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AxkTyanpbHOCTh PabOTHUKN MPOMBIILIEHHBIX MPEINPUITHI TOBEPralOTCs BO3/IENHCTBUIO
BPEIHBIX (DAKTOPOB (MOHU3UPYIOIIEe U3JIYUYEeHHUe, TKesble METAIbl, KAHIIEPOTeHbI), Y4TO M0~
BBIIIAET PUCK 3abo0JieBanuii 3a cuér renerudeckoil Bocupuumausoctu [1|. Tpaaunuonnast auc-
MAHCEPUBAIINS HE YIUTHIBACT WHIMBU YA IbHYIO TeHETUICCKYIO IPEIPACIIOIOKEHHOCTD, CHUYKAS
sddeKkTUBHOCTD TpodUIaKTUKNA. ['€HeTHIecKoe TeCTUPOBaHNe Ha PabOUINX MecTax 00CY K/ 1aeT-
¢ KaK WHCTPYMEHT CTPATHMOUKAIINN PUCKOB, HO BBI3BIBAET BOIPOCHI MPUBATHOCTH W yYACTU
12, 3.

Henap OneHuTh KINHAYIECKYIO NMEHHOCTH M SKOHOMHUYECKYIO OOOCHOBAHHOCTH MPUMEHEHUS
WES jy1s1 nepconaim3upoBaHHol cTpaTuUKAIINT PUCKOB 1 TPOMUIAKTUKN Y pAOOTHUKOB IIPO-
MBIIIJIEHHOCTH.

Marepwuasibl u MeTobI [lomrosk30MHOE cekBernpoBanne (WES) nposeiero Ha mrardop-
me MGISEQ (nanesns Vazyme, cpeatee nokpbitue 100x) y 100 paborankos. Bapuantsr Kiac-
cucdurmpoBansl 10 ACMG, orobpansr ¢ TAPES-score >0.8. Crparudukarus mo 8 rpymmam
(MKB-10, kiuanveckue janubie, mpodeccuonaibhbie (hakTopsbl). OyHKIINOHAIBHOE oboraiie-
mne - PanelApp, Gene2Phenotype. Cratucruka: t-test, Mann-Whitney, 2, IIlamupo-Yuixka,
Jlesena (p<<0.05). Ioxxon ananormuen nunorabiM ckpuanaram WES B Pocenu [4].

PesynbTaTsl

1) DxoHOoMHU4Yeckasi 06ocHOBaHHOCTH [lnmarnocrudeckas orgada WES 26-34%, crmxke-
HHE 3aTpaT Ha JAMArHOCTUKY 10 79% 10 CpaBHEHWIO ¢ TPAJUIIMOHHON IUCIIAHCEPU3AIUCH.
Oxymaemoctsb ckpunuara, (~30 Tbic. pyb./desr.) J0CTUraeTCsl PU POJJICHUN YKIU3HH XO-
151 661 y 20% nporecTupoBaHHBIX Ha 1-3 roja (y4uer HAJOrOBBIX oTducjeHui ~189 Toic.
py6./roz/qen.). Cucremarnaeckie 0030PbI MOATBEPKIAIOT UCCIE0OBAHNE 9K30Ma B IIPO-
dbumnakTuke n panneit quaraoctuke [4]. Hanbostee BbIrojieH 1e1e€Boil CKpUHIHT IPYIIIT BbI-
cokoro pucka (Bospact 40-50 Jier, OHKOPUCKH) TIOCKOJIbKY MOHUKAET cMepTHOCTH ~30%,
onkonarosorun 25-30%.

2) Kiuanyeckasi 3HaYUMOCTD BbIsiBIeHBI TIATONeHHBIE / BEPOSTHO-IIATOIEHHbIE BapUaH-
o1 B renax BRCA1/2, ATM, MSH6, GATA2 u jp., accoluupoBaHHbIE ¢ OHKOPHCKAMU
Ha oHe MPOdeCCHOHATBLHBIX KAHIEPOreHOB (MOHU3UpYoIiee u3jaydenue, Xxpom VI, Hu-
KeJIb U JIp.). 3HAUYNMOe 0bOoraleHre B IPyIax ¢ OHKOPUCKAME U O TaIbMOJOITIeCKUMI
HapyineHustMu. JIjist HocuTesell peKoMeHI0BaHa CMeHa BUJIA JIeITeTbHOCTH, UCKIIIOUEeHUE
KOHTAKTa C KaHIEpOreHaMU, MOHUTODHHT KazKjble 6 mec. [2].

3) T'enernyeckue mMapkepbl npodeccuoHabHbIX puckoB ['mnepronus: CACNAITH,
WNK4, NR3C2. Ounkosorus / remaronorus: BRCA2, SBDS, CTC1, CSF3R, MSHS6,
GATA2, LIG4, DNAJC21. Odranmsmonorus: LRP2, MED12, ABCC6, NPHP3, INPP5E,
IFT74, NRL, EYS, CC2D2A.
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WES skonomm4ecKn oIpaBIaH [IPY [eJIEBOM IIPUMEHEHUH B IPYIIAaX BLICOKOIO Ipodec-
CHOHAJILHOTO pucka [5].

Metoz, nossossier 3(pPEeKTUBHO CTPATH(DUIUPOBATL PAOOTHUKOB 110 IPEIPACIOIOKEHHO-
CTH K 1POhECCHOHATBEHO-00YCIOBICHHBIM 3a00seBanusM |4, 2|.

BrisiBieHHBIE TeHETHYeCKHEe BapHAHThl UMEIOT BBICOKYIO KJIMHUYECKYIO 3HAYUMOCTD, UTO
MOZKET TIOCTY?KUTh OCHOBOM I TIEPCOHAIN3UPOBAHHBIX ITPOTPAMM IPOMUIAKTUKA, U3-
MeHEeHWUsI YCJIOBUI TPY/Ia U yCHJIEHHOIO MOHUTOPUHTa, [6].

Nurerparus WES B npoMBIIIEHHYIO MEIUITUHY MEPCIEKTUBHA, JIJIsT CHI2KEHUsT 3a00.1e-
BAEMOCTH, TIPOJIJIEHUsT TPYJOCIOCOOHOCTH W ONTUMU3AINKI 3aTPAT 3PaBOOXPaHeHus |2,

6.
Wcrounnkm n sureparypa

Riccio M. et al. Measuring the health benefits of genome and exome sequencing: a
systematic review of economic evaluations // Frontiers in Public Health. 2025. Vol. 13.
Art. 1728978. DOI: 10.3389/fpubh.2025.1728978.

Briscoe F., Maxwell J.H., Bourgoin A. Workplace genetic testing: which employees are
likely to participate, what are their concerns with employer sponsorship, and which design
features could reduce barriers and increase participation? // Frontiers in Genetics. 2024.
Vol. 15. Art. 1496900. DOI: 10.3389/fgene.2024.1496900.

Cohn B. et al. Genomic testing in voluntary workplace wellness programs in the US:
Evidence and challenges // Molecular Genetics & Genomic Medicine. 2023. Vol. 11, Ne
11. Art. e2245. DOI: 10.1002/mgg3.2245.

Glotov O.S. et al. Human Exome Sequencing and Prospects for Predictive Medicine:
Analysis of International Data and Own Experience // Journal of Personalized Medicine.
2023. Vol. 13, Ne 8. Art. 1236. DOI: 10.3390/jpm13081236.

Christiani D.C., Mehta A.J., Yu C.-L. Genetic susceptibility to occupational exposures
// Occupational and Environmental Medicine. 2008. Vol. 65. P. 430-436. DOI:
10.1136/0em.2007.033977.

Shubina J. et al. WES-based screening of 7,000 newborns: A pilot study in Russia
// Human Genetics and Genomics Advances. 2024. Vol. 5, Ne 4. Art. 100334. DOI:
10.1016/j.xhgg.2024.100334



