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Abstract 
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Novel insights into the management of Growth Hormone Deficiency 
 

Normal growth is the culmination of a complex interaction between genetic and environmental 
factors. The infancy-childhood-pubertal (ICP) model of growth best describes the growth of an 
individual. Both pre-natal growth and growth during infancy are primarily mediated by nutrition. 
Subsequent childhood growth is dependent upon a number of hormones (GH, cortisol, thyroxine 
and sex steroids). Growth hormone deficiency (GHD) has an incidence of 1 in 4000 – 1 in 
10,000. It may occur in isolation, or in association with a number of other features such as optic 
nerve hypoplasia with visual impairment and cleft lip and palate. The diagnosis of GHD can be far 
from straightforward, and evidence suggests that the diagnosis is dependent upon a combination 
of clinical, auxological, biochemical and neuroradiological data. The diagnosis is often hampered by 
confounders such as obesity and the lack of sex steroid in the peri-pubertal age range. The 
advent of molecular genetics offers the exciting possibility of using genetics to make a 
diagnosis of GHD. Recent data suggest that mutations in a number of genes account for 
congenital GHD and related phenotypes, but the overall incidence of mutations is low, with 
variability in penetrance and inheritance. We are at an early stage of understanding the molecular 
basis of GHD and related phenotypes, and the use of genetics to diagnose these conditions is as 
yet not well-established. Finally, we have recently shown that untreated GHD may be associated 
with neurocognitive deficits in association with abnormalities in specific brain structures. 
Treatment options in the child with GHD include recombinant human growth hormone, the efficacy 
of which is well established, as is its safety. However, recent data from the SAGhE study have 
revealed some controversial findings, and suggest the need for long-term follow up of patients 
who previously received GH treatment. 
 

This talk will summarise current thinking in the management of GHD, and focus on recent 
advances in its diagnosis and management. 
  
  


