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The elucidation of pathophysiology and the development of adenomyosis by
selective tissue sampling and integrated genomic analysis
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Multi-sampling was performed from surgically removed uteruses of a total of

23 patients with gynecological disease. Tissue-specific sampling by laser microdissection was
performed on 44 samples of adenomyotic epithelial tissue, 13 samples of adenomyotic stromal tissue,
and 57 samples of normal endometrial tissue. The target sequence was performed using a target probe
of 76 genes. The most common genes with mutations in adenomyotic epithelial tissue were KRAS,
ARID1A, ARHGAP35, and PIK3CA. KRAS mutations were shared between adenomyosis and the normal
endometrium in 3 cases. Combined with the data from the previous study, the results showed that KRAS
and PIK3CA mutations were found more frequently in the endometrium coexisting with adenomyosis than
that without adenomyosis.
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1431 56 ATM (R1822X, 0.20), ARHGAP35 (Q483K, 0.05), KIAA1109 (T339K, 0.05) None
1433 38 DYNC2H1 (M1991L, 0.03), KRAS (G12V, 0.39), ZC3H13 (D1365fs, 0.02) FAT3 (Y3536X, 0.05)
1458 54 ARHGAP35 (K1227X, 0.41), ARID1A (S614X, 0.36), CAMTAL (Y1558X, 0.05), None
FAT3 (D3107D, 0.04), LAMA2 (R1029X, 0.08)
1460 47 KRAS (G12V, 0.46) PIK3CA (F261L, 0.07), POLR3B (R581L, 0.05)
1461 49 ARHGAP35 (G721D, 0.27) None
1516 45 ARID1A (p.312_322del, 0.03), PIK3R1 (N564K, 0.45), PPP2R1A (R183Q, 0.40) None
1530 “ CHD4 (A227A, 0.04), FBXW7 (R505C, 0.15), PIK3R1 (p.575_576del, 0.31), None
PIK3R1 (H669fs, 0.29), ZFHX4 (G981G, 0.08)
FAT1 (T4422T, 0.03), FRG1 (N153D, 0.07), TAF1 (c.296-1G>A, 0.28),
1558 38 ZFHX3 (L224L, 0.0%), ZNF276 (5281, 0.04). ZNF276 (15207, 0.04) ARID1A (P1518S, 0.03), FRG1 (N153D, 0.07), ZFHX4 (S691G, 0.04)
ARID1A (E602X, 0.49), FAM65C (R535P, 0.05), KRAS (G12D, 0.43),
1656 44 TNC (G385G, 0.48) KMT2C (P2193A, 0.03), TAF2 (S1188T, 0.03), ZFHX3 (L224L, 0.04)
1671 46 PLXNB2 (c.2817-2A>G, 0.04) PLXNB2 (c.2817-2A>G, 0.03)
1739 44 KRAS (G12D, 0.40), PIK3CA (E726K, 0.44), SPEG (R1840Q, 0.06) PLXND1 (G203G, 0.04)
1788 41 KMT2C (Q3309fs, 0.41), LRP1B (C1025W, 0.06) None
1800 36 CHD4 (L1062R, 0.16), LAMA2 (Q132H, 0.08), SLC19A (G555G, 0.05) PLXND1 (A761P, 0.03)
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