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IHouck nmaroreHHbIX usMeHeHud B reHax BRCAI/2 y nauMeHTOB ¢ PaKoM
MOJIOYHOM 3KeJsie3bl M AHYHHKOB € HCIOJIb30BAHHEM TEXHOJOTHHM MacCOBOIO
NMapaJuIeIbHOI0 CeKBEHHMPOBAaHUSA

' TBY3 «PecnybnukaHckuii meaunko-reHeTHyeckuin uentp», Yoba
2 ®IbOY BO «bawknpckuit rocyaapCTBEHHBIN MEANULMHCKMIA yHMBEpCcUTET» MuHsgpasa Poceum, Yba

Henp ucciienoBanusi — u3y4eHue CIEKTPA U YACTOTHI MATOTeHHBIX U3MeHeHUi B reHax BRCAI1/2
y SKeHIIUH ¢ pakoM MoJo4HOH :xeae3nl (PMIK) u simunuxoB (PSI), npoxuBamwmux B Pecnybianke
Bamkoprocran.

Marepuaasl 1 MeToabl. B kKauecTBe MaTepuaJsa UCNOIb30BaHbI Npenaparbl omyxosieBoi Tkanu 70
JKEHIIUH ¢ TPOMHBIM HEraTUBHBIM pakoM MoJ104HOoii keae3bl (THPMIK) u 50 skeHIIUH ¢ cepo3HbIM
THIIOM 3JI0Ka4eCTBEeHHBIX HOBOOOpa3oBaHNii sMuHNKa B Pecnybinke bamkoprocTan ¢ npuMeHeHHeM
TeXHOJIOTHM CeKBEHHPOBaHUSI HOBOro nokojenusa (NGS).

Pesyabrarel. UnenTHUIUPOBaHO 27 MATOTEHHBIX M BEPOSITHO NATOTeHHBIX BAPMAHTOB B reHax
BRCA1/2 (15 B rene BRCAI u 12 — B rene BRCA2) y 38,0% xenmun ¢ P u 40% namueHToB
¢ THPM?K. Myrauun ¢.181T>G (rs886040898) u ¢.5266dupC (rs80357906) B rene BRCAI BcTpe-
yaauch y keHmmuH kak ¢ THPMIK, tak u PSl, ocTajibHble MaTOreHHble U3MEHEHHUsI He MepeceKa-
aucb. B rene BRCAI BbisiBJeHO 7 MAaTOTeHHBIX M 1 BepPOATHO MATOTeHHBI BapHMAHT y KeHIIHH
¢ THPMIK, nauboJsiee yactoii okazajgach myranus c.5266dupC, xoropas BcTpevanacs y 17,14%
skeHIIUH. Bropasi mo yacrore myramusi ¢.181T>G- BoisiBiiena y 4,29% :xenmun ¢ THPMIK, TpeThst
(c.3700_3704del) — y 2,86%. Myranuu ¢.1918C>T, ¢.3779T>G, ¢.5453A>G, c.68_69delAG o0Gnapy-
JKeHbl B eAMHMYHBIX ciay4dasix. [latorennsiii Bapuant ¢.5266dupC B rene BRCAI tax:ke oka3aJicsi
camMbIM 4acTeiM y nanueHTok ¢ PS (10%). Myranusa c.4035delA Berpermiiachk y ABYX NalMeHTOK,
ocTajlbHble 7 MyTanuii 00Hapy:KeHbl B eAMHMYHBIX ciay4yasix. B rene BRCA2 0bl10 uaeHTHGUIHAPO-
BAHO 5 MaTOreHHbLIX M3MeHEHUIi U 2 BepOSITHO MATOTeHHBIX BapUaHTOB y mamueHTok ¢ THPMIK,
a Takke 4 NMATOTeHHBIX W 2 BePOSTHO NMATOreHHBIX BAPHAHTOB Y KeHINUH ¢ PSI, kaxnaa myramms
BBISIBJIEHA TOJIBKO Y OJHOH KEHIIUHBI U fABJIAETCH YHHMKAJIbHBIM BAPHAHTOM, He BCTPEUYAIOLIMMCH
Y OPYrux HAUMeHTOB.

BoiBoasl. [losyyeHHblIe pe3yabTaThl AeMOHCTPUPYIOT BBICOKYIO 3¢ ¢pexTuBHOCTL NGS TexHonorun
AJISI MOJIEKYJISIPHOTO PO uIMpoBaHusi OMyXoJieBOH TKAaHH.
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Search for pathogenic changes in BRCA1/2 genes in patients with breast and ovarian cancer
using mass parallel sequencing technology
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Purpose of the study. To study the spectrum and frequency of pathogenic changes in the BRCAI/2 genes in women with
breast and ovarian cancer living in the Republic of Bashkortostan.

Materials and methods. The material used were tumor tissue preparations of 70 women with triple negative breast cancer
(TNBC) and 50 women with serous type of ovarian malignant neoplasms (OC), living in the Republic of Bashkortostan using
the new generation sequencing technology (NGS).

Results. 27 pathogenic and probably pathogenic variants were identified in the BRCA1/2 genes (15 in the BRCAI gene and
12 in the BRCA2 gene) in 38.0% of women with OC and 40% of patients with TNBC. Mutations ¢.181T>G (rs886040898) and
¢.5266dupC (rs80357906) in the BRCAI gene were found in women with both TNBC and OC, other pathogenic changes did
not intersect. In the BRCAI gene, 7 pathogenic and 1 probably pathogenic variant were identified in women with TNBC, the
most common mutation was ¢.5266dupC, which was found in 17.14% of women. The second most frequent mutation ¢.181T>G-
was detected in 4.29% of women with TNBC, the third (c.3700 3704del) — in 2.86%. Mutations c¢.1918C>T, ¢.3779T>G,
c.5453A>G, c.68 69delAG were found in isolated cases. The pathogenic variant ¢.5266dupC in the BRCAI gene was also the
most frequent in patients with OC (10%). The c.4035delA mutation was found in two patients, the remaining 7 mutations were
found in isolated cases. In the BRCA2 gene, 5 pathogenic changes and 2 probable pathogenic variants were identified in patients
with TNBC, as well as 4 pathogenic and 2 probable pathogenic variants in women with OC, each mutation was detected only
in one woman and is a unique variant not found in other patients.

Conclusions. The results obtained demonstrate the high efficiency of NGS technology for molecular profiling of tumor tissue.
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