OT3bIB
Ha aBTopedepar auccepranun Xaauyaunoit Uyanaun lanunesunl «®eHo-
reHOTUNHYECKHe 0COOEHHOCTH ceMeiiHOoil runepxosecTepHHEMHH Y JeTei» Ha
COMCKAHHE YYeHOH CTemeHM KaHIHIATa MEIUNHHCKHX HAYK O

cnenuajbHocTH 3.1.21 - Ilepnarpus

HuccepranuonHas pabora Xanuysummnow Uynnan J[aHHIEBHBI TOCBAIIEHA
aKTyalpHOWM mpoONeMe COBPEMEHHOW MeIHaTpHH — BBIABICHHIO (PEHO-
TeHOTUNIYECKUX (HAKTOPOB, aCCOLMMPOBAHHBIX C HAMOOJEE BHICOKMM PHCKOM
Pa3BUTHS paHHETro CYOKIMHUYECKOTO aTePOCKIEPOTHIECKOTO [OPAXKEHHS COCY OB
y ieTeii ¢ reTepO3UTrOTHON CeMeMHOM THITepX0JIeCTEPUHEMHUEI.

ATepocKIIepoTHYECKHH TIpoLiece HauMHAeT HOPMUPOBATECS yXKe B JETCKOM
BO3pacTe, a CeMEiHas TUIEPXOIeCTepUHEMHs SBISETCS ONHUM U3 Haubolee
3HAYMMBIX (DAKTOPOB €ro paHHEr0 pa3BUTHA. BMecTe ¢ TeMm 3a60JeBaHHE
ATUTEIIBHOE  BpEMS MOXET MPOTEeKaTh OECCUMITOMHO, 4YTO 3aTpy/HSET
CBOEBPEMEHHYIO THarHOCTUKY M HAYaJI0 NPOGHIAKTHIECKUX MEPONIPUATHIA. B aToii
CBA3H 0COOYIO 3HAYMMOCTH NpPHOOpeTaeT MOMCK (HaKTOPOB, OIPEAEISIOLIMX
VHIMBUIYalbHbIE OCOOEHHOCTH TedeHHs 3a00NeBaHWs M  BBIPAKEHHOCTD
COCYAUCTOr0 pEMOJENNpPOBaHus y neTed. HecMOoTps Ha CyInecTBeHHEIH porpecc B
00J1acTH MOJIEKYIAPHOI TeHETUKH, BIUSHIE (eHO-TeHOTHITHYECKHX 0COOEHHOCTe
Ha (OpMUPOBAHKE PAHHKUX COCYAUCTHIX U3MEHEHHH IIpH IreTEPO3UIOTHOM cCeMeitHOoMH
TUMIEPXONECTEPUHEMUN IO HACTOALIETO BpPEeMEHH OCTAeTCs HEI0CTATOYHO
U3YHCHHBIM, YTO ONPE/eJIsieT aKTyalbHOCTh MPEACTABIEHHOIO UCCIIEIOBAHKS.

Pabota oTinyaercs Hay4HON HOBU3HOM. Briepsbie B Poccuiickoii Denepauuu
NIpOBEJICHa KOMIUIEKCHAs OLIEHKA BIMAHHUS moJuMophusMoB reHa APOE Ha
(DEHOTHII reTepO3UrOTHOM CEeMEHHON THMIepX0JIecTepHHEMHIH y ZHeTeil. ABTopoMm
yO€IUTeNbHO MOKAa3aHO, YTO HOCHTEILCTBO ailiesi & BBICTYITA€T F€HETUYECKHM
MoAu(UKAaTOPOM 3a6oeBaHMs ¥ acCOLUMMPOBAHO C IOBBIIEHHEM HHIEKCA

ATCPOICHHOCTH H YBCJIMUYCHHEM TOJIIIHHBI KOMILIEKCA HHTHMa-MeaoHua OGH.IHX




COHHBIX apTepuil y TMalUUEeHTOB C TIEeHETHYEeCKH IIOATBEPXKIEHHOH Qopmoii
3aboeBaHusl.

CouckareneM IpOAEMOHCTPHPOBAHO, YTO Pa3IidHbIE ITATOTEHHBIE BAPUAHTHI
reda LDLR o6naiaroT HEOJUHAKOBBIM aTepPOT€HHBIM MTOTEHIIHAIOM. Y CTaAHOBIIEHO,
YTO HOCHTEIECTBO BapuaHTa ¢.1187-10G>A accouumnposaHo ¢ 6oee BblpaXkeHHBIM
YTOJIIEHHEM KOMILIEKCa MHTHMa-MeJua IO CpaBHEHHIO ¢ BapuaHToM ¢.906C>G
JaXXe TP COIOCTaBMMBIX IOKazaressaX JunuaHoro npoduisa. CylnecTBeHHBIH
Hay4HbIH MHTEpeC NpEeACTaBIseT BBIIBICHHE paHee He OMMCAHHOIO MPUYUHHOIO
Bapuanta Cc.281A>T (p.Asp94Val) rema LDLR, [enOHMPOBAaHHOIO B
MexayHapoHo# 6a3e manHbix ClinVar.

C ucrmonb3oBaHHEM METOJOB KJIACTEPHOrO aHalu3a aBTOPOM BIIEPBBIE
IPOJEMOHCTPUPOBaHa  (DEHOTUNMYECKas  IeTepOreHHOCTh  T'eTePO3MIOTHOM
CEMENHOM MMIIEPXOJIECTEPUHEMHHN Y IeTel U BbIIEIEHbI TPY KIMHUYECKH 3HAYUMBIX
NOATUIIA 3a00NI€BaHMs, pPA3IMYAIONUINECS M0 BHIPAKEHHOCTH AWCIHIHIAEMUH U
CTEIIEHU COCYAMCTOI0 PeMOCIUPOBAHHS.

IToka3aHo, 4TO COCyfHCTOe PeMOAENUPOBAHUE TPH JAHHOM 3a60JIeBaHUH
HOCHT MYJbTU(AKTOPHBIH XapakTep M OMNpPEAEISeTCs COYETaHHBIM BIHSHHEM
TeHETHYECKHX ¢bakTopoB, BBIPAKEHHOCTH THIIEPXOJIECTEPUHEMHH 1%}
CYOKJIMHUYECKOTO BOCTIAJIEHH.

Ocoboro BHUMaHHMS 3aCIIy)KUBaeT KOMIUIEKCHBIH I0AXOJ aBTOpa K OLICHKE
KIIMHAYECKUX, JTabOPaTOPHBIX, HHCTPYMEHTAIBHBIX M MOJIEKYJISPHO-TeHETHYECKUX
TMOKa3aTelied, IO3BOJNMBIIMKA CHOPMHUPOBATh LEJIOCTHOE IPENCTABICHHE O
(popMHpOBaHHH COCYIHCTOTO pPEMOIENHPOBaHHA y JneTedl ¢ IreTEPO3UTrOTHOMN
CEMEHHOM ruInepxoaecTepuHEMHEA.

IMpakTrueckas 3HAYMMOCTh MCCIIEIOBAaHUS HE BBHI3BIBAET COMHeHHi. Ha
OCHOBaHHH KOMIUJIEKCHOH OLICHKHU KIIMHUYECKHX, n1ab0paTOPHEIX,
HHCTPYMEHTANIBHBIX W TEHETHYEeCKHMX IIoKaszareyiell aBTOpoM 06OCHOBaHA
COBOKYIHOCTE ()aKTOpPOB, ACCOIMMPOBAHHBIX C Hanbojee BBICOKMM PHUCKOM
PasBUTHS PaHHEro CyOKIMHUYECKOTrO aTepOCKIEpo3a y HeTeil ¢ reTepo3UroTHOI

CeMEHHOM rumepxonecrepunemueii. K HEM OTHOCATCS — (eHOTHNHYECKH




BEIPKEHHAs. W TeHeTHYecKd Bepu(uIMpoBaHHas (Gopma 3a00NICBaHHS, HAHYHE
amnens e4 rena APOE, npu3Hakd CyOKIMHMYECKOrO BOCHANE€HHsS W PaHHEro
COCY/IUCTOTO  peMOfenkpoBanus. IlomydeHHbIE pE3yJbTaThl MOTYT OBITh
MCIIONIB30BaHbl ISl COBEPLICHCTBOBAHHS PUCK-CTPATH(UKALME MALUEHTOB U
ONTHMU3ALMK TAKTUKH UX AUCIIAHCEPHOT'0 HAOMIOACHUS.

CremyeT OTMETUTh, YTO NPH YYaCTHM aBTOpa 3aperMCTpHpoBaHa MepBas B
PecnyGnuke Tarapcran 0a3a JaHHBIX noaumopdusmoB rena APOE y netei, 4To
CO3[aeT NOMOJHUTENBHBIE BO3MOXHOCTH JUISl PasBUTHS II€PCOHANNU3UPOBAHHOTO
HOAXOAa K JWArHOCTMKE M HaONMIOJEHHWI0 MAlUEHTOB C  CEeMEeHHOM
THIIEPXOJIECTEPUHEMHUEH.

JIOCTOBEpHOCTh IIOJIyYEHHBIX pe3yJbTaToB oOOecredeHa [JOCTaTOYHBIM
00BeMOM KIIHHHYECKOTO MaTepuaja, IPUMEHEHUEM COBPEMEHHBIX KIMHHYECKHX,
1abOpaTOPHBIX, HHCTPYMEHTANBHBIX H MOJEKYJISPHO-TEHETHYECKUX METO/0B
UCCJIEIOBaHUs, a TAK)K€ KOPPEKTHBIM HCIIOJIb30BaHUEM METOJOB CTATUCTUYECKOIO
aHalu3a.

ITo Teme aucceprauuu omyOiaukoBaHo 20 HaydHBIX paboT, B TOM uucie 7
cTaTell B M3JaHUSIX, MHISKCUPYEMBIX B MEXIYHapoOHBIX 0a3ax maHHbIX Scopus.
OcHOBHBIE pe3yJbTaThl HCCIENOBaHHWS TpeACTaBlIeHbl U 00CYXIeHbl Ha
BCEPOCCHICKUX U MEeXIYHAPOIHBIX HAyYHBIX KOH(EpeHIIHX.

ABropedepaT HamuMcaH TI'pPaMOTHEIM  HAy4YHBIM  SI3BIKOM, JIOTUYHO
CTPYKTYPHPOBaH H B IIOJHOH Mepe OTpaxkaeT COoJepIKaHUe JUCCEePTaIiH.

Takum o0Opa3oM, YYHTBIBas BBICOKYIO CTENeHb Hay4HOH HOBH3HEI,
MPaKTUYECKYI0 H TEOPETHUYCCKYIO 3HAYUMOCTEH paboTel XamuymnuHod Yymnman
HanuneBHbl Ha TeMy «®eHO-reHOTUNHMYECKHe OCOOEHHOCTH  CceMeHHOi
TUNIEPXOJIECTEPUHEMUHN Yy AETel» clelyeT IpHU3HaTh, YTO AUCCEPTALUs SBISETCS
3aBEpLICHHOM U TMOJHOCTBIO COOTBETCTBYIOIEel TpeboBanusm BAK Munucrepcrsa
HayKH U BeIcIero odpa3zoBanus PO (myHkT 9 «I[lonoxeHus o npucyXIeHHH YIeHbBIX
creneHel», yrtBepxkiaeHHoro IlocranoBnenmem IlpaButensctBa Poccuiickoit
Qenpeparuu Ne 842 or 24 centabps 2013 roma, B neicTByromeidl pemakivu

ITocranosnenus IlpaBurensctBa Poccuiickoit @eneparin Ne 1382 ot 16 okTsa0ps




2024 ropma), mpenBABISEMBIM K AUCCEpTAllMsIM Ha COMCKaHWE YYEHOH CTeneHu
KaHAWAaTa HayK, a €€ aBTOp 3aciy)XMBaeT NPUCYKICHHWS YYEHOW CTENeHu
KaHIHUIaTa MeIUIMHCKHUX HayK 1o cnenuanbHocTh 3.1.21 — Ilepuarpus.

OT3BIB cOCTaBieH s IMpeacTaBJICHUA B ﬂHCCGpTaHHOHHBIﬁ COBET

21.2.012.01 opu ®I'BOY BO Kazanckuit 'MY Munznpasa Poccuu.

3aBenyromuii kadenpoit neguarpun MHITO
OI'bOY BO AI'MY Munsapasa Poccuu,

~
Y
TOKTOP MEAMIIMHCKUX HAYK, TIpodeccop %Mmmyxnua JIunus MiBanoBHa

QenepanbHoe rocyiapcTBeHHOe Opo/pkeTHOe o00pazoBaTeNbHOE YUpeXIeHHe
BEICIIErO  0Opa3oBaHMs  «SIpocrnaBCKHUE  TOCYJapCTBEHHBIH  MEIUIIMHCKHIA
yHHUBepcuTeT» MHHHCTEpCTBA 3paBooxpaHenus Poccuiickoii ®enepariu, 150000,
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