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X ®m growth hermone gene
Matsuda I. et al:Hetero delation. Jpn.J.Human
genous phenothpes of Genet. 32:227-235, 1987

Japanise cases with a

Abstruct
Gene analysis of 4 Japanese families with growth

hermone gene deletion.
Ichiro Matsuda, Akira Hata, Fumio Endo

We studied five Japanese patients with isolated growth
hormone (hGH) deficiency from four families, and four
patients were second cousins. Each patient was
homozygous for a deletion of approximately 7.5
kilobases, which included the hGH-N gene. The
deletions in four patients belonging to three
different families were associated with the same
restriction fragment length polumorphism haplotype,
while the deletion of the other patient was associated

with a diffirent haplotype.

ﬁ Restriction fragment length polymorphism haplotypes of the patients with a
growth hormone gene deletion.

BamHI Hincll HindllI BglllA BgllIB MsplA MsplIB

Case 1 Del® Del 18.5 13.0 3.0 3.6 3.3
Case 2 Del Del 18.5 13.0 3.0 3.6 3.3
Case 3 Del Del 18.5 10.5 8.0 4.3 3.9
Case 4 Del Del 18.5 13.0 3.0 3.6 3.3
Case 5* Del Del 18.5 13.0 30 3.6 3.3

* The data presented by Phillips 111 (1983) were confirmed in the present study. ® Del, deletion.
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Signatures of five children with isolated growth hormone deficiency type 1A after
digestion with Hincll, HindlIl, Bgl/ll, and Mspl (case 1, 2, 3, 4 and 5; at far right
is a normal control). All affected children lack 6.7 kb fragment by Hincll diges-
tion. They showed presence of 18.5 kb fragment and absence of 26 kb fragment

. by Hindlll digestion. Two different RFLP haplotypes are seen in the children by

the Bg/Il and Mspl digestion.
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