AHaaNn3 4acTOT KJIANHNYECKHA 3HAYUMbIX T€ HHbIX OJUMOP(PU3MOB B PO CCUICKUX
NOMYJISIIUSIX

N3yuensl yactothl 13 nosmmopdusmoB aByx renos (TP53 u WRAPS53), 06,1a4a101HX OHKOCYIIP€ECCOPHOIl aKTHBHOCTHIO,
B 28 poccuiickux nonyJasanusax. B 60JbIHHCTBE MONYJIANMA 4aCTOThI aJbTEePHATHBHBIX aJlIeJIell 0Ka3aJaich OJU3KH K
TAKOBBHIM B COOTBETCTBYIOIINX pehepeHCHbIX MOMYJISANUX (eBpomneiicKoil nin a3uaTckoi). B mecTn momyasmusix
(«enrpaabupii KaBkas», «/larecran», «ceBepHble pPyCCKHE», <IOT0-BOCTOYHbIE PYCCKHE», «TaTapbl» H «3aKaBKa3be»)
YacTOTHI AJIbTEPHATHBHBIX aJLIeJel s 6 0JbIIHHCTBA N3YYE€HHBIX MAPKEPOB 0KA3aJHCh MOBBIIIe HHBIMH.

Pa3Butne nepcoHaIM3MPOBaHHON MEIUITMHBI U (PaPMAaKOT€HOMUKH HYXKIAETCS B UCCIEAOBAHUSAX T€HOMHBIX MOJUMOP(HU3MOB,
ACCOLIMMPOBAHHBIX C 3200JIEBAaHUAMHU U OTINYAIOLINXCS 10 YacTOTE B Pa3HbIX MOMy/IAuuAX. Takoe uccaenoBaHue NoauMophu3MoB
JBYX KJIMHUYECKH 3HAYMMBIX T€HOB B POCCHHCKUX MOMYJIALMAX ObLIO IPOBEASHO CHIEHUAIICTAMU U3 MeanKo-TeHeTUYeCKOro
HayuHoro neHtpa (MI'HLI) u ony6ankoBaHo B sxypHase «Bectank PTMV». I'er TP53 oTBeYaeT 3a CHHTE3 CaMOro N3BECTHOTO
OIyXOJIEBOTO CyIpeccopa — Oenka pS3, KOTOPbIH CTOUT Ha CTPaXe TeHeTHYECKOl CTAOMIBHOCTH KJISTKU U MPeIOTBPAIAeT Pa3BUTHE
paka. ®ynkums rena WRAPS3 npoiictBeHHa. Bo-niepBBIX, OH perysmpyeT ypoBeHs Oenka p53 3a cuet Bozaerictus Ha MPHK, Bo-
BTOPBIX, OTBedaeT 3a cuHTe3 Oeska WRAPS30, kotopsiit yuactByet B penaparmu JHK.

ABTOpHI UCCIIEIOBAHUS TIPOAHATN3UPOBATH 13 MOIMMOP(U3IMOB STUX TeHOB B 28 MOMy Isusx. VICXOMHRIM MaTepHaIoM MOCITY KK
1785 o6pasnos JHK n3 buobdanka Ceeproii EBpasum, BbIOOpKa Mo Kax 10 nomyJ isumu HacuuteiBaia ot 30 1o 87 yenosek. Bee
WHIUBUIBI ObUTH T€HOTHITMPOBAHBI 110 JEBSATH 9K30HHBIM mosiuMopdu3mam reHa TP53 (rs587781663, rs17882252, rs150293825,
rs112431538, rs149633775, rs144340710, rs1042522, rs1800371, rs201753350) u ogHOMY ero UHTpoHHOMY BapuaHTy (1s17881850),
a Takxke 1o TpeM noaumopguzmam rena WRAPS3 (117880282, rs2287499, 1s34067256). DTOT CIIUCOK COCTABJIEH HA OCHOBE T€HHBIX
BapUAHTOB, BXOAAIMX B 6a3y naHHbix ClinVar v uMeionmx noATBepKICHHYIO KIMHUYECKYI0 3HAUMMOCTb. [lis1 28 nomynsiimit Obuiu
paccYMTaHbl YaCTOTHI AJIbTEPHATUBHBIX AJUIENIEH TI0 9TUM MOJIUMOphHU3MaMm.

B nstu nonynsitusix («Ientpanbabiii KaBkas», «Jlarectan», «CceBepHbIe PyCCKHE», «TaTapbl» U «3aKaBKa3be») MO OOJIbIINHCTBY
MapKepoB HaOJII0aeTCsl COYeTaHHe MOBBIIIEHHBIX YaCTOT aIbTEPHATUBHBIX ajUlesIeil M MX HEPAaBHOBECHOTO COCTOSIHHUS (110 KPUTEPHUIO
Xapan—Baiin6epra) B momyiaiusix. To MO3BOJISET NPENOIOKUTh BIMHIE BHEITHUX (DAKTOPOB — HANpUMep, CIyJaiHOro
MHOpUIVHTA. B monysisiiym «oro-BOCTOYHbIE PyCCKHE» YacTOTHl aJIbTEPHATUBHBIX aJUleliel TakxKe ObUIH BbIIIE, YeM B pedpepeHCHON
€BPOIIEHCKON MOMYJISAIIHY, OJHAKO UX COCTOSIHUE B IOMYJISIIMK HE OTKJIOHSIIOCH OT paBHOBecHs Xapau—BaiinOepra. B Heckombkux
TOMYJISIIUSIX («KOMH M YAMYPThI», «CHOMPCKUE TaTapbl», «3ana Hblii KaBkas») pasHooOpasue HailIeHHbIX MapKepoB ObLIO BHIIIE, YEM
B COOTBETCTBYIOIIMX MM IO IPOUCXOXKJEHUIO PeDePEeHCHBIX MOMYIALMAX, OJHAKO MPHU 3TOM UX YaCTOThl OCTABAINCh HU3KUMH.

AHanmm3 4acToT AJIbTEPHATUBHBIX aJenen B MOy JIAIUAX 6])IJ'[ IMMPOBEJACH METOJOM MHOI'OMEPHOI0 HIKAJIMPOBAHUAA. HOHyJIHLlI/II/I JJIA
3TOro aHaJIM3a CrPYMITUPOBATIN B TPH KJlacTepa — a3UaTCKUi, eBpONENCKUI 1 KaBKa3CKMil. B a3MaTcKoM U eBpoIeiickoM KiacTepax
MOMYJISIMY OKA3aJIMCh PACTIONOKEHBI OJIMKE JIPYT K APYTY, a B KaBKA3CKOM HaOmoaaeTcst 00JIbIION pa3dpoc Mo 4acToTaM ajuiesnen
MeXIy TOIMyJIAIMAMH. A3MATCKUI KJIACTep UMEET JOCTATOUHO YeTKUE I'PAHUILIBI; eBPONEHCKHI Ki1acTep 0oJiee KOMIIAKTEH, C BBICOKON
TUIOTHOCTBIO BOKPYT pepepeHCHON eBpONEeHCKON MOMYJISLIN (YACTOTH MapKEepOB ISl Hee B3ATHI U3 OTKPBITHIX HICTOYHUKOB). Tpu
eBpOIEICKIe MONYJISIUH OKa3aJuCh BHIHECEHBI JAJIEKO 3a Mpe/iesibl KilacTepa. DTO «CeBEpHbIE PYCCKUe», eqUMHCTBEHHAsl eBPOIIeHCKast
HOITYJISILMS, B KOTOPOW HAOJI0NATMCh IOBBIIICHHBIE YaCTOThl MHOTMX MApKEpPOB, OTCYTCTBYIOIIHX B APYIHUX €BPONEHCKUX MOMYJISALUIX.
ITO «I0r0-BOCTOUHbIE PYCCKUE», ISl KOTOPOW XapaKTEPHbI MMOBBIIIEHHBIE YACTOTHl HEKOTOPBIX HETUIUYHBIX [U151 €BPOIIEHCKUX
nomyJisinui nomMopgusMoB. Ha rpadrike MHOroMepHOro MIKaTUPOBAHUSI «CEBEPHBIE PYCCKHE» M «I0r0-BOCTOUHBIE PYCCKUE»
PACIIONIOKEHBI B MPOTUBOMOJIOKHBIX YacTsX. TpeThs MOMyAIHMs, BBIXOAAIIAS 3 MTpeiesibl €BPOIMEeHCKOro Kiactepa, 310
00beIMHEHHAs HOMYJIALMA Mapy U dyBalllell, OHa OKa3ajach B INIyOMHe a3MaTCKoro kiacrepa. Bo3amMoxHo, 310 00yc10B1eHO
AHTPOTIOOTMYECKUM COCTABOM UyBallled, CPEeIM KOTOPBIX MOMUMO WHIUBHUIOB €BPONEOMIHOTO THITA TPUCYTCTBYIOT MUHUBU/IBI
MOHT'OJIOUIHOTO THIIA ¥ CMELIIaHHbIE.


https://vestnik.rsmu.press/archive/2021/1/1/abstract?lang=ru
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I'pahuk MHOrOMEpHOTO IIKATMPOBAHUS, OCHOBAHHBII Ha MaTpHIle TeHeTHUecKuX pacctossHuid Hest muta 29 momynsimid. [Tokazassl Tpu
KJIacTepa: a3uaTCKUi (PO30BBIN IBET), EBPOIIEHCKIN (3eJICHBIN IIBET) ¥ KaBKa3CcKuil (romy6oii neer) (OnbKoBa u 1ip., 2021).

Takum 06pazoM, UccieI0BaHKE MTO3BOJIIIIO MOMYUUTh JaHHBIE M0 YaCTOTaM KJIMHUYECKU 3HAYUMBbIX oIMMopdu3mMoB renoB TP53 (10
MapKepoB U3 MATH IK30HOB U OJHOTO MHTpoHA) U WRAPS53 (Tpu Mapkepa U3 BTOPOTro 9K30Ha) i 28 momyssauuil Poccnn. s
OOJIBIIIMHCTBA MOMYJISIMI MOTyYeHHbIE 3HAYEHHUsI YaCTOT NOIMMOP(MU3MOB OJIM3KM K TAKOBBIM B COOTBETCTBYIOIIEH pedhepeHCHON
MHPOBOH TMOIYJISAIMHN (a3UaTCKOH MM eBporieiickoil). [llecTs momysaimii OTIMYAI0TCS MTOBHIIIEHHBIMA YaCTOTAMH MapKepoB
(«IlentpanpHbiit KaBkas», «Jlarectan», «CceBepHbIE PyCCKHE», «IOr0-BOCTOUYHBIE PYCCKHE», «TATaphl» U «3aKaBKa3be» ), IPU STOM BO
BCEX YKa3aHHbBIX HOMYJIALMSX, KPOME «I0r0-BOCTOYHBIX PYCCKUX», AJUIEJIM MAPKEPOB C MOBBILICHHBIMI YACTOTAMH HE TIOJUMHSIOTCS
npaewiy Xapau—BainOepra. [is Tatapckoi NOIMyJISIAK XapaKTepPHbl 0COOSHHO BBICOKHE YaCTOTHl HEPABHOBECHBIX aJuiesiel
MOJIMMOP(MU3MOB, YTO TOBOPUT O HEOOXOIMMOCTH MX OoJiee rITyOOKOTro N3y4YeHHs IS BRIICHEHNSI IPMUMHBI TAKUX Pa3IAIniL.
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