OT3bIB
06 aBropedepare AUCCEPTAIHH Casmenoii ['tozens MycTahaeBHEI
«MoneKyIpHO-TeHETHYCCKUC 0COBEHHOCTH ATHONATOreHe3a paKa SMIHUKOB ¥
AIMEHTOB Pa3IHYHBIX STHUYIECKUX IPYIII PecnyGmuku Kpsim»,
TpeICTaBICHHOM K 3aIUTE Ha COMCKAHNEC Y4EHOM CTeTeHH KaHIU/1aTa MEIMIMHCKIX
HayK I10 CIIEIUaIbHOCTH 3.3.3. Iaronoruueckas pu3noIorus

JluccepraldonHas pabora Camuepoii I'M. nocpanicHa pPeHIeHUIO O/IHOI U3
NPUOPHUTETHBIX 32134 COBPEMEHHOM OHKOJIOTMH H 06IIeCTBEHHOTO 3J0pPOBBS  —
CHIPKCHHIO CMEPTHOCTU OT paka sSUYHHUKOB (Ps1). HecMmoTps Ha ycCHexu MOJIEKY/ISIPHOM
GUONOrMM M IIEPCOHATH3MPOBAHHOM MEIHIMHEL PSl coxpaHseT BBICOKHH YPOBCHB
steransEOCTH (cBEIIIE 50%) B CBA3HM € [To3/HEl IMAarHOCTUKOM M arpeCcCHBHBIM TCHCHACM.
OcobyI0 3HaIMMOCTB pabore npuaaéT u3yueHue STHAYECKIX 0coOEHHOCTEH MaroreHesa
PSI B MONMSTHHYHOM peruone — Pecryomuke KpeiM. OTCyTCTBUE paHee IIPOBEAEHHOTO
KOMIUIEKCHOTO aHaNmu3a CIeKTpa MyTalui B IeHax BRCA1, BRCA2, CHEK2, PALB2 y
KPBIMCKMX TAIICHTOK CIIABSHCKOM ¥ KPBIMCKOTaTapCKO# rpymil Ae/iacT UccleI0BaHUe
CBOEBPEMEHHBIM U MMEIOIAM NPAMYIO TPaHCIALHOHHYIO0 ICHHOCTh UL PCTHOHAIIBHOTO
3JpaBOOXPaHCHUS.

ABTOpOM BIIEPBEIC OXapaKTepU30BaH MOJIEKYJISPHO-TeHETHICCKUH npoduas P B
Kpeimy. YCTaHOBICHO, 4YTO B CIIaBSIHCKOM IIOMY/IALMA JOMUHUPYCT MyTallis BRCAl
¢.5266dupC, omHako €€ JacToTa HIKC, a yacTOTa BapHaHTa ¢.4035delA — BBILIE, YEM B
cpennem mo Poccuiickoi Oenepaiu. BaXHBIM OTKPHITHEM  CTAJIO BEISIBJICHHE
repMUHAIBHOH MYyTaluu BRCA2 ¢.3749dupA, He Bxojsimedl B CTaHIAPTHYIO
JMArHOCTHYECKYI0 MaHedh «TOPAYMX TOHYCK», HTO 0060CHOBBIBAET HEOOXOMMOCTD
pacuMpeHHs [aHeTu Ui JaHHOTO peruona. Ocoboro BHUMaHUA 3aCITy)KHBACT
OTCYTCTBHE MICHTU(DUIHMPOBAHHBIX MyTaluii B BEIOOpKE KPRIMCKUX TaTapoK (ocHOBHaA
[pymna), 4TO CTABHT HOBBIC BOTIPOCE! O BOSMOMHBIX MHEIX MOJIEKY/ISIPHO-TEHETHYECKHUX
MEXaHM3MAaX WM HEJOCTAaTOYHON YyBCTBHUTENBHOCTH CTaHAAPTHRIX maHeseil i 3TOH
THHYECKOH TPYIIIIHL.

TeopeTHuecKas 3HAYUMOCTH paboTHl 3aKII0YACTCA B yrnyGlieHuU npeaCTaBICHU
06 STHUIECKOH TeTepOreHHOCTH narorenesa PA: HeCMOTps Ha PasIuiii B reHeTHYECKOi
OCHOBE,  KJIMHMKO-MOP(OTIOTMYECKHE  XapaKTCPUCTHKA onmyxoneit  (Bo3pact
MaHudecTalyy, TUCTOTHI, CTCHCHD nudQepeHIPOBKH) MKy CrlaBiHKaMd M
KPHIMCKMMH TaTapkaMH CTaTUCTHICCKH HE pasIMYATHCH, YTO MOATBEPIKAACT CAMHCTBO
KOHEUYHBIX MaToGu3HOIOTHYECKUX MEXaHU3MOB.

C mo3umMii 0OLIECTBEHHOIO 30POBbA M OpraHU3alliH MEIUIIHHCKOI ITOMOIIH
HaI/IGOJIBHIIfIﬁ uHTEPEC l'Ipe,HCTaBJIﬂIOT CICOYIOIIHC PE3yNbTaThl U pexomeﬁnauunz
1. Ipemnoxkenue MOAUGUIMPOBATH PETHOHAIBHYIO MOJIEKY/ISPHO-TEHETHYECKYIO MaHelb,
pmoune B Heé Mmyrammu BRCA2 ¢.3749dupA u CHEK2 c.470T>C, 4r0o MOBBICHT
BEISBIISEMOCTH HaceacTBeHHBX hopM PS5 B Kpeimy.

2. OrnpezeneHue JONOTHHTEIBHBIX KPUTCPHCE or6opa MAlMEHTOK ULl NMPHOPUTETHOTO
[€HOTHIHPOBAHUA: BEICOKUE YPOBHH OHKOMAPKEPOB CA-125 (>250 Ex/mn) u HE4 (>150



IIMOJIL/MJI) BHE 3aBHCHMOCTH OT MEHCTpyadbHON (YHKIMHM, paHHHH BO3PacT
mauudecTanuu (<50 j1eT) 1 OTArOIIEHHBINR ceMciiHRIH aHaMHE3.

3. PexoMeH/Ialisl HCIIONIB30BaTh OoJiee YyBCTBUTENIBHbIE METO/IbI TEHOTHITMPOBAHUA IIPH
orpunarensHoM pesynsrate TP, ocofenHo s KpHIMCKAX TaTapok, Y KOTOPBIX
KIVHUYECKHEe NPU3HAKKM HACICICTBEHHOH (DOPMBI MOTYT COYETAThCA € OTCYTCTBHEM
«CTaHIapTHBIX» MYyTalLlUi.

OTH IOJOKCHHA HaNpAMYHO KOPpPEeIUPYIOT C 3aJadaMH TIIEpCOHANTU3UPOBAHHOM
NpodMIAKTAKA, PaHHEH JMATHOCTHKH M MapIIpyTH3alMd I[alMCHTOB B CHCTEME
OHKOJIOTUYECKOM ITOMOIIIH.

JIOCTOBEPHOCTH PE3Y/IBTaTOB 00ECIeUeHa N0CTaTOYHBIM ooséMoM BEIGOpKU (120
nanuenTok, 100 KoHTpoJeit), KOPPEKTHBIM [M3aifHOM, HCIIOIB30BAHUCM COBPEMEHHAIX
MOJIEKYJIAPHO-TeHETHYECKUX METOMOB (MYJIBTHILIEKCHAS TP B peaJbHOM BPEMECHH) H
ajleKBaTHOMN CTaTMCcTHYeCKOH 06paborkoii (kpurepun CTHIONEHTA, MasnHa-YutHy, x>,
TOYHBIA Kpurepuii Puuiepa, OTHOIICHHC ma”coB). Pe3ylnbTaTel MPONLIH IIHPOKYIO
anpobauuio: 14 myOnukammid, W3 HAX 5 B H3JAHUAX U3 NCPCHHA BAK (2 B Scopus),
JOKJIAME! Ha MEeXIYHApOAHEIX KoHrpeccax B Poccun, Cepbuu, Kanaze.

Asropedepar auccepranmy Cammepoit ['M. IOIHOCTBIO ~ COOTBETCTBYCT
TpeGOBaHMAM, NPEIBABISIEMEIM K KaHIMJATCKAM JUCCEPTALMIM. ABTOp 3aCIy)KHBacT
IIPHCY//ICHUA WMCKOMOJ CTCNIeHH KaHUJaTa MEJIUIMHCKMX HAyK IO ClENHalbHOCTH
3.3.3. I[Taronoruyeckas GU3HOIOTHA.
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