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OT3bIB BEJAYIIEA OPTAHU3ALINA

@enepalbHOTO  TOCYJAPCTBEHHOIO  OIOJDKETHOTO  HAYYHOTO  YUPEKIEHUS
«Poccuiickuil Hay4HBIM HEHTp XUpypruu nMeHu akajgemuka b.B. Tlerposckoro» o
Hay4YHO-TIPAKTHYECKOM 3HaYMMOCTH Ha AMCCepTalMoHHYI0 padbory [laxTuraeitnep
Enensr BragumupoBHBI «MoJteKy I pHO-TeHE TUYeCKHe HCCIIEJOBAHUS
TUIEPXOJIECTEPUHEMUN B €BPONICOUIHON MOy sty CUOMpm», MpeICTaBIeHHYIO B
JuccepranoHHbii coseT 24.1.215.03 Ha Oaze PemepalbHOrO roCyIapCTBEHHOTO
OI0/1)KETHOTO Hay4HOTO YUPEKICHUS «Tomckuit HalMOHAJIbHBIN
UCCIIENOBATENECKUM MEAUIMHCKUU UeHTp Pocculickoil akageMum HayK» Ha
COMCKaHHE YYEHOMW CTEeleHW MOKTOpa MEIUIMHCKUX HayK 0 CIelHaTHHOCTSIM
1.5.7 I'eneruka (MeguuuHcKue Hayku), 3.1.20 Kapauomorus.

AKTYyaJIbHOCTBb T€Mbl BBINIOJTHEHHOH PadoThI

['vriepxonecrepuHeMusl SIBISIETCS OJHUM U3 MOTUGUIUPYEMBIX (HaKTOPOB
pUCKa aTEPOCKIEPOTHYECKUX CEPIAEYHO-COCYAUCTHIX 3a00JEBaHUM, KOTOPHIS
3aHUMAIOT BEIyIEe MECTO B CTPYKTYpe IpEekIeBPEMEHHONW CMEpPTHOCTH Kak B
Poccuiickoit @enepanuy, Tak U B pa3IMYHBIX CTpaHax Mupa. Mcroip3oBaHueE
MOJIEKYIAPHO-IEHETUYECKUX TEXHOJIOTUM IT03BOJIMIO HICHTU(DUIIMPOBATH OoJiee
200 reHoB, OeIKOBBIE IPOAYKTH KOTOPBIX MOIYT OOYCIOBIMBATH MOHOIE€HHBIE,
OJIUIOI'€HHbIE M IIOJUreHHbIe (QopMbl guciaumuaeMuit. CHeKTp IeHEeTHYEeCKUX
IIPWYHH JUCITUITAAEMU A IOCTOSHHO PACIIUPSAETCS, U [IJIsl UX BBISBICHUS MOTYT OBITH
TIOJIE3HBI METOJBI BHICOKOIIPOU3BOAUTEILHOIO CeKBeHUpoBanus. Hecmorpst Ha mux
mupokoe npumenenue, y 30-40% manueHTOB ¢ MOHOTeHHBIMH (hopMaMu
JUCIIUIUIEMHAN, B YaCTHOCTH, CEMEUMHON THIEPXOJICCTEPUHEMUU, HE yaaeTcs

ONpPENEIUTh IIEPBUYHBIA TEHETUYECKH JedeKT, dYTO CBHJIETEIbCTBYET O



HEOOXOAMMOCTH IIUPOKUX SIHAEMHUOIOIMUECKUX U TeHETUICCKUX UCCIIeIOBAHNN B
aTol obOmactu. M3ydeHue OCOOGHHOCTM TEHETHYSCKOM CTPYKTYPBI IT€PBHYHBIX
JUCIUIUIEMUN B PA3IUYHBIX MOMYJISIUSIX TO3BOJISET OIICHUTD YIIEIbHBIN BeC Kak
YHUKAJIBHBIX MEHICTUPYIOIUX T'eHEeTHYECKUX BapUAHTOB C  BBIPAKEHHBIM
BIMSHHUEM Ha METabOoIM3M JIHMIHUAOB, TaK W KOMOWHAIMi Oolee dYacThIX
IeHETUYECKUX (PAKTOPOB C YMEPEHHBIM 3P(HEeKTOM (OJIUTOTeHHBIX U ITOJIMTCHHBIX ).
AHanu3 CBSI3U TEHETUYECKHUX XapaKTePUCTHUK MAIMeHTa ¢ OMOXHUMHYECKHUMH |
(eHOTUIIMUECKUMHU MPOSIBICHUSAMU 3200JIEBAHUS SBISICTCS OJJHUM U3 HEPENICHHBIX
BOIIPOCOB COBPEMEHHOMN JTUIUI0IOTUH. Takum o0pa3om, IrccepTariorHas padora
HTaxTomednep Enensl BraguMupoBHBI, I1eIb KOTOPOH 3aKIIFOYASTCS B aHAIIM3e
BapuaOeIbHOCTH I€HOB METa00IM3Ma JIUITHUI0B U UX aCCOIMAIY C HapYIICHUIMHA
JIMIIUIHOIO 0OMEHA B IOIYJIIIMOHHON U KIIMHUYECKUX IpyTnax 3amaanoi Cuodupu,

SABJISACTCA aKTyaanoﬁ.

Cas3b AuccepTalMOHHON paboThI ¢ NIAHAMH COOTBETCTBYIOINX OTpPacIei
HAYKH U HAPOIHOTI0 X03s1iicTBA

Huccepranmonnast pabora I[llaxtmmeinep E.B. mocesmeHa wu3ydeHUro
BapHabeIbHOCTH '€HOB MeTabo0Ju3Ma JHUITHIOB U UX ACCOLMAINN ¢ HapyIICHUSIMH
JUNUAHOTO OOMeHa B IMOIYJSIIMOHHOM TIpymre, y TaIlMeHTOB C CeMeHHOM
TUIEPXOJIECTEPUHEMUE M y MalUeHTOB C KOPOHAPHBIM aTEePOCKIECPO30M B
3anagnoi Cubupu u AOMONHAET 3HaHUS 0 (GOPMHUPOBAHUK HAPYIICHUH JIUITHIHOTO
oOMeHa y HaceJeHHs B pa3HbIX pernonax Poccuu.

IIpoBeneHHOE HCClleIOBaHKE BRIIIOJIHEHO B paMKax:
1. IIporpammbl  OrOJKETHOM — TeMbl  «MOJIEKYISIpHO-TEHETHIECKHE |
MOJIEKYIAPHO-OMOJIOTMYECKHEe MEXaHU3MbI (DOPMHUPOBAHUS JIUIHUIHBIX (HAKTOPOB
pucka 3aboneBanuii TepaneBrudeckoro npodpuias 8 Cubupu (Ne041, 12.12.2008,
pyk. Boesoga M.IN.);
2 bromxeTHOW  TeMBI  rocyJdapCcTBEHHOro  3amaHus  «MOJIeKyJIsIpHO-

FCHECTUYCCKUEC  MCXAaHM3Mbl  pPa3sBUTHA MeTadOMYECKUX HapymeHHfI IIpu



MOHOI'€HHBIX (OpMax pacrnpocTpaHeHHBIX 3aboneBaHuil uenoBeka» (NeAAAA-
A19-119100990053-4, 28.12.2019 r., pyk. Ilaxrmreiinep E.B.);

3. IIpu nognepxke rpanta Poccuiickoro nayunoro ¢donma (Ne22-25-00743),
pyk. mpoekta [laxtmmaelinep E.B.;

4. IIpu mnonpmepxkke rpanta Poccuiickoro ¢ouma QyHIaMeHTaIbHBIX
uccienosanuii (Ne19-015-00458a), pyk. npoekra [llaxTmHeinep E.B.;

5. IIpu moxnepxke rpanta Ilpesupenta PO mis MOmoabIX KaHIUIATOB HAyK
(MK-2666.2009.7), pyk. mpoekra Illaxtuseiinep E.B.;

6. IIpu nonnepxkke rpanta @DenepadbHON IIENEBOH HAYYHO-TEXHUUECKOM
nporpaMmMbl «MccnegoBanus U pa3paOOTKM MO TPUOPUTETHBIM HAIPABIEHUSIM
pasBuThs Haykd M TexHukm» Ha 2002-2006 romer — PU-19.0/002/054 «Ananu3
MyTal¥i TeHa perenTopa JIUIOIPOTEUNHOB HU3KOHM MIIOTHOCTH, aCCOIMUPOBAHHBIX
C HapyleHUAMH TunuaHoro oomena» 2005 r., pyk. npoexra [llaxraeiinep E.B.;
7. IIpu mnopnmepxke rpanta PepepalbHON IIEIEBOM HAyYHO-TEXHUYECKOM
nporpaMMbl «MccnenoBanus u pa3pabOTKH MO TPUOPUTETHBIM HAIPABICHUSIM
pasBuTUs Hayku U TexHukm» Ha 2002-2006 romer — PHM-19.0/001/373
«MoneKyIIpHO-reHeTHYEeCKIE MEXaHU3MbI M3MEHYHBOCTH YPOBHS JINITHIOB KPOBH
B nomy iy yenosexka» 2006 r., pyk. npoekra Illaxtmraeiinep E.B.;

8. IIpu mopnmepxke rpanta Mbopum ropona HoocmOwpcka [t MOJIOIBIX

yueHnbix 2007 r., pyk. npoekra Illaxtmneiinep E.B.

Hay4ynasi HOBH3HA HCC/IeJOBAHMS M MOJYYeHHBIX Pe3yabTATOB

IToyyeHHble pe3ynabTaThl AUCCEPTALIMOHHONW pabOThI XapaKTePU3YIOTCS
HAayYHOH  HOBU3HOM M  PacCIIMpPSIOT  UMEIOIIHECS  IIPEACTaBIEHUS O
pPacIpOCTPaHEHHOCTH BApPUAHTOB M3YYEHHBIX I'€HOB B IOIYJISIITUOHHON TpYIIIIe
eBPOIICOMIHOTO HaceleHus 3arnaiuoit CuOUpHM, UX acCONMalUK C JUNUTHBIM
npoduiieM U HUHIEKCOM aTepOreHHOCTH. BriepBble OIpejeleHa accoLpalys
BAPUAHTOB H3Yy4YaeMBIX TIEHOB C aTePOTeHHBIM CyO(PAKIIMOHHBIM JIHAITAIHBIM
npodunem. B gucceprannoHHoi paboTe C MOMOIIBIO MPUMEHEHUS KOMILIEKCA

COBPCMCHHBIX MOJICKYJISIPHO-I'CHETUYCCKUX METOOOB Y IIallUCHTOB C ceMerHoMu



TUIEPXOJIeCTEPUHEMUEH BBISIBICHBI PEIKKE, B TOM YUCJIC HOBBIE, BADUAHTHI B I'eHAX
JUIMAIHONO 00MeHa, ¢ BEICOKMM KJIACCOM ITaToreHHocTd. Vcions30Banue MeTona
nosiHoreHoMHoro cexkBenuposanus JJHK mo3Bommiio omeHUTh mpencTaBiIeHHOCTh
FEHETUYECKNX BAapUAHTOB B Maylom3yudeHHBIX reHax PLDI, SIDTI u LRPIB, B
rpyIme TalnueHTOB ¢ (EHOTUIIOM CEeMEWHOUW THIEePXOJeCTEPUHEMHIH, a TaKXKe
BBIJICJINTh KaHJWJATHbIE 3aMEHBI JIsl MPOBEJEHUS JaTbHEUIINX UCCIeTOBAHUH.
AHaIu3 TPAaHCKPUIITOMHBIX JJAHHBIX, B TOM YHUCIIEe, TU(DQepeHIIHaTbHON SKCITPECCHH
IeHOB JATIATHOTO obMeHa, BOBJICYCHHBIX B poliecc
cTabmm3anuu/necTabuIn3ay  aTePOCKICPOTHYECKON  OJSIIKH, MOIYT OBIThH
WCIIONB30BAHBl IS JaJbHEUIIero W3yYeHUs MOJIEKYJSIPHBIX  (DaKTOpPOB,
OTpaXKaIOIMX IPOIECCHI, CBSA3aHHBIE C ACCTA0WMIU3aIueH OJISIIeK, 0COOCHHO Y

ITaIfM€HTOB C 0eCCUMIITOMHBIM TeYeHEM 3a00JIeBaHus.

3HAYHMOCTh HAYYHBIX Pe3yJbTATOB AJIsl HAYKH H NPAKTUKHU

B pesynbraTe MpoBEIEHHOIO MCCIEIOBAHUS MOTYyYeHBI (PYHIaMEHTaIbHbIC
JAHHBIE, PACLIMPSIONIME 3HAHUS O IOJUMOP(PU3ME TI'€HOB, KOHTPOJIUPYIOUIUX
JUOHUIHBIA OOMEH, B HOpPME M MaTOJIOTMH, HW3Y4YeH CIEKTP MOJIEKYJISIPHO-
FeHETUYEeCKUX NPUYUH (DOPMUPOBAHUS THIEpXojecTepuHeMud. l[lomydeHHbIE B
IIMCCePTAIIMU PE3yIbTAaThl MOTYT OBITH HCIIOJB30BaHBI JIJISI COBEPIIICHCTBOBAHUS
paHHEl  [MArHOCTHKH, IEpPCOHAIM3MPOBAHHOW  Tepamuu W IePBUYHOM
NpOo(UIAKTUKHI aTePOTeHHBIX (OPM TUCIUAITHICMUU.

HayuHo-npakTudeckasi 3Ha4MMOCTbH COCTOMT B TOM, 4YTO JJIsSI paHHEH
JIUArHOCTUKY Y MIPOPUIAKTHKY CEPIeUHO-COCYIUCTHIX 3a00JIeBaHUN y MAIIUEeHTOB
C JIMarHO30M CeMeWHasi TUIEePXOJIECTePUHEMHUS, IIeJIeCO00Pa3HO HUCIT0JIH30BAHUE
TapreTHOr0 CEKBEHHUPOBAHUS JUIsl BEpUDUKAIIMM CEMEHHON TUMEPXOJIeCTePUHEMUN
MOJIEKYIIPHO-TE€HETUYECKUMU ~ METOJaMH. PeKOMEHJOBaHO  BKIIOYEHUE B
TapreTHYIO NaHesb He TOIbKO reHoB LDLR, APOB, PCSKY9, LDLRAPI, HO ¥ T€HOB
ABCGS, APOAS, APOC3, APOE, LPL, SREBFI.

Pexomennosano HaIpaBJIeHUE Ha MOJIEKYJISIPHO-T€HETUYECKOE

HCCIICAOBAHUEC C HCIIOJIB30BAHUEM Tapre€éTHOI'0 CCKBECHHUPOBaHUSA ITAlMCHTOB, HE



TOJBKO ¢ 6 1 Oonee Gaytamu o kpurepusim Dutch Lipid Clinic Network, so u ¢ 3-
5 Oammamu JUIsL  paHHEW JUATHOCTHKHM CEMEMHOW ~ ¥~ KOMOMHHUPOBAHHOM
runepxonecrepunemMun.  Illupoxkoe  BHeApeHwe B TPaAKTUKYy  METOMAA
MYJIBTUIUIEKCHON aMIUITM(pUKALNUK JIUTa3HO-CBA3AHHBIX TIPOO I ONpeeNieHus
JeJIeUnd U AyIUIMKanui B rede LDLR 103BOIUT JONONHUATEIHHO BEIIBILATE 10 2-
3% npobaHI0B ¢ ceMeHHOM THITepXOIeCTepUHEMUEH.

JUist AMarHoCTUKH U NPO(UIAKTHKY aTeporeHHoU runepiumnvaemun [11 tuma
00OCHOBAaHO BKIIFOUECHHE TeHOTHIHpOBaHus rs429358 u rs7412 (&2, €3, €4) rena
APOE B OLEHKY pHUCKa CEpIACUYHO-COCYIUCTBIX OCIOXHeHWH. [Tpyu BHISIBIEHUH Y
nanuenta reHotuna €2/e2 reHa APOE peKOMEHIOBaH PeryJspHBIA KOHTPOJIb
JUIHUIHOTO U INIMKeMUuYecKoro npodureit. [lpu BeISIBICHUN y MalrieHTa TeHOTHIIA

e4/e4 rena APOE moxeT ObITh peKoMeHIoBaHa panHss npogunakruka UBC.

CrtpykTypa u coaep:kanne padoThl
HucceprannonHas paboTa odopmieHa B TpaJWIMOHHOM Qopmare u
u3noxxeHa Ha 232 crpanHunax. bubmmorpaduueckuit ykazartenb BkirodaerT 381
UCTOYHUK M IIPEACTABISET aHAIM3 paboT KaK POCCHUUCKUX, TaK U 3apyOerKHBIX
aBTopoB. s minmroctpauuu pa®oTel odopmiieHsl 24 taOmuiel w11 pHCYHKOB.

ABTopedepar oTpakaeT OCHOBHBIE Pe3yJIbTAThI JUCCEPTAIMOHHON paboThlI.

JInuubIi Blc.haz( aBTOpa

HucceprannonHas padoTa MpencTaBisieT coOON CaMOCTOSATENBHOE HAYIHOE
UCCIIeIOBaHKE, IPOBEIEHHOE C UCIOJIB30BAHMEM COBPEMEHHBIX METOJIOB
UCCIIEJOBaHUsA. ABTOpP IPUHHMAaJl HENOCPEJCTBEHHOE YydYacThHe B pa3padoTke
KOHIENIMY M [u3aiiHa HCClIeoBaHus, Habope Marepuana, BBIITOJHEHUN
MOJIEKYIIPHO-TeHeTHUecKux uccienoBanuii. Co3/1aHbl U 3aperuCTPUPOBAHEI Oa3bl
JAHHEIX. ABTOPOM pa3zpaboTaHa TapreTHasi aHelb FeHOB JUJIS U3YYCeHUSI Hapy IICHS
JIMNAAHOTO OOMEHa, IpejcTaBleHHass B paboTe, BBLINOJIHEHA CTATHCTUYECKAS
00paboTKa, aHaJIU3 U MHTEPIpeTalys TOMYyYeHHBIX JaHHBIX. B coaBTOpcTBE OBLIM

HalMCaHbl 1 OHY6J’II/IKOB3HBI IICYaTHEBIC pa6OTBI, B KOTOPBIX OTPa>XCHEI ITIOJIYYCHHBIC



pesyabTaTel. Pe3ynbrarsl nccieoBaHus IPe/ICTaBICHBI aBTOPOM Ha POCCHHCKUX U

MEXIYHApPOAHBIX HAYUHBIX MEPOIPUSITUSX.

Pexomenaannu no gajibHeiilieMy HCNOJIb30BaHHIO Pe3yJIbTATOB U BHIBOJIOB,
HOJIyYEeHHBIX B HCCJIEI0BAHUA

DaxTuyecKkre MaTepuanbl U TEOPETUUECKHUE ITOJOKESHUS TACCEPTALIMA MOTYT
UCIIOJB30BaThCsl B paboTe HAy4YHO-UCCIIEIOBATEIECKIX KOJUIEKTHBOB, B yU4eOHOM
nporecce Ipu OOyYEeHMH CTYACHTOB, OPJUHATOPOB M ACIIMPAHTOB MEIUIIMHCKUX
BYVY3os, nociaeaunnoMaoM 00pa3oBaHuu Bpaye.

Marepuansl, BBIBOABI U PEKOMEHJALMM, TMOIy4YeHHBIE B JaHHOM
UCCIIEJOBAaHUH, HCIIOIB3YIOTCS B yU€OHOM IPOLIeCce IIPH MOATOTOBKE OPIHHATOPOB
U acnupa"toB B HaydHo-mccienoBaTenbCcKOM — HWHCTUTYTE — Tepalud U
npodunakTuyeckon MeauiuHel — Grutaane Ml {ul" CO PAH.

Pe3ynpraTel nccieqoBaHus NPUMEHSIOTCS B TIPaKTHKe [ OpoIcKOro Hay4HO-
[IPAKTUIECKOTO JINIHUIHOTO LeHTpa r. HoBocubupcka.

IIpakTuueckue peKOMEHIAMU U  BBIBOJBI JUCCEPTAIMOHHON pabOThI
UCIIONB3YIOTCSL B IIpakThdyeckodl pabore [ocymapcTBEHHOTO aBTOHOMHOTO
yupexnenust Pecryonuku Caxa (Skytust) «PecmyOnukaHckas —KIHHHYECKAs
6onbHuIa Ne3» Ha KOHCYIPTATHBHOM IIpHUeMe Bpadei-kapauonoros. Ha ocHoBanuu
[IPEJICTABJICHHOTO MCCIIeIOBaHUsl (OPMUPYETCSI PETUCTP TAaIMeHTOB PecryOimku
Caxa (SxyTtust) ¢ rumepxosiecTepuHeMUer JUIsi MOJIEKYJISIPHO-TEHETHYECKOH
JUArHOCTUKM HACJIeACTBEHHBIX (opM 3a0o0yieBaHMS B IOMYJLIIUAX KOPEHHBIX
HaponoB Cesepa.

C yderoM HaydHOH M INPAKTUYECKOH 3HAYUMOCTH PEKOMEHJyeTcs Ooiee
LIMPOKOE HCIIOJIb30BAHUE PE3yNIbTATOB UCCIEIOBAHUS NMPU OOyJIeHHH Bpavel U B

pabore jeuebHO-NIPOMGUIAKTHYECKAX MEIULIUHCKUX YUPEKIECHHH.

IleyaTHbie padoTHI
ABTOp HMeeT JOCTaTOYHOE KOJIMYECTBO IE€YaTHBIX PaboT IO Teme

uccienosanus — 63, w3 Hux 20 craTell B peICH3UPYEMBIX IKypHAIaX,



pexomennoBaHHblx [lepeunem BAK Poccuiickoit ®enepauuu, u 6 crateid B
3apyOeXHBIX PElEeH3UPYEMBIX JKypHAalaX, B TOM dYucie 4 CTaThbH, BXOJSIINX B
nepsblid kBapTwib (Q1) Journal Citation Reports mexynapogHoi pedepaTuBHOM
0a3pl MaHHBIX W cucTeM muTHpoBaHus Web of Science. ABropoM moiydeHsl 4

CBHACTCIIECTBA O FOCY}IapCTBeHHOﬁ perucrpanunu 0a3 JaHHBbIX.

JlocTOBEPHOCTH MOJIY4YeHHbIX Pe3yJbTaTOB, BHIBOAOB H NPAKTHYECKHUX
peKoOMeHaun

Hucceprannonnas patora [llaxtmaeitnep E.B. BeIosiHeHa Ha xopoiieM
Hay4YHO-METOJUYECKOM ypOBHeE. J{M3aliH HCClIeIOBaHNUS COOTBETCTBYET KPUTEPUSIM
J0Ka3aTeIbHON MENUIMHBI, CPOPMUPOBAHBI JOCTATOUHBIC TIO YHCICHHOCTH
HCCIIElyeMble TPYIIIbl, KAYeCTBEHHO IPOBEAECHBI JJA0OPATOPHBIE UCCICAOBAHUS IO
IIPOTOKOJIAM MEXIYHapOHbIX IMPOeKTOB. CTaTUCTUYECKHE METOABI aJeKBaTHBI
IIOCTABJIIEHHBIM 3a/ladyaM, CTaTHCTHYecKas o0padoTka (akTUYeCcKOoro marepuania
BKJIFOUAJa CO3/laHue ©0a3 [aHHBIX, AaBTOMATH3MPOBAHHYIO IIPOBEPKY KadecTBa
HOJTrOTOBKM MH(OpPMAIIMKM ¥ CTATUCTHYECKUU aHalW3 C HMCIIOIb30BaHUEM IIaKeTa
IIPUKIIAIHBIX CTATUCTUIECKUX MTPOTPAMM.

ITaTOoreHHOCTh KaXkAOTO BIIEPBBIE BBISBIEHHOI'O I€HETHYECKOIO BapHaHTa
OLlEeHMBaJIach B cOOTBETCTBUU ¢ poccuiickumu (POMI2018) u MexayHapOIHBIMU
(ACMG2015) pexomengmamusMu. HomenkrmaTypa BBIIBICHHBIX —BapHaHTOB
IIpUBEJIEHa COIVIaCHO pekoMeHjamusM  Sequence Variant Nomenclature
(http://varnomen.hgvs.org (25.05.2021)).

BeiiBuraemele HaydHbIe IIOJIOKEHMS M BBIBOJBI  apryMEHTHPOBAHbI
(aKTHYEeCKUMM JaHHbIMUA. Pe3yipTaThl UCCIeOBaHUS  OMyOJNMKOBAaHBI B

pedepupyemMbIX U3NAHUIX U He MTOTYYUIA KPUTHISCKUX 3aMEeYaHUT.

J0CTOMHCTBA M HEJOCTATKH B COJIeP:KAHHU H 0()OPMJIEHUH PAGOTHI
K nocromncrsam padots! [laxtmaetinep -E.B. otHOCATCS Gonbiiol 00BEM
(pakTryecKkoro MaTeprasna ¥ KOMIUIEKCHBIN XapaKTep IPOBEIEHHOTO UCCIIeTOBAHNS,

TIIATEJIBHBIA JU3aiH U IIPOLyMAaHHbBIN CTATUCTUYECKUNA HHCTPYMEHTAPUI, KOTOPBIN



JienaeT II0Jy4eHHbIE BBIBOJBI BBICOKO JTOCTOBEPHBIMH. B paboTe mpoBeeHO
KOMILIIEKCHOE COIIOCTABIICHUE I'eHeTUUECKUX M OMOXMMUYECKUX TAaHHBIX [TAIIEHTOB
C JUCIUAIIIEMUSMHE U JIUL] KOHTPOIBHOU rpyriibl. KpaiiHe BayKHO, 4TO MPEI0KEHBI
peKOMeHIalMK 1Mo OoJiee paHHEMY T€HETHYECKOMY OOCIIEOBAHUIO IMALMEHTOB C
[I0JI0O3PEHUEM Ha IEPBUYHBIN XapakTep auciunuaeMui («Bo3moskaas CI'XCy), nst
BLISBJICHUS TE€HETHYECKOM  IIPEIpacloiOKEHHOCTH K  aTepOCKIepo3y  Ha
JOKIIMHUYECKOM YPOBHE, YTO IIO3BOJIMTH IIPOBOIUTEH IEPBHUHYIO MPOQIIAKTUKY
€ro JKU3HEYIPOXKAIOMIUX OCHOXKHEHUH. C METOAMYECKON TOYKU 3PEHMS BaXKHOM
4acThIO PabOTHI SBIISIETCST BKIIOYEHWE B AM3aiiH wccieqoBanus Mmeroga MLPA,
KOTOPBIY ITO3BOJISIET BBIABISITE MUKPOCTPYKTYPHBIC TEPECTPOUKH, B OTHOIIEHHH
KOTOPBIX BBICOKOITPOU3BO/IUTEIILHOE CEKBEHUPOBaHHE SIBIISIETCSI
ManodpQexTuBHbIM. Ha Hamr B3I, 3TOT METO/ SIBISIETCS. HEOOXOAUMBIM 3TAIIOM
oOcIe/loBaHMs, €CIIM METOJbl CeKBeHupoBauusi rea LDLR He mnpusenn K
BBISIBJICHUIO MY TallUN.

K nemocratkaM pabOTBI MOKHO OTHECTH OTCYTCTBHE €IUHOOOpa3Wsi B OICHKE
Kjacca IIATOTEHHOCTH BBISBIICHHBIX I'eHETHUYECKUX BapUaHTOB. B  pasmeine
«Marepuansl 1 MeToib yKa3aHo, YTO JUIS BCEX PEAKUX BAPHAHTOB OIPEIEIIsICs
KJIACC ITaTON€HHOCTU COIVIACHO COBPEMEHHBIM pekoMeHmanusiM. OIHaKO B TEKCTE
aBTOpedepara U AUCCEPTAlMU 3Ta YacTh PabOThI OCBEIIEHA OYEHH CKPOMHO, B
IIPEJCTABIIEHUN JIAHHBIX HET eIrH000paszus. [l HEeKOTOPBIX BapWaHTOB KIIACC
IIATOMEHHOCTH yKa3aH C MCIOJIb30BAHUEM COBPEMEHHBIX KPUTEPHUCB (BEpOsTHEE
BCETO, MCIIOJIL30BAIUCh U camMa KOMOWHAIWS BBIOPAHHBIX KPUTEPHEB yKa3aHa B
TekcTe). [ qpyrux BapHaHTOB KJIACC MATOTEHHOCTH ITPOCTABIIEH HA OCHOBAHMU
UMEIOIIMXCSl ONMCAaHUM B OTKPBITBIX Oa3zax JaHHBIX, XOTS OOJBIION HHTEpeC
IPEICTaBIANO OBl CpaBHEHUE KJIACCOB MATOICHHOCTH BAPUAHTOB, YKA3aHHLIX B
ClinVar, ¥ mory4eHHBIX IpH KCIIob30BaHmy pexkoMernanmii « The Clinical Genome
Resource (ClinGen) Familial Hypercholesterolemia Variant Curation Expert Panel
consensus guidelines for LDLR variant classification, 2021». XoTenock G5l Takxke
IOXeJaTk OOJIBIIEN CTPOTrOCTHM B HCIIONB30BAHUM COBPEMEHHOM TEPMUHOJIOIHH.

TepMHUH «TpaHCKPHUITOM» B HACTOSIIIEE BPEMs SIBISICTCS DoJiee YIIOTPeOUTENbHEIM



B OTHOIIeHUM cekBeHuposanus toransHoM PHK n x/IHK, wem momnorenomnoe
CEeKBEHUPOBAHMUE (3TOT TEPMUH Yallle UCII0JIb3YETCsl B OTHOMICHUH CEKBEHUPOBAHUS
JHK). OnnHako 3TH 0COOEGHHOCTH INPUMEHEHUs TEPMUHOJIOTUH, TaKXke, KakK |
HeOOJIbIIIOe KOMWYECTBO OIEYaTOK, HE CHIDKAIOT HAy4YHOI'O M KIMHHYECKOTO
3HAYEHUS BBIIIOJIHEHHON paOOoTHl.

B mopsiike 1UCKyCCHH XOTENIOCh OBl 00CYIUTH BOIIPOC:

1. Hackoipko KOHTpOIbHAS BBIOOPKA, chOPMUPOBAHHAS U3 B3POCIOr0 HACEICHUS
ropoga HoBocubupcka, KpylmHOro Meranoiuca, cOpMUPOBaHHOTO O] BIUSHHEM
KOMIUIEKCHBIX  KYJBTYPHO-UCTOPUYECKHX H  JAeMOrpaUyecKux IIPOIECCOB,
ABIISIETCS PENPE3CHTATUBHON ISl OMYJSIUK 3araj ol Cubupu, B 0COOEHHOCTH

TS €€ KOPCHHBLIX HAPOJOB.

SAKJITIOYEHHUE

Huccepraumonnas pabora Ilaxtmmeinep Enenst  BrnaguMupoBHBI
«Moneky s pHO-TeHETHYECKHE UCCIIeI0BaHUS TUIIEPXOJIECTEPUHEMUN B
eBporneonHoN momynsuur Cubupm», BBIIIOJHEHHAS 1101 PYKOBOJCTBOM [.M.H.,
npodeccopa, axagemuka PAH M. BoeBonbl, sBisieTcst 3aKOHYEHHOU
CaMOCTOSITEIFHON HayYHO-KBaIU(PUKAIMOHHON paboToH, B KOTOPOU Ha OCHOBAHUHU
[IOJIyYEeHHBIX Pe3yJIbTaToB, C(OPMYIUPOBAHBI TEOPETUYECKHE IIOJOXKEHUS U
MIPaKTUYECKUE PEKOMEH/IAllNU, COBOKYITHOCTh KOTOPHIX MOYKHO KBaTU(ULIUPOBATE
KaK Hay4YHO€ JOCTMJKEHUE B PaA3BUTHUU  IIEPCIEKTUBHOIO  HAaINPaBIICHUs
MOJIEKYJISIPHO-I€HETUYECKUX HCCIEJOBAHUNM B KapIHOJOTHMM — KOMIIJIEKCHOM
uccienoBaHuyd  (GopmMupoBaHus (EHOMEHa TIHMIEPXOJECTEPUHEMHH, KakK Ha
IIOILYJIALIMOHHOM, TaK M Ha MHIMBUYaJIbHOM YPOBHE, U ACCOLIMUPOBAHHBIX C HUM
3a00JIeBaHUI U OCIIOXKHEHUM, YTO UMEET Ba)KHOE TEOPETUUECKOE U MPAKTUIECKOE
3Ha4YEHMeE.

ITo cBoell aKTyalbHOCTH, HAay4YHOW HOBH3HE, CTEIEHU JIOCTOBEPHOCTH U
PaKTUIECKON 3HAUMMOCTH, IpeICTaBIeHHas paboTa COOTBETCTBYeT TPEOOBAHUSIM
1.9 «llonoxxeHus o MopsiAKe MPUCYKACHUS YUEHBIX CTEIeHEeWD, YTBEP)KIEHHOIO

ITocTranoBnenuem llpasurenscrBa Poccuiickoit @eneparmm ot 24.09.2013 r. No842,



IPEeNbABIAEMBIX K JUCCEPTALASIM Ha COUCKAHME YUYEHON CTETNeHU IOKTOpa HayK, a
ee asrop, HlaxTtmuedinep Enena BnagumupoBHa, 3aciyKUBaeT IPUCYIKISHS
MCKOMOM CTEIIEHU JJOKTOPa MEAUIIMHCKUX HAYK 110 crieruanbHocTsIM 1.5.7 ['eneTrka
(MenuuuHCKHe HaykH), 3.1.20 Kapauonorus.

OT3bIB OOCYXJIEH Ha 3acefaHWH 1abopaTOpUU MEIULIUHCKONW TIeHETHKU
Hay4YHO-KIMHHYeckoro neHtpa Ne 1 ®DenepasbHOro  rocyaapCTBEHHOTO
OIOJ)KETHOI'O0 HAydHOTo yupexiacHus «POCCHHUCKUM HAyYHBIM IIEHTD XUPYpPIUU

umenu akagemuka b.B. Ilerposckoro», mporokon Ne 18 ot «24» nexabps 2024 r.

3aBeayronias jgadoparopueit

MEeIUIIMHCKON MeHEeTHKU
Hay4HO-KJIMHIYEeCcKOTo 1eHTpa No |

OI'BHY «PHLIX um. akan. b.B. Iletpockoroy»
JIOKTOP MEIHUIMHCKUN HayK,

npogeccop, P il 3aknsa3pMuHcKas Enena BanepreBHa
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