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Only two probands (11%) with genetic diagnoses (SETD1B (ID10),
ERF (ID18)) had CAS without co-occurring neurodevelopmental
disorder diagnoses. One was aged 10;8 years, had average IQ and
was attending a school for children with specific speech and
language impairment. The other child was only 4;7 years and had
not yet had IQ testing because no concerns had been raised by his
treating physician, family or preschool teacher regarding his
general learning ability; however, it is possible that other
neurodevelopmental diagnoses could still be made into the
future. These findings expand the spectrum of phenotypes
associated with these conditions. SETD1B has been previously
associated with epilepsy, intellectual disability and language
delay, and ERF-related craniosynostosis syndrome often includes
speech and language delay, learning difficulties or behavioural
problems; however variable expressivity and incomplete pene-
trance have previously been observed [40].

See attached files for table and figure changes.

Table 1

Table 3a

17

18

Published online: 19 January 2023

www.nature.com/mp Molecular Psychiatry

1
2
3
4
5
6
7
8
9
0
()
;,:

http://crossmark.crossref.org/dialog/?doi=10.1038/s41380-022-01879-y&domain=pdf
http://crossmark.crossref.org/dialog/?doi=10.1038/s41380-022-01879-y&domain=pdf
http://crossmark.crossref.org/dialog/?doi=10.1038/s41380-022-01879-y&domain=pdf
http://crossmark.crossref.org/dialog/?doi=10.1038/s41380-022-01879-y&domain=pdf
http://orcid.org/0000-0003-2739-0515
http://orcid.org/0000-0003-2739-0515
http://orcid.org/0000-0003-2739-0515
http://orcid.org/0000-0003-2739-0515
http://orcid.org/0000-0003-2739-0515
http://orcid.org/0000-0002-9758-9784
http://orcid.org/0000-0002-9758-9784
http://orcid.org/0000-0002-9758-9784
http://orcid.org/0000-0002-9758-9784
http://orcid.org/0000-0002-9758-9784
http://orcid.org/0000-0002-3561-6804
http://orcid.org/0000-0002-3561-6804
http://orcid.org/0000-0002-3561-6804
http://orcid.org/0000-0002-3561-6804
http://orcid.org/0000-0002-3561-6804
http://orcid.org/0000-0002-5143-4146
http://orcid.org/0000-0002-5143-4146
http://orcid.org/0000-0002-5143-4146
http://orcid.org/0000-0002-5143-4146
http://orcid.org/0000-0002-5143-4146
http://orcid.org/0000-0002-3132-1996
http://orcid.org/0000-0002-3132-1996
http://orcid.org/0000-0002-3132-1996
http://orcid.org/0000-0002-3132-1996
http://orcid.org/0000-0002-3132-1996
http://orcid.org/0000-0001-7191-8511
http://orcid.org/0000-0001-7191-8511
http://orcid.org/0000-0001-7191-8511
http://orcid.org/0000-0001-7191-8511
http://orcid.org/0000-0001-7191-8511
http://orcid.org/0000-0002-2311-2174
http://orcid.org/0000-0002-2311-2174
http://orcid.org/0000-0002-2311-2174
http://orcid.org/0000-0002-2311-2174
http://orcid.org/0000-0002-2311-2174
http://orcid.org/0000-0001-5132-0774
http://orcid.org/0000-0001-5132-0774
http://orcid.org/0000-0001-5132-0774
http://orcid.org/0000-0001-5132-0774
http://orcid.org/0000-0001-5132-0774
http://orcid.org/0000-0003-1147-7405
http://orcid.org/0000-0003-1147-7405
http://orcid.org/0000-0003-1147-7405
http://orcid.org/0000-0003-1147-7405
http://orcid.org/0000-0003-1147-7405
https://doi.org/10.1038/s41380-022-01879-y
https://doi.org/10.1038/s41380-022-01764-8
https://doi.org/10.1038/s41380-022-01764-8
www.nature.com/mp


Fig. 3

1
M13/WT

Family 13Y

I

II

1
WT/WT

2
WT/WT

Z M13: 
SPAST c.1160G>A

I-2

II-1

I-1

GG AA T GGGAAGAC

GGAA T GGGAAGAC

GGAA T GGGAAGAC

1
M14/WT

Family 14A1

I

II

1
WT/WT

2
WT/WT

B1 M14: 
SHANK3 c.4290_4291del 

1
M15/WT

Family 15C1

I

II

1
WT/WT

2
WT/WT

D1 M15: 
DIP2C c.4362-1G>A

1
M16/WT

Family 16E1

I

II

1
WT/WT

2
WT/WT

F1 M16: 
SETBP1 c.1273A>T 

1
M18/WT

Family 18G1

I

II

1
WT/WT

H1 M18: 
ERF c.547C>T 

2
M17/WT

1
M17/WT

Family 17I1

I

II

1
WT/WT

J1 M17: 
TRIP12

2:230641603-
230701402dup

2
WT/WT

Fig. 4

The original article has been corrected.
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Attribution 4.0 International License, which permits use, sharing,

adaptation, distribution and reproduction in anymedium or format, as long as you give
appropriate credit to the original author(s) and the source, provide a link to the Creative
Commons license, and indicate if changes were made. The images or other third party
material in this article are included in the article’s Creative Commons license, unless
indicated otherwise in a credit line to the material. If material is not included in the

article’s Creative Commons license and your intended use is not permitted by statutory
regulation or exceeds the permitted use, you will need to obtain permission directly
from the copyright holder. To view a copy of this license, visit http://
creativecommons.org/licenses/by/4.0/.
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