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OT3bIB BEAYUIEA OPTAHU3AIIAH

0 Hay4YHO-IIPAKTHYECKOH 3HAYMMOCTH JAMccepTallMoHHOH pabotel CrenanoBa Mibu
AnexcanapoBuya Ha TeMy: «Pa3paboTka MOJIEKYJISIpPHO-TEHETHYECKOTO TI0AX01a K TAArHOCTHKE
cugapoMa Jlu-OpayMeHH Ha OCHOBE  BBICOKONPOU3BOAMUTEILHOTO CEKBEHHPOBAHHSY,
IPEACTaBICHHON K 3alure B JuccepranuoHHeId coBeT 21.1.033.01 npu DexepannHOM
roCyJapCTBEHHOM OIOIIKETHOM YUpEXACHUH «HannonansHbIi MEIUIIMHCKUH
HccnenoBatenbckuii  neHTp uMenn H.H. IlerpoBa» MuHucTepcTBa 31paBOOXpaHEHHS
Poccutickoit denepanuu Ha coMCKaHME YYEHOH CTENEHM KaHAMJaTa MEJUIIMHCKHX HAyK IO
CHEUHATBHOCTH 3.1.6 OHKOJIOTHA, TydeBas Tepaus.

AKTYya/IbHOCTb TeMbl AHCCEPTALMHU

HuccepranmonHas  pabora  CremaHoBa  MiabH  AnekcaHapoBHYa — IOCBSIIECHA
uccienoBanuio cuHapoMa Jlu-Opaymenu (CJID), koTopelli XapaKTepu3yeTcs 4Ype3BHIYAHHO
BBICOKHM PHCKOM BO3HHKHOBEHHS OITyXOJIEH B pa3/IMYHBIX Jokanu3auusx. Paborta HanpapieHa
Ha ONTHMH3AIHMIO MOJIEKYISPHO-TEHETHUYECKOTO TECTHPOBAaHHS HACIEJCTBEHHBIX MYTaIMd B
rede 7P53 (upuwumna CJID). JIHarHOCTHYECKHH AJITOPHUTM /Ul BBIABICHHSA MYTalHH B I'€HE
TP53, onucaHHbI# B paboTe, MO3BONSET ceIaTh TECTUPOBAHUE JOCTYIIHEE U YBEIMYHTH OXBAaT
KaHAuJaTOB. B 1[eOM aKTyalbHOCTh pabOThl HE BBI3BIBAET COMHEHHA, TaK KaK IMOAXOABI K
MOJIEKYJISpHO-TeHeTHUeCKOH auarHocTuke CJI® He perslaMeHTHpOBaHBI, a 3MHAEMHOJIOTHA,
MEHETPAHTHOCTh MYTalnud, OCOOEHHOCTH KIHHHYecKHX npossiaeHuit CJI® HemoctaToYHO
U3yYEHEI,

HayuHnasi HOBM3HA HCC/IeIOBAHHA H LEHHOCTH MOJYYeHHbIX pe3y/bTaToB

[Ipemtoxen moaxon, MOBBIIarOMUH gocTyMHOCTE AHarHOCcTHKU CJI®. CymectBeHHOE
yinydiieHue — paspaboTka Habopa OJMTOHYKICOTHAOB (HEOOXOIHMas COCTapisiomas Al
MIOATOTOBKH BBICOKOIIPOH3BOAMUTEILHOTO CEKBeHHpoBaHUA). Habop y4uuTeIBaeT OCOOEHHOCTH

rexa 7P53 (GC-6orartelif coctaB), pa3paboTaH, CHHTE3HPOBAH H alIpOOHPOBAH COUCKATEIEM.



Komnexnus o6pasnoB chpopMupoBaHa Ha OCHOBE OOIICTPHHATHIX KpHTepues Illompe,
pa3paboTaHHBIX Ui OIpENETICHHs BEpPOSATHBIX HOCHTENCH HACIICICTBEHHOW MYTallMHd B T'EHE
TP53. Bee obpasusl uccnepoBansl npu nomoinu NGS. HUsyden Gonbmioit MaccuB o6pasios
(1903).

Crenenb 060CHOBAHHOCTH HAYYHBIX I0JI0XE€HHIi, BLIBOJ0B H PeKOMEHAANHH,

chopMyIHPOBAHHBIX B IHCCEPTALIHH

O6mue HayuHble TOJNOXKEHHSA, cHopMynupoBaHHBle B auccepranuu Crtemanoa M.A.
OCHOBBIBAIOTCS HAa JIMTEPATYypPHBIX JAHHBIX M pe3ylbTarax COOCTBEHHBIX HCCIEIOBaHHIA.
[onoxenus copMyIHpoBaHBl SCHO U OCHOBAHBI Ha MOJMYYEHHBIX pe3ynbrarax. llenu u 3amaun
UCCJICIOBAHHS U3JIOKEHBI YETKO U IOCIIEN0BaTeNbHO. BEIBOIBI H MpakTHUeCKHEe PEeKOMEHAAIUN
JIOTHYHBI ¥ OTPaXatoT CyTh IPOBEIEHHOI0 UCCIIEIOBAHMUS.

JIoCTOBEPHOCTh MONYYEHHBIX PpE3YJIbTaTOB IOATBEPKAACTCS OOJBIIUM KOJIHYECTBOM
HCCIICIOBAaHHBIX 00pa3loB, MCIIOJB30BAaHHEM COBPEMEHHBIX METOJIOB OLEHKH U aIeKBaTHOMN
CTaTHCTHUYECKOH 00paboTKoii.

Ouenka coaepxaHus padoThbl

Huccepranuonnas pabora u3noxeHa Ha 121 cTpaHHIle H COCTOMT M3 BBeIEHHs, 0030pa
JUTEPATYPhI, ONIMCAaHKs MAaTEPHAIIOB U METOJ0B UCCIIEOBaHUs, Pe3yIbTaTOB HCCICIOBAHUS U HX
OOCYXXIEHHs, BBIBOJOB, MPAKTHYECKHMX pPEKOMEHJAIMi, CIHCKa COKpalleHHH, cIucka
JIUTEpaTypbl U npuioxeHuil. Pabora BkmouaeT 15 pucyHkoB, 17 Tabmuil # 3 TpUIOXKEHUS C
tabiunaMu. CIHCOK JIMTEpaTyphl COAEPKUT 135 HCTOYHUKOB, B TOM YHCIiE 4 OTEUECTBEHHBIX H
131 3apy0OesxHbIi.

Bo BBegeHMM aBTOp 0OOCHOBBIBAET aKTyalbHOCTh HCCIEIyeMOH  MpoOlieMBl,
bopMyIHpyeT LieNb U 3324l UCCIeTOBAaHUS, XapaKTepH3yeT HayyHYlO HOBU3HY, [IPAKTHYECKYIO
3HAYUMOCTh pabOTBl, a TaKXKe ONMCHIBAET METOJOJOTHIO HccienoBaHus. lIpencraBieHsl
OCHOBHbIe TIOJIOKEHHs pabOThl, KOTOphIE aBTOpP BBIHOCHT Ha 3alMTy. B 3TOM paszene
IpeJCTABJICHBI TAKXKE JAaHHBIE O BHEJPEHHUH, apoOaliiy pe3yabTaToOB MCCIIEJOBaHHUs, a TAKXKe O
JUYHOM BKJIaJie aBTOpa B BBHINOJHEHUH HCCIEJOBaHMs. 3aMeYaHHH 10 3TOMY pasjeny paboThl
HET.

OG630p nMTEpaTYphl COCTOMT W3 Da3/ieoB, KOTOPbIE IOCBSALICHBI KPaTKOM HCTOpPHH
m3yyenus CJIO, >snuaeMHONOrHHM, MOJEKYISpHBIM MEXaHHM3MaM [aTOreHe3d, 4YacTOTe
OITyXOJIEBBIX JIOKATH3allMii B 3aBHCHMOCTH OT BO3pacTa, a Takxke crocobaMm JETEKLMH
HaCJIeICTBEHHBIX MyTaluii B ree 7P33. ['maBa colepXUT cOBpeMEHHbIE JaHHBIE W OO0JIBIIOE
YHCIIO JIMTEPATYPHBIX CCHUIOK. 3aMEYaHHUH 10 3TOMY pasJelly HET.

Bropas rnaBa mocpsillicHa MaTepyataM M METOJaM HccileIoBaHHs. B Hell oTpaXeH IuiaH

paboThl M OOWMiA Tu3aifH HcciexoBanus. Komureknus oOpasLoB pasjieieHa Ha TPH YacTH B



3aBUCHMOCTH OT BO3pDACTHOM IPYMIbI NMAallMEHTOB: OT POXACHHA 10 15 net, ot 15 go 50 aer u
crapie 50.

JleTanpHO OMUCaHo BBIICIICHHE HYKJIEMHOBBIX KUCIOT U3 KPOBH M NapaHHOBBIX CPE30B.
Hano o6ocHoBanue BbIOOpa nanenu oborameHus Npy nomomu rudpuausanun JJHK ¢ 30H1amu.
Onuncana Meronuka cHHTe3a Habopa 30HIOB (OJUTOHYKICOTHAOB). [IpHHIMMHANBHBIX
3aMe4YaHuH 10 3TOH TJIaBe HET.

B Tpertbeii rnaBe IpeACTaBICHBI pe3yJbTaThl HCCICAOBAaHUA. ABTOp TMpeACTaBIISET
IIOCJIEIOBATENbHOCTh OJIMTOHYKJIEOTHJIOB M pe3yibTaThl ampobanuu. OmNHCBIBaeT MOAXOA K
JUarHOCTUKE M TIpelCTaBjisgeT Ciy4aHl C HacleACTBEHHOM wMyTtanued B reHe 7P53.
[ IpuHIHMNIHANIBHBIX 3aMEYaHUi 10 3TOH IIaBe HET.

B derBeproit ryaBe, KoTOpas MNOCBAINEHAa OOCYXACHHIO TOJYYEHHBIX pe3yJbTaToB,
IPUBOIATCA KJIMHHYECKHE OCOOEHHOCTH TIO3MTHUBHBIX CIy4yaeB, OOCYXJaeTcsl CIIEKTp
OOHapy>XeHHBIX MyTallMid, H HX accolualus ¢ Bo3pacToM Haudana 3aboseBaHus.
[IpuHIMNHATBEHBIX 3aMEeYaHUi 110 JaHHOH TlaBe HeT.

Huccepranvio 3aBepmaioT BBIBOJABI M IPaKTHYECKHE pEKOMEHJalluH. BpIBobI
COOTBETCTBYIOT 3aJayaM MCCJIeJIOBaHUSA, OCHOBaHbI Ha (paKTHUYECKHX [aHHBIX, TMOJIYYEHHBIX
COHCKaTeleM, 4YeTKO CGhOpPMYJHpOBaHBI W HE BBI3BIBAIOT Bo3pakeHMH. [lpakTHuecku
peKOMEHIallUM TaK)K€ OCHOBaHbI Ha TOJIYYeHHBIX JaHHBIX W KacaloTCs METOI0JIOTHYECKHUX
acreKTOB IIPOBEJCHUS MOJIEKYJISPHO-TCHETHUYECKHX HCCIIEIOBAHHM.

Pe3ynpTaThl AHCCEPTAMOHHOTO HCCIEI0BaHHUA OmyOIHKOBaHH! B 4 MeYaTHBIX padorax,
H3 KOTOPHIX 3 — B pEIEeH3UPyeMBbIX Hay4dHBIX JXYypHallax, PEKOMEHIOBaHHbIX BAK
Munncrepctsa obpasoBaHus U Hayku Poccuiickoit @enepanuu, 1 — B 3apyOeXHOM H3JlaHHH,
unjgekcupyeMom B Web of Science u Scopus. Apropedepar M HayuHble myONIHKaNUH
JIOCTATOYHO TOJHO OTPaXalOT pe3yJbTaThl AMCCEpTalHOHHOM pabotsl. Ilo aBTOpedepary
3aMe4yaHuH Her.

3HauHMoOCTh paboThl AJI1 HAYKH H NIPAKTHKH

C TOYKH 3peHHS METUIIMHBI IEHHOCTh IIOJIyYE€HHBIX PE3yJbTaTOB 3aKJ/IIOYaeTCi B TOM,
YTO CO3[aH HHCTPYMEHT, O3BOJISIOLIHH BBIIBIATH HAclleICTBEHHbIE MyTalMH B rene TP53 ¢
BBICOKOM  3(QeKTUBHOCTHIO, IMPOJEMOHCTPHPOBAH CIIOCO0  MOBBIEHHS  JOCTYNHOCTH
MOJICKYJISPHO-TEHETHYECKHX  HCCJICOBAaHMM, KOPPEKTHO OIEHEHA paclpoCTPaHEHHOCTh
CHHJpPOMAa CpeIH OHKOJIOTHYECKHUX IIaI[HEHTOB.

BHeapeHHe pe3y/ibTaTOB HCCI1eA0OBAHHA

Pa6ora BbImonHeHa B Jabopartopuu MOJeKynspHoi oHkonorun PI'BY  «HMHUI]

ouxonorud uMm. H. H. IlerpoBa» MunzapaBa Poccuu. IlomydeHHBIE pe3ynbTaThl pabOTHI

BHEJIPECHBI B HAYYHO-IIPAKTHYECKY IO A€ATEJIBHOCTD NOAPA3ACIICHUA (aKT BHEAPECHHUA pE3YJIbTATOB



ot 24.07.2023).
3aklovuenue

Juccepranmonnas pabora CrenanoBa WMibn Anexcanaposuua Ha TeMmy: «Paspaborka
MOJIEKY JIIPHO-TEHETHYECKOTO TOAX0/la K IHarHocTuke cuHapoMa JIlu-OpayMeHH Ha OCHOBE
BBICOKOTIPOU3BOJIHTENLHOTO CEKBEHUPOBAHUS Y, NIPEICTaBlIcHHAd Ha COUCKAHHE YUCHOH CTEIICHH
KaHIuJaTa MEJUIUHCKUX HAyK, SBIseTCS Hay4dHO-KBATH(UKAIIMOHHOW paboTol, B KOTOpOH
COJZIEPXKHTCS peEllIeHHE 3a/1ay, HalpaBiICHHBIX HA ONTHMH3AIMIO MOJEKYJISPHO-T€HETHYECKOTO
TECTHPOBaHUS NMAaMEHTOB ¢ cuHApoMoM JIu-Dpaymenu.

TaxuMm obOpazom, Mo CBOeH akTyaJIbHOCTH, HAyYHOH HOBH3HE, 0OBEMY BBIIOJHEHHBIX
HCCJIEOBAaHUH W MpPAKTUYECKOHM 3HAYMMOCTH [MOJYYEHHBIX pe3yibTaToB JHCCEpTAIUS
HOJHOCTBIO COOTBETCTBYET TpeboBaHuAM 1. 9 «llonoxkeHus o nopsake NPUCYNKACHUS YUEHBIX
crenieHeit», or 24.09.2013 No842 (pemakums ot 26.10.2023 Ne 1786) yTBepKIEHHOTO
nocTtaHoBiaeHUeM llpaBuTenncTBa Poccuiickon denepanuu, NpeabsBISeMbIM K THUCCEPTALHAIM
Ha COMCKaHMe yueHOH cTeneHu KaHauIaTa Hayk, a ee aBTop, CrenanoB Mibs AsiekcanmpoBu,
3aCIIyKHBAET IPUCYKACHUS YUSHOH CTeleHH KaHAuIaTa MEJUIIMHCKUX HAYK MO CIIEIUABHOCTH
3.1.6. — oHKOJIOTH4, JTy4eBas TEpalus.

O13b1B OOCY)XXIEH u 0J0OpeH Ha 3aceldaHWH Kadeapbl PAJUONIOTHH, XUPYPIrHH H
oukonorun PI'BY «PHLIPXT wum. ak. A.M. I'panoBa» MunzgpaBa Poccum 13.05.2024,

npotokosa Ne 5.

« 13 » mas 2024 r.
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