2019 2022

Comprehensive gene mutation analysis using whole-exome sequencing in lactation
failure
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In this study, we analyzed genetic polymorphisms in cases of hypolactation,
focusing on the prolactin (PRL) pathway, with the aim of clarifying the causative genes of
agalactia. We did not find the prolactin receptor (PRLR) gene variant in 10 agalactia or
hyperprolactinemia cases. On the other hand, in the GWAS analysis of healthy individuals with a
short suckling period, we identified 4 SNPs in the untranslated region of PRLR and two genes other
than PRLR, which are presumed to be related to the phenotype.
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allele frequency
O - 0452 5:35065201 G/A p.Ser620Phe 0.0001
Polyphen_z Humber 5:35065355 C/T rs140959267 p-Val569Met 0.0003
7
5:35065913 G/T p.Pro383Thr 0.0001
27 5:35065990 G/C rs184252713 p.Pro357Arg 0.0003
14 5:35066021  T/G p.Thr347Pro 0.0001
5:35066021 T/A p-Asp344Val 0.0001
5:35066077 AT rs1396369277 p.Val328Asp 0.0004
14 5:35068367 G/A 1s754974807 p.Pro269Leu 0.0003
5:35068936  G/A p.Leu244Phe 0.0001
P269 L 5:35072697 C/T 1s762980564 p.Glul75Lys 0.0017
( 1) 5:35072726 G/A rs758916277 p.Thrl165Met 0.0003
5:35072726  G/T 1s758916277 p.Thr165Lys 0.0001
0.0041
5:35084575 T/C 1s756419949 p.lle124Val 0.0001
PRLR 5:35086311  C/T p.Gly68Arg 0.0001
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PRLR SNPs AA 2 2 0 10000 000 3392 163707
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( 2) 5115695766 TC 189 34 155 17.99 82.01 1.51 1.03-221 0.0031
cc 2 2 0 100.00 0.00 33.97 1.63-708
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