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OT3bIB BEAYIIENH OPTAHU3ALIUU

DeziepalibHOTO rOCYIAPCTBEHHOrO OIOIKETHOrO yupeskaeHus «Haunosanbublii
MEeIMLUHHCKUI HCCIIeN0BaTeIbCKUN LeHTp umeHH B.A. Aimazosa» Munucrtepcrsa
31paBooxpanenus Poccuiickoii Pefepauny 0 HayuyHO-TIPAKTHYECKOH 3HAYUMOCTH
AHCCepPTAlMOHHON paboTbl  KaBepunoii BaneHtunsl [eHHa/beBHBI Ha TeMy
«KnuHnyeckass 1 MOJIEKYIAPHO-TeHeTHUYECKas] XapaKTePUCTHKA KapAUOMUHONATHI B
cTpykType RAS-maruii y neteii», npencraBieHHONH HA COMCKAaHUE YYEHOH cTeneHH
KaHllaTa  MEQMUMHCKUX  HayK 1o  crneuuanpHocTsM  3.1.21.  Ilemmarpus

(MemuuuHcKHe Hayku) U 1.5.7. leHeTuKa (MeIHIMHCKHE HayKH ).

AKTYa/IbHOCTb TeMbI ANCCEPTALIHH

AKTYalIbHOCTh TEMBI IMCCEPTALMOHHOIO HCCHIEI0BAHUS Kasepunoii B.I.
00yCII0B/IeHa BBICOKOH COLMAIbHO-YKOHOMUUYECKOH 3HAYUMOCTBIO KapAHOMHUOINATH
B JIETCKOH momyssind. HecMOTps Ha cpaBHUTENLHO HU3KYIO BCTPEUaeMOCTh (0KOIO
I cmydas na 100 000 nerckoro HaceieHus) 3a60neBaHHe XapaxkTepusyeTcs
(POrpecCHPYIOMM TEUEHHEM W HEOMAaroNpHsITHBLIM Ul SKM3HH ITPOTHO30M, 4YTO
TpeOyeT yrmyONeHHOro W3yHeHHs JaHHOIO BOMPOCA C HEbIO pa3paboTKU Hay4dHO-
00OCHOBAHHBIX TMATHOCTHYCCKNX H TEPANeBTHYECKNX [0X00B B COOTBETCTBHH €O

cTangapTamMu JIOKA3aTe/IbHON MEIULIMHDI,



(v

CreKkTp 93THONOTHYECKHX (DAKTOPOB y JeTell 3HAYMTENBHO LIHpE, YeM ¥y
B3pOC/IBIX: TPETh CJIyYaeB acCOLMHUPOBAHA C PA3IMYHBIMU  [EHETHUYECKUMH
CHHIpOMaMH, OOJE3HAMH OOMEHA BEIIECTB W HEPBHO-MBIILICYHBIME 3a00/1eBAHUSIMI.
Ocoboe MecTo cpejin NpUYMH JeTCKHUX KapAMOMHONAaTHH 3aHUMaroT RAS-nmatuu —
Ipynmna BPOKACHHLIX MYJILTHCUCTEMHBIX HApyIIEHUH pa3BUTHS, OOYCIOBIEHHBIX
MyTalHAMH B [€HAX  CHrHaIBHOrO  myth  RAS/mMuroren-akrusmpyemoii
mporeuHkuHasel  (MAPK),  ywacrsyiomero B mpoueccax — MertaBonusma,
nponueparuu, 1UGGEPEHIMPOBKH, MUTPALME H AonTo3a KIETOK B pa3nuyuHbIX
TKaHAX u opraHax. ITomuopranubiii Xapaktep mopaskeHus MpHIAET MNPOGIEMe
BBIPAXKCHHYIO MENIUCLUIVTHHAPHYIO HampaBleHHOCTb. (COMacHo COBPEMEHHBIM
AQHHBIM, TMOPAKEHHUE CEPACUHO-COCYAMCTOH CHCTeMbl peructpupyercs y 60-90%
nauuenTos ¢ RAS-matusiMi n Hanbos1ee 4acThiM TUIIOM PEMOJIENHPOBAHHS MHOKAp/Ia
ABNIACTCS  IUMepTpoduyeckas KapauoMuonarus (okono 42% cpeid MauueHToB
MEPBOTO rojia KU3HH).

BHenpeHne B PYyTHHHYI0 — KIMHMYECKYK)  TIPAKTHKY  TEXHOJOTHil
BbICOKOTIPOW3BOMUTENILHOTO  CEKBEHHPOBAHHS B IOCJICIHHE [Ofbl CYILECTBEHHO
pacurMpuio  BO3MOXKHOCTH  JuarHOCTMKM  RAS-matuii  u criocobcTBOBANO
YCTAHOBJIEHHIO TCHOTHI-QEHOTUIMYECKUX Koppemsitmit. OnHako, crekTp MyTaiuii,
XapakTep  KIMHUYECKOH  MaHu(ecTaluM I'eHeTHYeCKMX  BapHMAaHTOB U WX
MPOTHOCTHYCCKOE 3HAYEHHE Yy POCCHHCKMX IALMEHTOB JAETCKOr0 BO3pacTa o0
HACTOALIEr0 BpEeMEHH OCTAKTCS MaJOU3YUEHHBIMH. BOJIBIIHHCTBO HMEIOLIUXCS
MCC/IeIOBAHUH  MPE/ICTABICHbl  @IMHHUYHBIMH  CJIYYasIMH U HE  BKJIIOYAIOT
MOJICKYJIIPHO-TEHETHUIECKYIO BepUpuKaUnio. Mexay TeM npsMas SKCTParossius
3apyOeKHbBIX JAHHBIX HA POCCUNCKUX MMALMEHTOB HE BCera [IpaBOMEepHa BBHY
BO3MOJKHBIX MOMYISALHOHHBIX 0COOEHHOCTEI.

Takum oGpasom, auccepranmonxas padora Kasepunoit B.IN, nocssiennas
aHa/N3y  KIMHMYECKHX, TIeMOIMHAMHYCCKHX M MOJEKYJISPHO-FeHeTHUECKHX
OCOOCHHOCTEH KapaMOMHONaTHH B cTpykType RAS-naruii Y JeTeH, OTBevaeT

AKTYaIbHOM  mpoliieMe ¥ Mpe/CTaBIseT  3HAYMTENbHBI  TeopeTHuecKuil U



MPaKTHYECKMH HMHTEPEC, KaK JUlsl [PaKTHKYHOLIUX [IeAHAaTPOB, TaK | s

CIEIHAITUCTOB MEIMKO-TeHEeTUUCCKHX HAYHHBIX LHEHTPOB H 5']2160})8'1'0[)1/[171.

Hayunasi HoBH3HA uceeoBanus u NOJYy4€eHHBIX Pe3y/bTaToB

B muccepraumonnoit pabore Kasepunoii B.I. BIIEPBbIE B POCCHICKOM
ME/IMATPHYECKON  MMPAKTHKE BBINONHEH KOMIUIGKCHBIH AHAMM3 IeHeTHYeCKOl
CTPYKTYpbl RAS-naruit y pereii ¢ npumenenuem BBICOKOIIPOU3BOUTETLHOIO
cekBeHupoBanus. [lokaszano, 4to naronorus Muokapaa gaie (bopmupyercs y nereit ¢
Kay3albHbIMU BapuaHTaMH reHoB BRAF, HRAS, LZTRI, PTPNI1I. RAFI. RITI.
SHOC2 n SOSI. CyluecTBeHHbIM BKJIAJOM B MHPOBYIK) 0a3y 3HaHM SBIsIeTCS
oOHapy:keHHe |8 HOBBIX, paHee He OMUCAHHBIX BapuaHTOB B reHax nyti RAS/MAPK
C JCTalbHOH XapaKTePUCTHKOH MX KIMHMYECKHX TPOSBIEHHN, YTO 3HAYHTEIBHO
PacHIMpsIeT CYLIECTBY IO MEKIYHAPOIHBIH KaTajlor reHeTHIEeCKUX JIeTePMUHAHT.
B nucceprauvonHolt paGorte Takke ycTaHOBIEHDI Ma)KOpPHbIE HYKJICOTH/IHbIE
BapuaHtbl — ¢./70C>T, p.S257L B rene RAFI w c.1403C>T p-T468M B rene
PTPNII, obycrnosiuBatome RAS-matum, compoBowaiommecs  matonorueit
CEPACUHO-COCYTUCTOH CUCTEMbI Y POCCUHCKHUX IeTel.

Ocolyi0 HOBU3HY HCCIEHOBAHMS TPEJICTABIAIOT HEKOTOPBIE YCTAHORJICHHbIE
FCHOTHII-(DEHOTHITMYECKUE B3aAUMOCBSI3H: HAUOOIee TSKeblil KapJIMalibHbI{ (eHOTHII
C BBICOKOH 4acCTOTOH OOCTPYKTUBHBIX (POPM runeprpoduueckoil KapAMOMMOIATHH,
AMACTONMYeCKOH auchyHKUuueH, BbicokuM yposHeM NT-proBNP XapakTepeH s
[IalIACHTOB C BapHaHTaMH OK30Ha 7 reHa RAFI, OTHOCHTENbHO OJaronpusiTHOE
TCYCHME  TUHepTpoguu  MHOKapaa ¢ npeodrajaHueM HEOOCTPYKTHBHOIO
PEMOICTHPOBAHNA  aCCOLMMPOBAHO ¢ BapuaHTamMM reHa RIT/. BeipaxkenHsie
KOTHMTHBHbBIC HAPYLICHUS XapakTePHbI [l MALUEHTOB C BAPHAHTAMM TeHOB BRAL
HRAS, SHOC2, anomanmii sKTomepMbl — ¢ BapuaHTamMu renoB BRAF u HRAS,
KPHIITOPXHU3M — ¢ BapuanTamu revos PTPN ] (cunapom Hynau) u RAF 1.

[TpuMeuaTesbHO, 4TO OOLLAS ACCSTUIETHSS BbIKUBAEMOCTE cocrasunaa 96,3%,
OIHAKO OecCOOBITHIHASA BBIKMBAEMOCTh 3HAYMTEILHO HUKe (58.5%). uto oTpaxkaer
BLICOKYIO ~ MOTPEOHOCTb B KAPAMOXUPYPIMUYECKOM  JIEUSHHHM  MALHEHTOB ¢

KapanoMuonatusiMu B CTpykType RAS-pmartuii. CyuecrseHHoe 3HaueHHe JUis



KIMHMYECKOH — paboThl  UMeeT mnpemtokenHsii  Kasepuroii  B.I AJITOPUTM
KIIMHUYECKOH M MONEKYIAPHO-reHEeTHYECKOH JAHarHocTuku RAS-naTuii y HeTel c
PHIIEPTPOYHIECKMM THIOM PEMOJIETMPOBAHNS MUOKAP/A, d TAKKE pa3paboTaHHbI#
nAu(pepeHUMPOBAHHBI  AJIrOpHTM MYJIBTHAWCUUITIMHAPHOTO ~ MOHHMTOPHHIA
[TALMEHTOB C YUETOM HACHTU(DUIMPOBAHHOIO FeHETHUECKOTO BAPUAHTA.
Teopernueckas U NpakTHYECKas 3HAYHMOCTE PE3YIbTATOB HCCAEI0BAHHS
AJIS JaJIbHeHIero pasBUTHSA OTPACIH

B xome nuccepraumonnoro mcenenosanusi Gblna M3ydeHa W AeTANBbHO
OXapakTepH30BaHa KOropTa AeTeil ¢ narojaorueil Muokapaa B crpykrype RAS-maruii.
YCTaHOBIIEHO, UTO STHONOIHYECKUH (AKTOP HrpaeT KIHOUYEBYyIO poib Kak B
OMNPeJC/ICHUH KIMHUYECKOro TeueHHs 3abolleBaHus, TaK W B (OPMHUPOBAHUH €ro
[IPOrHO3a.

Teopernyeckast 3Haummocth paGorel  Kasepunoit B.I.  sakmouaercs B
paclIMpeHny CyIIECTBYIOWIMX NPE/ICTABAEHUH O reHeTHYECKOM criekTpe RAS-natuii
Y POCCHHCKMX NalMEHTOB JETCKOro BospacTa. B pabote HAEHTHPHUUUPOBAHBI H
OXapaKTEPU30BaHbl ~ HOBbIE  TEHOTHN-(PEHOTUITMYECKHE  B3aUMOCBSA3H.  YTO
CHOCOOCTBYET — yIIyONeHHOMY — MOHMMAHHMIO  [ATOTCHETHYECKHUX  MEXaHH3MOB
3abosieBanys. BbiBlEHHbIE B [HCCEPTALMOHHOM HCCIEIOBAHUM OTIHIHTEbHbIE
K/IMHHYECKHE OCOOEHHOCTH Kapauomuonaruii npu RAS-matmsx MOTYT OBITh
HCIIO/IL30BAHBI /115 TIPEABAPUTEILHON OLCHKH BEPOSITHOH MPUUMHBI 3a00JIeBAHHS 10
MONIYYE€HHs PE3YJILTATOB FEHETHUYECKOTO MCCIIe/IOBAHMSL.

[MpakTH4ecKas 3Ha4MMOCThL PabOThI Ope/IeseTCs Pa3paboTKOl 1 BHEIPEHHEM
B KIMHUYECKYIO MPAKTUKY AJArOPHTMAa MOJNEKYISPHO-TEHETHUSCKOH JAHArHOCTHKH,
CXCMbI KAaCKagHOTO CEMCHHOIO CKPHHHMHIA, AlTOPUTMA MYJIbTHAMCLHILIMHAPHOTO
MOHHTOPHHI'A TaUUEHTOB, a TaKKEe CO3/laHUEM SIEKTPOHHONH 0a3bl JaHHBIX,
Clly’Kalledl LeHHbIM HHCTPYMEHTOM JUlsl JajdbHEHINNX HAy4HbIX HCCIeIOBAHHI K
KAMHUYECKOH padoThI.

KitioueBbIM BBIBOIOM MCCIEIOBAHMS SIBISETCA TO, YTO paHHee ornpeaeneHue
STHOJIOTMYECKOH TMPUYHHBL  [O3BOMSIOT ONPENEIHTL MepCOHUBULHPOBAHHBIH B

Ka*K10M KOH KpEeTHOM ¢/ Iytae,



Ouenka coaepxannst H 0popMJIeHUS THCCEPTALHOHHOI PadoThI

Hucceprauus Banentunsl [eHHaabeBHbI MpeacTaBaseT co0oi 3aBepllieHHOe
HAy4YHOE UCCJIC0BAHUE, BbIIIOJIHEHHOE M0 TPAAULIMOHHOMY IUIaHY.

Huccepraumnonnas padora Kasepumnoit B.I. uznoxena Ha 189 crpaHuuax
MALLIMHOIIMCHOIO TEKCTa, IOCTPOCHA MO TPAAULIMOHHOMY IUIAHY U COCTOMUT U3
BBeJIeHHs, 0030pa JuTeparypsbl, [MaBbl C OMUCAHHEM MaTepHalioB W METOJOB, JIBYX
[aB COOCTBEHHBIX HCCIIENOBAHUI ¢ KIMHHYECKUMH TpUMepaMu, 3aKIFoueHHs,
BBIBOJIOB, NpaKkTHYCCKUX peKoMeH A, CITUCKa COKpalleHHH H
oubnuorpaduueckoro ykazarens. Padora wimoctpupoBaHa 61 pucyHKOM U
comepxkuT 21 Tabauily, 4To odecrneuMBaeT HAMNAIHOCTb M O0JErdacT BOCIPUATHE
MoJy4YeHHbIX AaHHbIX. Crucok aureparypsbl BKItodaeT 210 UCTOUHMKOB, U3 HUX 15
oreyecTBeHHbIX M 195 3apyOeixkHbix. TekcT W3JI0KeH HAYYHBIM SI3BIKOM. BBIBOJIBI
COOTBETCTBYIOT [10CTABJIEHHbBIM 3a/1a4aM, CTPYKTYPHBI.

[Tepsas mmaBa — «O030p aUTEpaTYphl» OTPaKAET COBPEMEHHOE COCTOSIHHE
veesenyeMon npodaemel. O030p JiMTepaTypbl JEMOHCTPHPYET [MOHUMaHHE aBTOPOM
COBPEMEHHOIO COCTOSIHUSL [POOJIEMBI, CHUCTEMAaTH3UPYeT JAaHHblE O CTPYKType
curHaiibHoro nytn RAS/MAPK, kiuHuueckux mnposisienusx RAS-natuii u
OCOOCHHOCTAX  MOPAKEHHs  CEPUEYHO-COCYAMCTONH  cucTeMbl.  OGO3HAYEHHbIE
HEpelleHHbIC BOMIPOCHI JJOTHYECKHU 3aBeplIaloTcs (opMyTHpOBaHHEM 000CHOBAHHbIX
Hemd W o 3a7a4  UCCIICAOBaHMs, 4YTO TOATBEP/KIAET CHOCOOHOCTh AHCCEPTAHTA
Kasepunoii B.I'. kK KpuTHUeCKOMY aHaIN3y HAYYHBIX JAHHBIX.

Bo Bropoii raBe — «OO0beM M METO/AbI WCCIEAOBAHHA» TPEICTABICHbI
CBEACHHS O JIM3alHE MWCCIICIOBAHUS, KPUTEPHSIX OTOOpa MALMEHTOB, METO/AaX
KIIMHUYECKOTO, JTa00PaTOPHOIO, HHCTPYMEHTAIBHOIO M MOJIEKYIISIPHO-I€HETHUECKOTO
obcienoBanus. [TogpoOHO onHcaHbl IPUMEHIEMbIE CTATUCTHYECKHE METOIbL.

Tpetbst mnaBa «Pe3ynbraTbl cOOCTBEHHBIX HCCIEAOBAHMIT», TOCTIEI0BATEIBHO
M3J/I0KE€HBl OTBETbl Ha TNOCTABICHHBbIC 3a7aud. B naHHOH 1i1aBe mnpeacrasieHo
AETaNbHOE ONHMCAHHE [IOJNIYUCHHBIX PE3yIbTarToOB IMCCEPTALHOHHON  paboThI:
M3JI0KeHbl JlaHHble O BoO3pacTe MaHudecrannu 3adoneBaHHs, XapaKTepHUCTHKAX

CeMeHHOIo dHaAMHE3a, KIMHHYCCKHX H MOIICRYJIAPHO-TCHCTHYECKHX OCOOCHHOCTSX



AeTel MCCIe/lyeMOi KOrOPThI ¢ pPa3fe/ieHHeM [10 TeHy, COAeprKalleMy Kay3aibHbiii
BapuanT. OCoObIli MHTEpec NMpPeJCTABIACT YCTAHOBIEHHBIN reHEeTHYECKUil CIEKTP
RAS-naruii B poceniickoit nexnarpuueckoii koropre.

[maBa 4vetbipe «Pesynbrarsl COOCTBEHHLIX MCCAEIOBAHWIY IMOCBSIIEHA
CHCTEMATUYECKOMY  COMOCTABJICHUIO [EHOTHUI-(EHOTHIIMYECKUX KOppensiimii ¢
Y4ETOM KOHKPETHOTO reHeTHYeckoro Bapuanrta. IlpoaHanusumposambl BO3pacT
MaHH(pecTauny 3a00/1eBaHUs, TSIKECTh XPOHUUECKOH CepaedHON HEeM0CTATOYHOCTH,
ypoBeHb Jtaboparoptroro mapkepa NT-proBNP, sxokapauorpaduueckie napamerpsi,
JIMHAMKKa HanOollee 4acToro B pabote runepTpodUUecKoro THIa peMoIeTupOBaHHS
MHOKapza 3a MepHoja HaOJIONeHHs, CIIeKTP M Pe3yJIbTaThl KapiHMOXHPYpPruuecKux
BMEIIATENILCTB, MEPeYeHb IKCTPAKAPAMAIbHBIX TposBieHui. [TpojgeMoncTpupoBaHbl
CTATHCTHYECKU 3HAYMMBIC PA3ITHYUSA 110 KIIFOYEBBIM ITapaMeTpaM MesKIy NallueHTaMu
C BapHaHTaMH B pa3IU4HbIX TreHax curdaapHoro nytu RAS/MAPK, uto
MOJTBEPIKIAET KIIMHHYECKYIO 3HAYUMOCTh YCTaHOBIIEHHBIX IeHOTHII-
(enorunuuecknx Koppensiunii. J[ONOJHUTENPHO BBINOAHEH AaHAIM3 TSTH- U
JICATHIICTHEH BLKUBAEMOCTH B 3aBUCHMOCTH OT F€HETHYECKOH MPUUMHBL.

B sakmountenbHOH aBe aBrop 06o0wIAET MOMYYEHHbIE PEe3yIILTATHI,
CONOCTABACT MUX C JIMTCPATYPHBIMH JaHHLIMH W YOeIUTEIbHO OOOCHOBBIBACT
MPAKTHYECKYIO 3HAYMMOCTD IIPOBEACHHOTO MCCIIeIOBAHUSL.

ConmepxaHue  IaucCepTaLMOHHOMN padorel  KaBepunoii  BajeHTuHBI
['eHHaIbeBHBI COOTBETCTBYET TEMe HCCIICIOBAHUS.

BbiBoabl  HayyHO  00OCHOBaHBI, COOTBETCTBYIOT LeMH W 3a7a4am
JINCCEPTALMOHHON padOoThl U He BBI3BIBAIOT BO3PAKCHHUIL.

bubnuorpaduuecknii crnucok opopMiaeH B COOTBETCTBUH ¢ TpedOBaAHUAMHU
IOCT u orpaxaet akTyaibHy0 HayuHYIO Ga3y.

Padora oopmiiena B COOTBETCTBHM ¢ TPeGOBAHUSMH, NperbapaseMbiMiu BAK
PD® x jccepraumsiv, MpencTaBisieMbiM HA COUCKAHUME YHEHOH CTENeHH KaHIuiara
MEIHLIMHCKUX HayK.

ABTOpedepar OTBEYAET YCTAHOBJIEHHBIM HOPMAaM, COOTBETCTBYET OCHOBHOMY

COCPKAHHIO H TMOJIOKEHUHUAM AHCCEPTALIHH.



[To Teme mucceprauuu onyoiankoBaHo |1 HayuHbIX padoT, U3 HHUX 4 CTAaTbu B
HAy4gHBIX SKYpHAJIaX, BXOASIUMX B IEPeueHb PELEeH3MPYeMbIX HAy9HBIX HM3aHHH,
PEKOMEH/I0BAaHHBIX ~ Bbiciuelf  arTecTalUMOHHOH  Komuccueldl i myOsiMKaiuu
OCHOBHBIX PE3y/IbTATOB AUCCEPTALMOHHBIX HCCIIENOBAHUH.

OcHOBHBIE Pe3yJbTaThl JOJIOJKEHbl Ha IIECTH BCEPOCCHHCKHMX KOHIpeccax u

Cbhe3Iax.

PexoMeHIalHHU MO NPAKTHYECKOMY HCIIOJIB30BAHHIO Pe3y/IbTATOB H
BbIBO/J0B /IHCCepTaLHU
Hay4Hble TOAOKEHHA W MPAKTHUECKHE PEKOMEHJIALUU, TMPEICTaBACHHbIC B
auccepraronHoi padore Kasepunoii B.I. oOnazaroT 3HAYMTENLHOMN MPAKTHYECKON
3HAYUMOCTBIO M MOryT ObIThb HCIOMb30BaHbl B padoTe NeaHarpoB, IETCKUX
Kap/IMOJIOTOB U MEIMLIMHCKHUX T'eHeTHKOB. Pa3padoTaHHble aliropuT™Mbl KIMHHYECKOMH
M MOJEKYJSPHO-I'€HETHYECKOH  JIMAarHOCTHKM W MYJbTHIMCUMIUIMHAPHOIO
MOHMUTOPUHIA MAlMEHTOB MOrYT ObITb [PHUMEHEHBl B LENAX CTaHAApTH3aLNuN
MO/JIXOA0B U MPeAOCTABIAIOT IPAKTHKYIOUIEMY Bpady JOCTYIHbIC PEKOMEH/IAIMH 110
BEeICHHIO TTAIIMEHTOB C KapAHOMMONATUsAMHU B cTpykType RAS-maruil.
CdhopmynupoBanHble 1O HTOram padoOThl  BBIBOABI M MPaAKTHYECKHE
peKOMeHJaLUMH  1e1ecoo0pasHO  BHEAPHUTb B KIMHHYECKYIO  MPAKTHKY
CHEUUAIN3UPOBAHHbIX KApAMOIOTMYECKUX OTIAENeHUI M MEIUKO-TeHETUUYECKHUX
LeHTPOB M Jlaboparopuii. TeopeTuyeckue Moa0KeHHs MPOBEAEHHOIO UCCIIEOBAHUS
MOTYT OBbITb BKJIIOYEHBI B IIPOrpaMMBbl MOCICAUIIIOMHOIO MPO(ecCcHOHATLHOrO
00yueHus no cneuuanbHocTaM «lleguarpus» u «MeauUUHCKAsS TeHETHKAY.
Bonpocsl u 3ameuanus
B pesynbsrare 03HaKOMIICHHS € JIMCCEPTALMOHHBLIM MccnenoBanueM KapepuHoi
B.I'. BO3HUKIIHK cleayloume BOMpPOCH] I JIUCKYCCHU:
1. V naumedros ¢ BapuaHtamu B redHe SOS1 Haubonee vacto ormevasncs
AunarauuMoHHslit  deHorun. B 1o ke Bpems, Yy 4acTH TALMEHTOB
HOCHTEIBCTBO BBIABICHHBIX BAPUAHTOB JETEKTHPOBAHO Y O0€CCUMIITOMHBIX

poaure/ied nanueHTos. Moryrt au, no Bamemy MHEHUIO, TOIMOIHUTEIbHbIE



BApPHAaHTBLI B I'CHAX, aCCOUMHMPOBAHHLIX C KapAHOMHOIIATUAMHA, ONPCACIATh

pa3BUTHE AWIATALMOHHOIO ()eHOTUIIA B TaHHOH rpyrme?

2

HPOBO,FJ,HHCH JIH I]O,ZIpO6HI:.Il"'1 aHaliv3 TIpUYHMH  JWjlaTaludd MUHOKapaa B

JAHHBIX TUX 7 mauueHToB?

JAKJIIOYEHHUE

Jucceprauus Kasepunoii Banentunsl [ eHHaibeBHbl HA TeMy «KiinHUYecKas u
MOJIEKYISIPHO-TEHETUYECKAsl XapaKTePUCTUKA Kapauomuonatuii B crpyktype RAS-
matuii 'y JAeTeit», npejcraBlieHHas Ha COMCKAaHMe Y4E€HOM cTeneHM KaHaujara
MEIMLMHCKUX HayK Mo crneuuansHocTaM 3.1.21. Ilenquarpus (MeIMIMHCKNAE HAYKH) U
1.5.7. TeHeruka (MEAULUMHCKHE HAyKM) SBIAECTCA  3aKOHYEHHOH  Hay4HO-
KBaJTU(UKALMOHHOH padoToil, B KOTOPOH aBTOPOM IPEUIOKEHO PELUEHHE
aKTyalbHOH HAy4yHOH 3a/a4d: Ha perpe3eHTaTuBHON BblIOOpKe U3 98 poccuiicKux
neTedl ¢ HCMONB30BAHMEM COBPEMEHHBIX METOJOB BbICOKOIPOU3BOJIUTEIBHOIO
CEKBEHMPOBAHUS YCTAHOBJIEHBI KIMHHUYECKHE, IeMOAUHAMUYECKUE U MOJIEKYJIAPHO-
reHeTHYecKHe OCOOEHHOCTH KapAMOMHUONATHH y POCCUMCKUX J€TeH ¢ CHHIApOMaMu
RAS-natuii u Ha OCHOBE BBISABICHHBIX TE€HOTHIM-(DEHOTUIIMYECKUX KOPPEIsILHi
ONTUMHU3MPOBAHBI JUATHOCTHYECKUE MOAXO0/Abl. Pe3yiabrarel MCCIEA0BAHUS HUMEIOT
Hay4yHYl0 HOBH3HY, paclUUMpsilOT MHpPOBYIO 0a3y 3HaHHH O  CTPYKType
HACJIEJICTBEHHBIX T[EHETUYECKUX CHHJIPOMOB cHrHaibHOro mnytu RAS/MAPK wu
IPEeJOCTABIAIOT PAKTHYECKOMY 3/[PaBOOXPAHCHUIO Y PPEKTUBHBIC HHCTPYMEHTHI M0
HTHOJIOTHYECKO BepPU(PUKALIMH KapAHOMHOIATH " JalibHEHLIIEMY
MEPCOHAIU3ZUPOBAHHOMY BEJICHHIO MMALUCHTOB.

[To axrtyanpHOCTH, Hay4yHOH HOBH3HE, OOOCHOBAaHHOCTH BbLIBOJIOB H
NPAKTHYECKUX PEKOMEHIALUi AuccepTalMoHHoe uccienopanue «Knunuueckass u
MOJIEKYJISIPHO-TEHEeTUYECKasl XapaKTepucTUKa KapaiuomMuonatuii B cTpykrype RAS-
naTtuii  y JeTei» COOTBETCTBYeT KBalM(UKALMOHHBIM TpeboBaHusM 1. 9-14
«llomokeHnss © TNOpALKE TMPUCYKOCHHA YUYEHBIX CTeMeHeH», YTBEpPKIECHHOIO
[Mocranosaecuuem llpasutensctsa PO ot 24 centsiops 2013 r. Ne842 B aeiicTylolet
pEeNaKUHH, TPEIbABIAEMbIM K JIHCCEpPTaLMsIM Ha COMCKAHHE YUEHOH CTerneHu

KaH/W/1aTa Hayk, a €¢ dBTOp, K'JBCPHI{'& Banentuna leHHanbeBHa, 3daCITy/KUBaceT



MIPUCYKIEHUS YUEHOU CTENIEHH KaHIKuaTa MeANIMHCKIX HAyK TI0 CIIEIHATBHOCTSIM —
3121, flenHanm{ (MeIMIIMHCKUE HayKMj u 1.5.7. 'enernka (MeIULIMHCKUE HAYKH).
Ort3pIB Ha AuccepTalMOHHYI0 padoty Kasepunoii B.I. o6¢cyxneH u onobpen Ha
COBMECTHOM 3acelaHMM Kadenpbl MNEepUHATONOTMH W meauaTpud MHcrutyra
MeIHIUHCKOro obpaszoBaHHs H MHCTHTYyTa MOJEKYISpHOM OWONOTHM ¥ T€HETHKH
OI'BY «HMMHI] HMeHH B.A. AnmazoBay Munsnpasa Poccun or 31 aBrycra 2026 ¢

(mportoxomn Ne 8).

3aBenyroIuii Kadeapoi NepUHATONOTHH U TIEAUATPHA
HMuctuTyTa MEOUIITHCKOTO 00pa3oBaHms

JIMpEeKTOp HHCTUTYTa NIePUHATOIOTHH H e HaTPUH
®I'BY «HMMI] umenu B.A. AnmazoBay M3 PO,

JIOKTOP MEAUUMHCKUX HayK, JOLIEHT T.M. IlepBynuna

Jekxan OMOMEUIIMHCKOTO (haKyIpTeTa
MHucTuTyTa MEIUIIMHCKOTO 00pa30BaHus

JlupekTop HHCTHTYTa MOJIEKYIAPHOM GHOJIOTHH U F€HETHKH
OI'BY «HMMUILI umenn B.A. Anmasosay M3 P,

/)
JIOKTOp MEAULMHCKUX HAyK (% o A.A. Kocrapesa
«07» cents6ps 2026 1.
[TommucH fmoKTOpa MENWIMHCKMX HayK LHEpRY RATBSIHBL  MUXaiIOBHBL |
JOKTOpa MeIMIIMHCKUX HayK KocTapeBoii Ak AQEKCHARORHDI 3aBepAIo:

Yuenslii cekperaps PI'BY « HMUIL]
uM. B. A. Anmazosay MunucrepcTBa
3ApaBooxpaneHus Poccun

AOKTOpP MEIWLMHCKHX HayK, podeccop

A.O. HemouimBuH

OQernepanbHOe  roCyIapcTBEHHOe — GHOKeTHOe  yupexenue «HaumoHanbHbIH
MEOULMHCKUH HCCIeNoBaTeIbCKUH neHtp nMeHu B.A. Anmazosa» MununcrepcTBa
3ApaBooxpaHeHus Poccutickoit @enepanyn

Anpec: 197341, r. Carkr-TletepGypr, yi. AKKypartoBa, 1. 2;

Tenedon: 8 (812)702-37-30; Caiir: http://www.almazovcentre.ru

E-mail: finrc@almazovcentre.ru



