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Section name or page 
number in the thesis  Error in the thesis Correction 

List of constituent 
scientific papers in this 
thesis, Related scientific 
papers and Additional 

scientific papers 

The volume and article 
number are missing from 
the published constituent, 
related and additional 
scientific papers in the 
thesis. 

Corrected references below. 

Page 14 (Figure 5) 

Both pathogenic variants 
are shown on the sister 
chromatids of a 
chromosome. 

Each chromosome should have a 
genetic variant. The corrected 
figure is presented below. 

Page 26 

Currently approved 
targeted cancer treatments 
include immunotherapies 
and immune checkpoint 
inhibitors.  

Currently approved targeted 
cancer treatments include 
immunotherapies as cancer 
vaccines, CAR T-cells, immune 
checkpoint inhibitors and some 
monoclonal antibodies. 

Page 30 (Table 3) 

Swedish National patient 
Register - Congenital 
diagnoses. Details on 
inpatient and outpatient 
stays since 1987 and 2001. 

Swedish National Patient 
Register - Congenital diagnoses. 
The register starts in 1964. 
Details on nationwide inpatient 
and outpatient stays since 1987 
and 2001, respectively, although 
outpatient care coverage does not 
reach 100%. 

Page 32 (Figure 10) 
Short read whole genome 
sequencing workflow 
used. 

Short read whole genome 
sequencing workflow used 
(Illumina Inc). 

Page 34 (Figure 12) Overview of droplet 
digital PCR. 

Overview of droplet digital PCR 
used (Bio-Rad). 

Page 34 (Figure 13) The principle of MS-
MLPA. 

The principle of MS-MLPA 
(MRC-Holland, Amsterdam, The 
Netherlands). 

Page 42 (Figure 17) De novo nonsense FBN1 
p.C805*. 

De novo frameshift variant 
resulting in premature stop codon 
(FBN1 p.C805*). 

Page 42 

The second patient was a 
woman with MFS caused 
by a de novo FBN1 
nonsense variant 
(p.C805*) –a mutation 
resulting in an early stop 
in RNA translation. 

The second patient was a woman 
with MFS caused by a de novo 
FBN1 frameshift variant 
(p.C805*) –a two base-pair 
deletion changing the reading 
frame and resulting in an early 
stop in RNA translation. 
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Corrected Figure 5: 

Figure created with BioRender.com. 

 

 


