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The authors analyzed available data in modern literature on the role of genetic testing for mutations in genes responsible for pre-
disposing to hereditary cancers of reproductive organs in women. They are looking at data on the importance of using genetic test-
ing in clinical practice to predict the disease development, need for follow-up monitoring in the presence of mutation load, and
determination of combined chemotherapy policy for malignant neoplasms.
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COBPEMEHHOM OOIIIECTBE MPaKTUUCCKU KaxKmast
CeMbsI, TaK I MHAYe, CTAJIKUBACTCS CO 3J10Ka-
YeCTBEHHBIMHU 3a00JieBaHUsIMM. [ToTepn KeHIITMH
PEIPOIYKTUBHOTO BO3pacTa OT 3JI0KAYeCTBEHHBIX HOBO-
obpasoBanuii B 2018 romy coctaBuiu 17,3% (7325 xeH-
IIH), YTO SIBJISIETCS BaXKHOM COLIMAIBHO-3KOHOMUIECKOM
npo6aeMoii [1]. DKoHOMUYEeCKHE TPaThl Ha TALIMEHTOB CO

3JI0KAYECTBEHHOM OITyXOJIbIO COCTOST U3 CICIYIOIINX CO-
CTaBJISTIONINX: TIPSIMBIC 3aTPAThl Ha MTPOMMIAKTUKY, MEIH-
LIMTHCKOE 00CIeI0OBaHNE U JICUCHUE, PEaOMINTAIINIO U CO-
LMajabHOe obecrieyeHue 60abHbIX. KOCBeHHbIE mOTEpU
OLICHUBAIOTCSI HEAOBHIPAOOTAHHBIM HAIIMOHAJIBHBIM T10-
XOJOM U3-3a HE TPYIOCHOCOOHOCTU MUJIA OE3BPEMEHHOM
cMepTu OOJIbHOM.

40

MEOVUMNHCKAA TEHETUKA. 2020. N26



ISSN 2073-7998

MEONLUNHCKAA TEHETUKA. 2020. N26

Oco0blii BONpOC, Kacaroluiicss paHHe JUarHoCTH -
KU Y JIeYEHUS 3I0KAaYeCTBEHHBIX OITyXOJIei peNpOayKTHUB-
HBIX OPTaHOB Y XEeHIIWH 10 44 jieT, 00ycaaBIuBaeTCs BO3-
MOXHOCTBIO J1e010Ta 3a00JIeBaHUsT BO BpeMsT OepeMEHHO-
CTHU WJIY JIaKTall1H.

Ilens paGoTbl — BBISIBUTH TePMUHAIbHBIE ITATOJIOTH -
YecKHe 3aMEHBl B FeHax, aCCOLIMMPOBAHHBIX CO 3JI0Ka-
YECTBEHHBIMU OITyXOJICBBIMM CHHIPOMaMU, Y OOJIbHBIX
PaKoOM MOJIOYHOM XeJie3bl, IMYHUKOB, SHIOMETPHSI, KO-
JIOPEKTaJbHBIM PAKOM U JIUI] C OTSTOIIEHHON Hacse -
CTBEHHOCTBIO.

Ma‘repvnanbl n metoabl

B Uncturyre penponykruBHoii reHeTnku PI'BY «<HMUA-
LIATTI um. akanemuka B.. KynakoBa» 3a repuos ¢ aeka-
ops 2018r. mo sHBapb 2020r. reHeTUYeCcKoe UCCIenoBaHue
npourin 230 naureHToB B Bo3pacte oT 21 1o 74 net. B oty
TpyIITy ObUTA OTOOPaHbI MALMEHTHI C TPU3HAKaMU HaCIe -
CTBEHHOIO paka MOJOYHOU kene3bl (n=93), SUYHUKOB
(n=62), sumometpust (n=2), ciernoit kuiku (n=1), couera-
HMEM paKa MOJIOYHOM KeJie3bl/paKa SIMYHUKOB (n=6), MO-
JIOYHOM 3KeJie3bl/HIoMeTpust (n=1), STMIYHUKOB/3HIOME-
Tpust (n=1), paka cyienoii KUIku/SuIHuKoB (n=1), paka
SHIOMETPHS/IMYHUKOB/MAaTOYHOI TPyObl (n=1), a Tak ke
JIMIa ¢ OTATOIIEHHOW pomocioBHOl (n=62). Tectuposa-
HUE Ha BoCceMb YacThIX MyTalil (B reHe BRCAI 185delAG,
4153delA, 5382insC, 3819delGTAAA, 3875delGTCT,
300T>G(C61G), 2080delA, B rene BRCA2 6174delT) nipo-
BOAWJIOCH C MCIOJIb30BAaHUEM JMArHOCTUYECKON MaHeIu
MeTonoM nojiuMmepasHoit nenHoi peakuuu (ITLP). TMauu-
€HTaM, Y KOTOPbIX Ha ITIEPBOM 3Tarie MyTalluK He BbISIBJICHBI,
METOJIOM  BBICOKOIPOM3BINUTEILHOIO  CEKBEHUPOBAHUS
(NGS), mpoBeneHo ucciienoBaHue KOAUPYIOLLIEH Mocieno-
BaTEJIbHOCTU U TMpUWJeraollieli MHTPOHHOI 00/1acTh TeHOB
BRCAIL/2.

IManuentam (n=49) ¢ nmporpeccupyronmM OHKOJIOTH-
YeCcKUM 3a00JIeBaHNEM, STMUTEIUATBHOMN OIyXOJbIO SUY-
HUKOB BBICOKO# cTerneHu 31o0kayecTBeHHOCTH (high grade)
W IpYTMMM TIpU3HAKaMM HACJIEeICTBEHHOIO paka, a Tak Xe
TeM, Y KOTO He BbISIBJIEHbI TATOTeHHbIE BAPUAHTHI 110 pe-
3yJIbTaTaM MCCJIeNOBaHUS BCEI MOCIeI0BaTeIbHOCTU TE€HOB
BRCA1/2, npoBeneH aHaJIU3 APYruX T'€HOB aCCOLIMMPOBAH-
HBIX C HACJIEACTBEHHBIM 3JI0KAQUYECTBEHHBIM 00pa30BaHM-
SIMU KEHCKUX PeNpOAYKTUBHBIX opraHoB. MccienoBaHue
MPOBOJUJIOCH C UCITOIb30BaHUEM PACIIMPEHHOI MaHe u
u3 22 renoB: ATM, BARDI, BRIPI, CDHI, CHEK2, EPCAM,
MLHI, MLH3, MRE11, MSH2, MSH6, NBN, PALB2, PMS2,
PTEN, RAD50, RAD5IC, RAD51D, STK11, TP53, BRCAI,
BRCAZ2. TaprerHast naHes b Obl1a cpopMUpOBaHa IO TEXHO-
sorv ampliseq (https://www.ampliseq.com/) (ThermoFisher
Scientific, CIIIA), kayecTBO MOKPHITUS TapreTHbIX 00J1a-

creit 99,85%. AMIZIMKOHBI, TIOTy4E€HHBIE C UCTIOIb30BaHUEM
TTAHHOW TapreTHOM MaHe M, ObLTU UCTOIb30BAHBI 17151 PU-
rotosieHus1 oudamorexku hparmenToB JJHK ¢ nanbHelmmm
cekBeHupoBaHueM Ha npudope lon SSXL (ThermoFisher
Scientific, CLLIA) ¢ miHoit mpouteHus 400 11.H.

PEByﬂ bTaTbl nccsiegqoBaHnA

B xone uccinenoBaHus y nauueHtoB (n=230) B re-
Hax BRCA1/2 BoisiBieHo 54 (23,5%) naTajornyeckue 3a-
MeHBI. M3 HUX JacThle 3aMeHbI BEISIBIICHBI Y 24 (10,5%)
manuenToB, peakue —y 30 (13,4%), B TOM 4KCIIe B TeHE
BRCAI— 22 (9,5%), BRCA2— 8 (3,5%).

B npyrux reHax, acCOlIMMPOBAHHBIX CO 37I0KAYECTBEH -
HBIMU 00pa30BaHUSMU OPTraHOB PEMPOAYKIIMU, METOIOM
NGS y 49 6onbHBIX BbIsIBIEHO 6 (12,2%) MaTONIOTMYECKUX
3ameH B reHax MLHI (1; 2%), CHEK2 (3; 6,1%), NBN
(1;2%), TP53 (1;2%). [1pu 3TOM 3 MaTONOTMYECKUE 3aMEHbBI
(cnBUT paMKU CUUTBIBAHUS U CTOM-KOMOH), B reHax MLH 1
u BRCAZ2 BuisiBieHbI BriepBble. B 8 ciyyasix onpeaeneHa 3a-
MeHa HeSICHOI KJIIMHUYECKO 3HAaUYMMOCTH, B TeHax ATM
(5;10,2%), PMS2 (1; 2%), MSH6 (1;2%), MLH1 (1; 2%).
[Ipu BBIIBIIEHUM MYTALIMK Y OOJLHBIX, X POACTBEHHUKAM
MpeIarajoch MPOUTH TapreTHOE reHeTUYeckKoe o0caeno-
BaHue MetoaoM cekBeHupoBaHue JIHK o Caunrepy.

Y nanmenToB ¢ mytaiu BRCA 1/2 oTMeuaeTcst BbIcoKast
3(heKTUBHOCTD JIeYeHMsI TTPOU3BOIHBIMU TUITATUHBI U HO-
BOIi TPYIION TapreTHhIX MpernapaToB Kjaacca UHIMOUTOPHI
PARP. [1poBeneHre reHeTUYECKOro TeCTUPOBAHUS TTO3BOJIM-
JIO MaleHTaM C HaceACTBEHHOU (hopMoli 3TOKaYeCTBEHHBIX
OIYXOJIEBBIX CUHIPOMOB MOA00PAaTh JEKAPCTBEHHYIO MaTo-
TeHEeTUYEeCKM 0O0CHOBAHHYIO TEPAINUIO, KOTOPast MOXET OT-
JINYAThCs OT CTAHIAPTOB, MPUHSITHIX IS CIOPaAMYECKUX HO-
BOOOPA30BaHUIA, a YIeHAM MX CEMbU, HA3HAUYUTh 0OOCHOBaH-
HOE IMHAMUYECKOe TUarHOCTUYeCKOe HabIoIeHUs ¢ Oosiee
MOJIOIOTO BO3pAacTa, yYUThIBasi PUCK Pa3BUTHS pakKa.

BxiroueHue reHeTMYeCcKOro TecTa B IporpaMmy CKpu-
HUHTA, MTO3BOJIUT OMPEICIUTh CTENEHb PUCKA U MPOBECTU
MpodWIaKTUIEeCKre MEPOITPUSITHUS 10 Pa3BUTUS 3a00J1eBa-
HUSI U/WIW BBISIBUTH 3JI0KAYECTBEHHYIO OMYXOJb Ha paH-
HMX CTaIMSIX, YTO MEHSIET MPOTHO3 U TeYeHUE 3a00JIeBaHUSI.
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