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Aim 
To identify children at risk for receptive Specific 
Language Impairment (SLI) by identifying involved 
genes and relating this to understanding the basic 
biological determinants of SLI. 
 
Project Outline/Methodology 
Receptive SLI is an enigmatic disorder that presents 
first in children. Affected subjects have difficulties 
understanding spoken language, although they have 
normal non-verbal abilities. The Study identified a 
large group of children who had severe receptive SLI. 
All were assessed by a multi-disciplinary team at 
school entry and then studied 5 years later with a 
detailed examination of their difficulties and 
strengths. Their siblings were similarly assessed and 
all members of the family over the age of 5 years 
underwent a specialist test of auditory memory with 
an analysis of their ability to repeat nonsense words.  
All members of the family gave either a blood sample 
or a saliva sample for genetic investigation. The 
results of the childrens’ language skills and their 
abilities to accurately reproduce nonsense word 
production were assessed against a full analysis of 
their genome in an attempt to identify any genes 
linked to the disorder.   
 
Key Results 
58 children with severe receptive SLI and 274 family 
members participated. The study found that 
expressive language (the ability to speak) was also 
always severely affected in receptive SLI, and 
virtually none of the children achieved language 
levels in the normal range at the point of study.  The 
main underlying problem was difficulty in the specific 
part of memory for types of sounds involved in 
words. The study also showed the outcome of 
receptive SLI by examining affected sibs and parents. 
There was a high familial incidence of language 
learning impairment and many members of the 
families had difficulty with an auditory memory task.  
A highly significant link between receptive SLI and 
the so-called SLI1 gene regions on the long-arms of 
chromosomes 16 and 19 was found.  The area on 

chromosome 16 is associated with a number of genes 
involved in brain development and function. 
Abnormalities of one or more of these genes are 
likely to cause the language impairment in SLI. 
 
Conclusions 
Receptive SLI is a distinct familial disorder 
overlapping in part with other language disorders. It 
links to the same genetic sites as expressive forms of 
language impairment. Deficits in memory for 
language sounds appear to underpin the receptive 
SLI.  
 
What does this study add to the field? 
The application of strict criteria for receptive SLI in 
this study revealed it has a high familial incidence. 
Often children with receptive SLI do not recover 
normal language and this finding was not related to 
their age, suggesting that this is a true disorder 
rather than a maturational delay.  The study added 
to the genetic understanding of SLI by showing that 
this specific form also links to parts of chromosomes 
16 and 19. 
 
Implications for Practice or Policy 
There is a need for long term support for children 
with receptive SLI.  Early identification of affected 
siblings is indicated because the familial incidence is 
so high. Further work to determine the gene products 
associated with the chromosomes 16 and 19 may 
assist in identifying  children in the prelinguistic and 
preschool years and in suggesting a cause for this 
important disorder.  The link of receptive SLI to 
difficulties in auditory memory also has implications 
for strategies in intervention that merit attention 
 
Where to next? 
Determination of the gene products on chromosomes 
16 and 19.  Exploitation of the behavioural and 
linguistic features identified to inform early diagnosis 
and intervention.  Functional brain imaging to link the 
genetic findings with the underlying biology.  
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