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Familial growth hormone deficiency type 1A is an autosomal recessive disease caused
by homogenous deletions of both alleles of growth hormone gene 1 (hGH1) in various
patterns. The hGH1 gene deletion is an event that probably occurs between the 5' and
3' flanking regions by unequal recombination, and results in deletion of the hGH1.gene
in different patterns. Deletions are mostly 6.7 kb and rarely 7.0 kb, 7.6 kb and 45 kb
in size. A four-year-oid girl diagnosed with growth hormone deficiency syndrome was
sond to us for further evaluation. DNA samples of the petient, her parents and controls
were amplified by polymerase chain reaction (PCR); furthermore, restriction
endonuclease analysis was done with Sma | enzyme and the patterns were evaluated.
Our gel esloctrophoresis results show that the gene deletion pattern of the patient

represents a homogenous 6.7 kb deletion, while her parents had a heterogeneous 6.7 kb
deletion pattern. Key words: growth hormone deficiency, 6.7 kb deletion, Turkish family.

The human growth hormone (hGH) gene cluster has five very similar genes: GH1,
CSHP1, CSH1, GH2 and CSH2'3, The hGH1 gene and flanking sequences normally
give three fragments when cut by EcoRI restriction enzymeS. Type 1A isolated
growth hormone deficiency (IGHD), which was first described by lllig et al.4, has
an autosomal recessive mode of inheritance and presents a homozygous deletion
of DNA containing the hGH1 structural gene?S. IGHD type 1A patients are
occasionally characterized by short stature at birth, hypoglycemia and severe
growth retardation by the age of six months. The molecular basis of this autosomal
recessive disorder depends on the type of deficiency, which is defined by different
size deletions from 6.7 kb to 45 kb"25. By using standard Southern-Blot and
. polymerase chain reaction (PCR) methods, 6.7, 7.0, 7.6 and recently a 45 kb gene
deletion have been reported by different research groups' 267, We studied a
Turkish family with phenotypically normal parents and one affected child.
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