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Genomic background of pseudohypoparathyroidism 1B

takatani, rieko
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1)1 did genomic study of 27 pseudohypoparathyroidism 1B (PHP1B) patients
with broad methylation changes at GNAS locus. 2) 1 found 2 patients had paternal uniparental disomy

at long arm of 20 chromosome out of 27 sporadic PHP1B patients. 3) Regarding 23 patients, ldid whole
genome sequence at STX-GNAS locus. I did not see new findings. 4) Regarding lpatient, Idid SNP-CGH

array study. I did not see loss of heterozygosity.
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