, H Shimizu, T Kawai, K Taniguchi, 
H Hirata, M Kobayashi, K Matsumoto, K Naruse, 
K Hata, H Akutsu, T Kato, S Narumi, K Arai, 
A Ishiguro

Developmental defects
244 Loss-of-function variants in ZEB1 cause 

dominant anomalies of the corpus callosum with 
favourable cognitive prognosis
S Heide, E Argilli, S Valence, L Boutaud, N Roux, 
C Mignot, C Nava, B Keren, K Giraudat, 
A Faudet, A Gerasimenko, C Garel, E Blondiaux, 
A Rastetter, D Grevent, C Le, L Mackenzie, 
L Richards, T Attié-Bitach, C Depienne, E Sherr, 
D Héron

250 Short-read whole genome sequencing identifies 
causative variants in most individuals with 
previously unexplained aniridia
H N Hall, D Parry, M Halachev, K A Williamson, 
K Donnelly, J Campos Parada, S Bhatia, J Joseph, 
S Holden, T E Prescott, P Bitoun, E P Kirk, 
R Newbury-Ecob, K Lachlan, J Bernar, 
V van Heyningen, D R FitzPatrick, A Meynert

Novel disease loci
262 CCDC66 mutations are associated with high 

myopia through affected cell mitosis
X Chen, P Tong, Y Jiang, Z Cheng, L Zang, Z Yang, 
W Lan, K Xia, Z Hu, Q Tian

Cancer genetics
270 Risk perception and surveillance uptake in individuals 

at increased risk for pancreatic ductal adenocarcinoma
D Nguyen, O Gilad, C M Drogan, Z Eilers, C Liao, 
S S Kupfer

276 Functional annotation with expression validation 
identifies novel metastasis-relevant genes from post-
GWAS risk loci in sporadic colorectal carcinomas
L F Thean, M Wong, M Lo, I Tan, E Wong, F Gao, 
E Tan, C L Tang, P Y Cheah

284 Mosaic BRCA1 promoter methylation contribution 
in hereditary breast/ovarian cancer pedigrees
M Schwartz, S Ibadioune, A Chansavang, S Vacher, 
S M Caputo, H Delhomelle, J Wong, K Abidallah, 
V Moncoutier, V Becette, T Popova, V Suybeng, 
A De Pauw, M-H Stern, C Colas, E Mouret-Fourme, 
D Stoppa-Lyonnet, L Golmard, I Bieche, 
J Masliah-Planchon

Cognitive and behavioural genetics
289 Intellectual disability syndrome associated with 

a homozygous founder variant in SGSM3 in 
Ashkenazi Jews
R Birnbaum, S Ezer, N S Lotan, A Eilat, K Sternlicht, 
L Benyamini, O Reish, T Falik-Zaccai, G Ben-Gad, 
R Rod, R Segel, K Kim, B Burton, C E Keegan, 
M Wagner, L B Henderson, N Mor, O Barel, Y Hirsch, 
V Meiner, O Elpeleg, T Harel, H Mor-Shakad

Neurogenetics
294 Reduced penetrance of gene variants causing 

amyotrophic lateral sclerosis
A G L Douglas, D Baralle

61

3

V
olum

e 61 Issue 3 Pages 207–297 
JO

U
RN

A
L O

F M
ED

IC
A

L G
EN

ETIC
S 

    
M

arch 2024

March 2024  Volume 61  Issue 3

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

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

This article has been made freely available
online under the BMJ Journals open
access scheme. See http://authors.bmj.com/ 
open-access/

The online version of this article contains multiple 
choice  questions hosted on BMJ Learning.

Member since 2008
JM00012

 on M
arch 20, 2024 by guest. P

rotected by copyright.
http://jm

g.bm
j.com

/
J M

ed G
enet: first published as on 1 M

arch 2024. D
ow

nloaded from
 

http://jmg.bmj.com/

