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@ Backeroud Inactivating mutations of the G
NAS (gene encoding the alpha-subunit of Gs) g
ene involving exon 1-13 which encode the alp

ha-subunit of the stimulatory G protein (Gsa)
are associated with several syndromes, includi
ng pseudohypoparathyroidism (PHP), pseudop
seudohypoparathyroidism (PPHP) and progres
sive osseous heteroplasia (POH).

@ Result The diagnosis of PPHP was made in ca
ce 4. In case 5, POH was taken into consideration.
All the five patients were found to carry the poss

ibly causative variants, among which two variant
s including a missense mutation (c.314C>T) and
a splicing mutation {c.721+2 G>A) have never be
en reported in patients before.
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