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Genetic identification and functional analysis in Japanese families with a short
stature
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The genomic DNAs from 127 families with short stature were subjected to genetic
studies and further functional studies. We identified two novel compound heterozygous GHRHR gene
mutations such as p.G136V substitution (p.G136YV) and IVS2+3a>g mutation (1VS2+3a>g) in the patient. Our
functional analysis revealed that a p.G136V elicited no transcriptional activity increment in response to
GHRH stimulation and the 1VS2+3a>g would led to its aberrant splicing. We further analyzed SHOX genes
which have not been charicterized in Japanese population, but SHOX deletions and point mutations as well
as downstream SHOX enhancer deletions were not identified.
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