OT3bIB O®UIIHAJTIBHOI'O OIIIIOHEHTA
JAOKTOpa MeIUIIMHCKHX HayK, Ipodeccopa, WwieH-Koppecnonaenta PAH
bamsikoBo# Jlapucs! AneKkcaHIPOBHEI HA TUCCEPTAIIHOHHYIO paboty
Xanuynmuao#t Uynmnan [anuneBHsl Ha TeMy: «DeHO-TeHOTHITHYECKHe
OCOOCHHOCTH CeMeHHOM IHIIepXOIeCTEPHHEMUH y IeTeil», IpeIcTaBIeHHOH Ha
COMCKaHHE y4CHOU CTeNeHH KaHauaaTa MeIUIIMHCKUX HayK [10 CIIeHATbHOCTH
3.1.21. Ilexnatpus.

AKTya.ﬂhH(}CTb TEMbI THCCEPTALIHOHHOTO HCC/IEA0OBAHHSA

AKTyallbHOCTh TE€MBl IHUCCEPTALHOHHOTO HCCIeN0BAHHS OMpelenseTcs
BBICOKOH MEIWLIMHCKOH M COLMATbHO-OKOHOMHYECKOH 3HAYMMOCTBIO CepleydHo-
COCYIMCTBIX 3a00NeBaHHM, COXPAHSIOIIMX BeNyLIHE [O3HLUHH CpPeIH MNpPHYIUH
CMEPTHOCTH HaceleHHs BO BceM MHpe. CyINecTBEHHYI pOIb B DPa3BHTHH
aTepOCKIIEPOTHIECKOTO [OpaXxeHUs COCyI0B UTPAIOT reHEeTUYeCKH
00yCJIOB/IeHHBIE HApPYIIIeHHs TUIIAIHOIO 0OMeHa.

Ozrum w3 Haubosee paCIpPOCTPAHEHHBIX HACIEACTBEHHBIX HapyIIeHHH
TUNHAHOTO oOMeHa sBlfeTcs ceMelHas runepxonectepunemus (CIXC) —
MOHOTe€HHOe 3a0oleBaHMe, XapaKTepH3YIOIleecs IMOBBIINEHHEM KOHIEHTPALHUH
XOJIECTEpHHA ITHMONPOTEWHOB HH3KOM IIOTHOCTH C paHHETo Bo3pacTa u
3Ha4YUTEJIbHO MOBBIIIEHHBIM PHCKOM IIPEXKIEBPEMEHHOTO Pa3BUTHS aTepOCKIepO3a
U CBSA3aHHBIX C HHM cepaedHo-cocyaucTteix ocnoxHeHui. CI'XC ocraetcs
HEJOCTAaTO4YHO BBIABIEMBIM 3a00/eBaHUeM, 0cOOeHHO cpeau neteit. OTcyTCTBHE
BBIDAKEHHOW KIMHHYECKOW CHMITOMATHKH Ha paHHUX JTanax CyIIeCTBEHHO
3aTpyIHSAET CBOCBPEMEHHOE pAacloO3HaBaHWe 3a00NeBaHHs M OrpaHWYUBAET
BO3MOJKHOCTH MPOBEACHHE NPOQHIAKTHIECKUX U Je4eOHBIX MEPOIIPUSITHIA.

JlocTukeHuss ~ MONEKYIApHOH TEHETHKH CYLIECTBEHHO  pPacLIMPHIH
BO3MOXKHOCTH AHarHOCTHKH CI'XC ¥ yTOYHeHHs ee TeHEeTHYeCKOH MPHUPOIEL.
BmecTte ¢ TeM HadW4Me KOHKPETHOTO TeHETHYECKOrO BapHWaHTa He BCeraa
II03BOJISIET B IIOJIHOM Mepe OOBACHHUTE BapHAOeIbHOCTh KITHHHYECKUX MPOSBICHHH
3aboneBanusa. Jlake TpPH COMOCTABUMOM CTENeHH THIIEpXOJeCTEpHHEMHH
BBID@KEHHOCTh COCYIMCTBIX H3MEHEHWH Yy MallM€HTOB MOMKET CYIIeCTBEHHO
pasnu4aThCs, YTO CBHAETENBCTBYET O BIMAHHM HE TONBKO NMPHYMHHBIX BAPHAHTOB
F€HOB, HO M IOOIOJHHMTEILHBIX TIEHETHYECKHX MOOU(MUKATOPOB H CPEIOBBIX
(GakTopoB, CHOCOGHBIX ONpeAeIsITe HHIAMBHAYalIbHBEIM (EHOTHI M CTENeHb
CepAeYHO-COCYAHMCTOrO pHCcKa. B ¢BsA3M ¢ 3TUM 0co0yr0 HAYYHYIO U MIPAaKTHYECKYHO
3HAYUMOCTh IIPHOOpeTaeT HeOOXOIUMOCTh BBISIBIEHHS (DaKTOPOB, OIPENEISIOMIUX
BBID&KEHHOCTh DPaHHEI0 COCYAHCTOrO PEMOIENHPOBaHUA M MPEapacIONOoKeH-
HOCTh K ()OPMHPOBAHHIO CYOKIHHHYECKOTO aTepPOCKIEPOTHYECKOrO MOPaKeHHS




npu CI'XC B 1eTckoM Bo3pacTe, a TaKKe OIEHKM HUX 3HAUeHHS I
MHIUBUIYaIBHOH CTpaTUHKAIIMK CepAEIHO-COCY IHCTOTO PUCKA.

Taxum 06paszom, auccepTannonHas padota Xanuymmnol U. JI. HanpasieHa
Ha KOMILTEKCHOE H3y4eHHe (PeHO-TeHOTHITHYECKHX OCOOEHHOCTEN reTepO3UTrOTHOM
CEMEHHOM THUIIEPXOJeCTepUHEMHH Yy IHeTeif, OmpelelieHHEe WX B3aMMOCBA3eH ¢
IoKasaTelsIMH PaHHEro COCYOUCTOro PEMOICIIHPOBAHHA H BBIABIICHHE @EU\'TOPOB,
aCCOLMHPOBaHHBIX c TIOBBIIIEHHBIM PHUCKOM CYOKIIHHHYECKOTO
aTepOCKIEPOTHYECKOr0O IOpakeHHUs, 4TO OMpeaessieT ee aKTyalbHOCTh M HaydHO-
IPaKTHYECKYIO0 3HAYHMMOCTh TS T IHATPHH.

Hosn3Ha Hcele10BaHHSA H MOJIYYEHHBIX Pe3y/JIbTATOB

[Tposenennoe Xamuymawaod Y. JI. auccepTallMOHHOE HCCIENOBAHHE HMEET
Hay9HyI0 HOBHM3HY, OTJM4YaeTCs OPHTHHAJIBHOCTBIO M  CONEPKHT DAl
NPUHLIHUITHATIBHO HOBBIX HAYYHBIX [TOJIOKEHUH.

B pabGote cdopMupoBaHO mpeAcTaBIeHHe O TpPATHEHTHOM XapakTepe
COCYZHUCTOTO [IOBPEKIeHUS pu reTepO3UrOTHOR CeMEHHOH
ranepxojecrepuHeMur y Jgered. [lokasaHo, 4YTO BBIPaXEHHOCTh paHHUX
COCYIHCTBIX H3MEHEHHWH HE€ OrpaHW4YuBaeTCs OWHAPHOW XapaKTepHCTHKOM
HaIMYUs WIA OTCYTCTBUS INOPaXeHHs, a (QOpPMHUpPYEeT OmIpeneleHHBIH CIEKTp
COCYIHCTOrO pEMOIEIUPOBAHHS, CBA3aHHBIM C COYETAHHEM TIEHETHYECKUX H
(beHOTUNMYECKUX XapaKTepUCTHK 3aboieBanus. [Ipy 3TOM  OTCYTCTBHE
BBISIBIEHHOI'0 IPHUYMHHOIO TIEHETHYEeCKOr0 BapHaHTa HE MCKIKOYAeT HaIW4Hs
NPU3HAKOB CYOK/IMHHYECKOrO0 BOCHATCHHS W DPAaHHHX H3MEHEHWHM COCYIHMCTOM
CTEHKH, YTO MOJYEPKHUBAET KIMHUYECKYI0O HEOTHOPOIHOCTh TIeTEepPO3UTOTHOMR
CI'XC 1 HeoOX0IMMOCTH KOMILTIEKCHOM OIEHKH MAIlMEeHTOB.

Bnepsrle NpoIeMOHCTPHUPOBAHO, YTO pasiMYHEIE BAPHAHTEI OJHOTO U TOTO
e TpUYMHHOTO reHa LDLR MOryT acCOLUMHpPOBAaTbCA C HEOOWHAKOBOM
BBIDOKEHHOCTBIO ~ COCYIHMCTOIO  PEMOJEIHUPOBAHUSA.  YCTAHOBIEHO,  HTO
HOCHTENLCTBO BapuaHTa ¢.1187-10G>A compoBokmaeTcs OOmbIIed TOMIIMHOM
KOMILIEKCa HHTUMa-MeIha OOINMX COHHBIX apTepHil [0 CPaBHEHHIO C BapHAHTOM
¢.906C>G mpu OTCYTCTBUH CTATUCTHUYECKH 3HAYUMBIX DPA3IH4Hil [0 OCHOBHBIM
MoKasarensaM JuMnuaHoro mpodund. [lodydeHHBle  JaHHBIE — PaCIIMPSIOT
NPEICTaBICHHUS O BIMSHUH MONEKYIIpHO-reHeTH4YecKod HeonHoponHoctd CI'XC
Ha (OPMUPOBaHUE HHAWBUIYAIEHOTO COCYIUCTOrO (heHOTHUIA.

Oco0yro Hay4HyI0 3HaYMMOCTb UMEeT yCTAHOBIIEHHOE MOIM(DHILIHpYIOIIee
BrusHe ~ nomumopdusmMa 4POE  Ha  (QEeHOTHIIMYECKHE  IPOSBICHHA
rereposurotHodd CI'’XC. TlokazaHo, 4TO HOCHTEIBCTBO amiens &4 y HOeTeil ¢
[ATOT€HHBIMH BapHaHTaMH reHoB, accouuupoBaHHbeX ¢ CI'XC, cBsizano c Gomee
BBIDOKEHHBIMH IIPOSABICHHAMH AaTEpOTEHHOTO (GEHOTHNa H CTPYKTYPHBIMH




H3MEHEHUAMH COCYIHCTOM CTEHKH. Takum o0pa3oM, pe3ylbTaThl MCCIIENOBAHUS
MO3BOIIIOT paccMmarpuBaTh APOE ¢4 B KadecTBe MOTEHIHMATBHO 3HAYUMOIO
TEeHETHYECKOr0 MOAM(QHKATOpa WHIMBHUAYATBHOTO CEpAEYHO-COCYIMCTOrO PUCKA
NIPY HATHYUU NPUYHHHON MyTaIliu.

BaxHbIM pe3ynbTaToM HCCIEIOBaHWS CTala HASHTHQHKAIMS paHee He
omucaHHOro Bapuanta ¢.281A>T (p.Asp94Val) B rene LDLR, accOoUMUPOBaHHOIO
C PpasBUTUEM CEMEHHOM THIEPXOJIECTEPDHHEMHH U ICMOHHPOBAHHOTO B
MexayHapoaHod ©Oase gaHHBIX ClinVar. IlomydeHHBle OaHHBIE pACHIMPSAIOT
NpeacTaBiIeHus o0 reHeTudeckoM crekrpe CI'XC.

Briepeele Ha OCHOBaHHHM COBOKYIIHOCTH KIHHHMKO-T1a0ODaTOPHBIX H
FeHEeTUYECKUX XapPaKTEPHUCTHK C IIPHMEHEHHEM KIacTepHOI'O aHalH3a BBIAE/ICHEI
Tpd (GEHOTHIIMYECKH pa3IW4HbIX KiacTepa neredl ¢ rereposurotHoii CI'XC,
XapaKTePU3YIOMIUXCS Ppa3sIW4HOM BBIPAKEHHOCTBI HApyIIeHWH JHIHUIHOTO
oOMeHa U COCYIHCTOrO peMOAeTHpoBaHus. TaKkoi MOAX0 MO3BOISET MepedTH OT
TPaZAULHOHHOIO PacCMOTPEHHs OTAENbHBIX KIWHUKO-TeHETHYECKHUX MPHU3HAKOB K
(bOpMHPOBAHUIO KOMILIEKCHBIX (DeHOTHITHYECKHX IPOdHIeH MallieHTOB.

KoHlenTyansHO 3HaYMMBIM pe3yIbTaTOM padOThl SBISETCS HHTErpPalds
TPeX B3aUMOCBS3aHHBIX KOMIIOHEHTOB IaTOJOTHYECKOTO IMPOLECCa — «IHUIUIBI —
BOCTIQJICHHE — COCYAUCTast CTEHKa» — B €IMHYIO0 CHCTEMY OLIEHKH (EHOTUITHYECKUX
nposiBieHn# rereposurotHoi CI' XC. BxmoueHne reHeTHYECKHX XapaKTEPUCTHK B
COBOKYTIHOCTE KJIHHHYECKHX, Ja00paTOPHBIX U UHCTPYMEHTATBHBIX ITapaMeTPOB
MO3BOJIAET PACIIMPHUTHL MPEACTaBlIeHUs 00 HHIWUBHUIyaIbHOH BapHaOeIbHOCTH
3a00/1eBaHHUS U CO37aeT OCHOBY Aits Gornee muthepeHIIHPOBaHHON CTpaTH(GUKAIIMA
CepAeYHO-COCYIUCTOrO PUCKA Y IETEH.

Takum  oOpasoM, HayyHas HOBH3HA [HCCEPTALMOHHOM  PabOTHI
OMpelenseTcs He TOIBKO BBIIBICHHEM  OTOEIBHBIX TIEHETHYECKHX |
(EHOTUITMYECKUX AacCOINWalWi, HO U KOMILIEKCHEIM IIPEACTABIEHHEM O
(GOpMHPOBaHMH HMHIMBHIYaTEHOTO COCYIHCTOro (EHOTHNA MPH TEeTEPO3UTOTHOM
CI'XC, yuuThBaomeM BKJIal [PUYHHHBIX TeHETHYECKHX  BapUAHTOB,
FeHETHYECKUX MOJAM(PHUKATOPOB, /IUINHIHBIX HapylUIeHHH, CYOKIMHHYECKOTO
BOCHIAIEHHS M PAaHHHUX CTPYKTYPHO-(QYHKLIHOHAIBHBIX H3MEHEeHHH COCYIHCTOM
CTEHKH.

CreneHbr O0OCHOBAHHOCTH H [OCTOBEPHOCTH HAYYHBIX MOJIOKEHHH,
BBIBOJI0B H PeKOMeHAalHH, copMy.,IHPOBAHHBIX B JHCCEPTAIHOHHOH padoTe

OOO0CHOBaHHOCTE M IOCTOBEPHOCTh HAYYHBIX IIOJIOKEHHH, BBIBOJOB H
MPaKTHYECKUX PEKOMEHJAllUi, NpeacTaBieHHBIX B paboTe XamuymauHoit Y. I
00yCIIOBIIEHBl MPOIYMaHHEIM OWH3aHHOM HCCIe0BaHHs, HOCTATOYHBEIM 00BEMOM
KIMHMYECKOro  MaTepuajia, [pUMEHEHHEM  COBPEMEHHBIX  KIHMHWYECKHX,




1a00paTOPHBIX, MOJEKYISIPHO-TEHETUYECKHX H HHCTPYMEHTAIbHBIX METOIOB, a
TAKKe MCIIOIB30BaHUEM aI€KBAaTHBIX CTATUCTUUECKUX TOIXO0/I0B.

JuccepraunoHHas paboTa MpeacTaBIsieT COOOH KOMILIEKCHOE KIMHHKO-
reHEeTHYEeCKOe KCCIEeIOBaHKe, BBINOJIHEHHOE Ha [J0CTaTOYHOM Matepuaie (214
neTed) ¢ GOPMUPOBAHUEM KIMHHYECKHAX M FEHETHYECKUX TPYII U BKIIOYEHHEM
KOHTpOJbHOW rpynnel. Llens u 3amadm uccrnenoBaHHs cOOPMYITHPOBaHBI YETKO,
JIOTHYHO U COOTBETCTBYIOT €r0 TeMe U COIepPIKaHHIO.

HccnenoBanue 0100peHO TOKATEHBIM 3THYECKAM KOMHTETOM M BBIIIOTHEHO
B cootBeTcTBHH ¢ tuianoM HUP ®T'BOY BO Kazauckuii [ MY Munsapasa Poccuu
Ne 38-033-2020, npu nonaep:kke rpaHTa A1 MOJOIBIX YIEHBIX MeKIyHapOIHOTO
Hay4Horo coseta @I’ BOY BO Kazauckuit MY Munzapasa Poccun (2023).

JlocTOBEpHOCTh MOJY4YEHHBIX pe3yJIbTaTOB oObecredueHa WCIIOIb30BaHUEM
COBPEMEHHBIX M BaJlWAHPOBAaHHBIX METOIOB KIWHHYECKOTo, TabopaTopHOTO H
HHCTPYMEHTAJIIBHOTO OOCIeI0BaHUs, BKIIIOYAs OIEHKY IOKa3aTelled IUIIHIHOTO
oOMeHa, MapKepoB CHCTEMHOTO BOCHAleHHs, TapaMeTPOB COCTOSIHHS COCYIHUCTOMH
CTEHKH U MOJIEKYISIPHO-TeHeTHIECKOe HCCIIeI0BaHHE.

COop u cucremaruzauus UHOOPMAIMH O TMMallHEHTaX, CTATHCTHYECKAS
00pa0oTKa M HHTEpIpeTalus MOJyYeHHBIX IAHHBIX BBITIOTHEHBI OUCCEPTAHTOM
KoppekTHO. Oco0o ciemyer OTMETUTh NPHMEHEHHWE Hapsdy CO CTaHIapTHBIMHU
METOJaMH CpaBHHUTEIBHOIO MW KOPPEIALMOHHOTO aHalh3a HepapXu4ecKoro
KJIaCTEpHOI0 aHalW3a CTaHJapTU3UPOBAaHHBIX IIOKa3zaTeled, ITO3BOJIMBIIETO
BBISBUTH KJIMHWUYECKH OJHOPOIHBIE MOATPYIIIBl MAWEeHTOB M OXapaKTepU30BaTh
(DEeHOTUIMHMYECKYH0 HEOJHOPOAHOCTh rereposurotHoi CI'XC.

HayuyHnas u npakTHYecKasi 3HAYHMOCTb MOJY4YeHHBIX pe3y.1bTaTOB

[uccepranonHas pabora XammymawHoW UY.J[. HMMeeT cCylmiecTBEHHOE
TEOPETHYECKOE W IPAaKTHYECKOe 3Ha4eHHe 71 Pa3BUTHA MeJHaTpUU H IEeTCKOH
KapAuonoru. TeopeTuueckass 3HAYAUMOCTB WCCIEIOBaHHWS 3aKIIOYaeTCs B
pacIlMpeHHH MpeICTaBIeHHH O KIHHAKO-(QEeHOTHIIHYEeCKOH HEeOTHOPOTHOCTH
TETEPO3UTOTHON CEeMEWHOW THIepXolecTepuHeMu: Yy gerted. [lomydeHHbIe
pe3yabTaThl TOKa3kIBAIOT LeecO00pa3HOCTh KOMILTEKCHOW OIeHKH 3a00/IeBaHUs C
Y4ETOM He TOJIBKO XapaKTepHUCTHUK CeMeHHOro aHaMHe3a U JIUIUIHOro oOMeHa, HO
U TIEHETHYECKHX OCOOEHHOCTeH, MPHU3HAKOB CYOKIMHUYECKOTO BOCMAIEHHUS H
PaHHHUX CTPYKTYPHO-(QYHKIIMOHATIBHBIX U3MEHEHHH COCYIMCTON CTEHKH.

[TpakTuHeckas 3HAYUMOCTH pabOTBI  OmNpenernsieTCs  BO3MOKHOCTBIO
UCIIOJIb30BaHUS COBOKYITHOCTH KITHHHYECKUX, Ta00PaTOPHBIX, HHCTPYMEHTAIBHBIX
U MOJEKyISpHO-TEHeTHIEeCKUX IToKasarened i Oolee OeTalbHOW OLEHKH
WHIWUBHIyallbHOTO CEpIAEYHO-COCYIUCTOTO pHUCKAa y [eTed C TeTepO3UIOTHOH
CI'XC. BrigBieHHbIE B HCCIEIOBAaHHH (AKTOPBl MOTYT YYHTBIBATECS IIPH




OTpPENEICHHH HEOOXOANMOCTH YITyONeHHOro oGCIe0BaHHS M BBIOOPE TAKTHKH
AMHAMHYECKOTrO HaOIOaeH s MalHEHTOB.

[Toy4eHHBIE pe3ynbTaTEl MO3BOISIOT AOMOJHUTE TPaOULMOHHBIA MOAXO0A K
onenke nere ¢ CI'XC, ocHOBaHHBIN MpeHMYIIECTBEHHO Ha XapaKTepHCTHKAaX
TMIHIHOTO  MpOQUIA,  KOMIUIGKCHOM  OLIEHKOW  ceMeiflHOro aHaMHesa,
FeHETUYECKOro CTaryca, MapKepOB CYOKIMHHYECKOTO BOCHAIEHHUS W COCTOSHHS
COCYNMCTOH CTEHKH. DTO CO3MaeT NpPEATIOCHUIKH AJIs GOIee PAaHHErO BHIBICHHS
MallICHTOB C MOTEHUMATbHO HEONAroNpUATHBIM COCYIMCTBIM (EHOTHUIIOM H
COBEPILICHCTBOBAHHS IPO(QUIAKTHIECKHX MEPOIIPUSTHIA.

Pesynerarsl nccTenoBaHns BHENPEHEI B 06pa30BaTEIbHBIH npouecc OI'BOY
BO Kasauckuit TMY Munsnpasa Poccu#, crnocoGCTBYs OBBILISHHIO YPOBHS
3HAaHHWH CTYOEHTOB W OpAMHATOPOB, @ TaKKe B IPAKTHYECKYI HEeSTEeIbHOCT
Pecmybnuxanckoro Ilentpa Jlumuaonoruu mis neTedl u KapMOIOTHYECKOTr0
ornemenuss [AV3  «Jletckas pecrmyGnukaHckas KIMHHYeCKas OOJNBHHIA
MumnncTepcTBa 31paBooxparenus Pecry6muxu Tatapcramy.

Ouenka conep:kaHHs H CTPYKTYPbI AHCCEPTALHOHHON padoThbl

Juccepraums HammcaHa B TpPaIMUMOHHOM CTHIe, H3TOXeHa Ha 150
CTpaHHLaX MallWHOMHCHOIO TeKCTAa W BKIFOYaeT BBeIeHHe, 0030p JIMTEpaTypsl,
OMHCaHHE MAaTepHanoB U METOAOB, TPH [71aBhl COOCTBEHHBIX pe3y/IbTaTOB
HCCICNOBaHUSA,  3aKIFOYEHWe,  BBIBOABI, MpPaKTHYECKHE  pPEKOMEHIAIIWH,
NEPCTIEKTHBB! NalbHEHIel pa3spaGoTKM TeMBI, CIIHCOK COKpAIleHHH, CIIHCOK
JHTEPATYPBI U CITUCOK MITIOCTPATUBHOrO MaTepuana. Pabora unmoctpuposana 26
Tabimuuamvu u 17 pracyrkamu. CIHCOK IUTepaTyphl BKIEOYaeT 136 MCTOYHHKOB, B
TOM 4uclie 21 oTedecTBeHHSIH U 115 3apyOexHbIX.

Bo BBeneHUM B IOTHON Mepe OTpakeHa aKTyaTbHOCTH TeMBl MCCIIeI0BAHHS
H O0DOCHOBaHa HEOOXOAMMOCTH IIPOBENEHHS HAYYHOMH paboThl, YETKO
CHOpMYNIHpOBAaHEI Ilelh M 3aja4d, HAaydHas HOBH3HA, TeOpeTHYecKas U
[IpaKTH9eCKasi 3HAYUMOCTB, M3JI0KEHbl OCHOBHBIE TIOJOKEHHs, BHIHOCHMBIE HA
3alIMTY, OOOCHOBaHa CTeNeHb IOCTOBEPHOCTH TMOTYYEHHBIX pe3yIbTaToB W
NIPeICTaBICHBI CBEAEHUS 00 UX anpodaluy.

IlepBas rmaBa mHCCepTalWH INOCBSINEHA O0030pY ITHTEpPAaTypPhl IO TeMe
HCCIICIOBaHUs, 1€ CHCTEMATH3HPOBAHbl COBPEMEHHBIE CBEIEHHUS OTeYeCTBEHHBIX
U 3apyOekHBIX YYEHBIX O CeMeHHOH THIIepXOIeCTePHHEMHH. PaccMOTPEHEL
COBPEMEHHBIE MPE/ICTABNEHHS O PaClpOCTPaHEHHOCTH M TeHETHYECKOH MpHpoae
3a001eBaHNs, MOIXOOEI K €ro IWAarHOCTHKE B JETCKOM BO3DACTe, OCOOEHHOCTH
(eHOTMNMYECKOH peanu3auMH reTepo3uroTHol dopmel CIXC. OrzensHoe
BHUMaHHE YIEIeHO TIE€HEeTHYECKUM (akTopaM, NOTEHIHAILHO BIUSIOIMUM Ha
BBIP2)KEHHOCTD 3a00/IeBaHus, a TaK)Ke COBPEMEHHBIM MPEACTaBICHUSIM O PAaHHUX
U3MEHEHHAX COCYIHCTOH CTEHKH M DOIH MapKepoB BOCHaleHus. Marepuai




U3]I0KEH IIOCIENOBAaTeNbHO, C AaKIEHTOM Ha HEpelleHHBIE  BOIMPOCHI,
HEIIOCPEACTBEHHO CBsS3aHHBIE C LEIBK MU 3aJadyaMU JUCCEPTAllMOHHON paboThL
O0630p 1UTEepaTyphbl IEMOHCTPHPYET IOCTAaTOYHYI0 OPHEHTHPOBAHHOCTH aBTOpA B
COBPEMEHHBIX HAy4HBIX JaHHBIX X OOOCHOBEIBAET HEOOXOOMMOCTH IPOBEICHHS
COOCTBEHHOTI0 MCCIIeI0OBaAHMUS.

Bo BrOpoi#l InaBe mpeacTaBiIeHBl MaTepHalbl W METONBl HCCIeIOBaHMUS,
KOTOpBbIE€ HCMONb30BAIMCH IIPH  BHINOJHEHHWM OUCCEPTAIlMOHHOM paboThL
[lonpoGHO mpencrtaBieHbl OW3allH HCCIEIOBAaHWS, ONHMCAaHA METOIOIOTHS
HCCIIeIOBaHUs, AeTalbHble KPUTEPHH OTOOpa YYaCTHHUKOB, pPa3IU4YHbBIE METOIBI
HCCIIeI0BaHUS: OOLIEKIMHUYEeCKUe, OMOXUMUYeCKHUe, MHCTPYMEHTabHEIE, a TAKXKe
MOJIEKy/IIpHO-TeHeTHdeckre. [lponsBonmiack OLEHKa JIMIUIHOIO TPOQHIS,
KOHLIEHTpAallUd BBICOKOYYBCTBHTENbHOro (-peakTWBHOro Oenka, TOMIIWHBI
KOMIUIEKCAa HHTHUMa—Me[ua, [IoKasaTeledl apTepualbHOM pPUTHAHOCTH H
pe3ylasTaToOB MOIEKYISpPHO-TeHEeTHHeCKOro HccilenoBaHusd. [lonpoOHO oOmucaHEl
METOIBl CTAaTHCTHYECKOW OOpaOOTKM NaHHBIX BKJIIOYas OLEHKY paclpelelleHus
DAHHBIX, MEKIPYINIOBblE CpPaBHEHUS, KOPPEISILHOHHBIA M HepapXU4ecKui
KJIaCTEPHBIA aHAIM3, YTO ITO3BOIHIIO NPOBECTH aJeKBaTHYIO OLEHKY IIOIyYEHHBIX
JIaHHBIX U 000CHOBATH JOCTOBEPHOCTH BHIBOZOB.

B Tpersell maBe mpeacTaBleHbI pe3ylbTaThl COOCTBEHHBIX UCCIIENOBAHUHN
aBTopa MO KIMHUKO-TadOpaTOpHOM XapaKTepUCTUKe OOCIeIOBaHHBIX [ETeH.
[locnenoBarenbHO  OpeNCTaBIEHBl  OCOOSGHHOCTH  CEMEHHOrO  aHaMHesa,
(GHU3UYSCKOTO0 pPAa3BUTHS, KIMHHYSCKHX MPOSBICHUH, ITUMUIHOTO NpOoQuUiIs H
KOHIIEHTpAIlUH BBICOKOYYBCTBUTENbHOro (C-peakTUBHOrO Oenka y MalMEHTOB C
rereposurotHoit CI'XC. AstopoM yctaHoBneHo, 4To mnaummeHTel ¢ reCIXC
XapaKTEepU3YIOTCS BBIPAKXEHHOH OTATOLMIEHHOCTRIO CEMEWHOro aHaMHesa [0
paHHUM CepAeYHO-COCYIHCTBEIM 3al0orneBaHusM. [Ipu 3Tom usndeckoe pa3BUTHE
IeTedl He MMEeNO 3HaUMMBIX OTAWYHH OT KOHTPOJIBHOM IPYIIBI, a8 KIMHUYECKHE
MPOSIBIICHUS]  TUMEPXOISCTEepPHHEMUH  BCTpPEYAIMCh  KpailHe  peako,  4TO
MOATBEp)KAAeT OECCHUMITOMHOE TedeHHe 3a0o/leBaHHs B IETCKOM BO3pacTe.
[IpencraBneHsl pe3ynbTaThl OLEHKU JUIHUIHOTO MPOGMHIIsL, IEMOHCTPHPYROILIHE
JOCTOBEPHOE TIOBBINIEHWE aTePOreHHBIX (pakiuii XOlecTepHHa y MAaIHeHTOB C
reCI' XC. Kpome TOro, BBISBICHBI NIPU3HAKU CYOKJIMHUYECKOTO BOCHAJIEHHs, YTO
JOTIONTHSAET KIMHUKO-T1a00paTOpHYIO XapaKTepUCTUKY 00CIe10BaHHBIX MallHEHTOB.

B ueTBEpTO# IM1aBe MpeAcTaBlIeHbl Pe3ylnbTaTbl HHCTPYMEHTAIbHON OLIEHKH
COCTOSIHUS CEepAedHO-COCyAUuCTOH cucTeMbl. [IpoBeneHa omeHKa IapaMETPOB
apTepUanbHOrO  [JaBIEHWS, AapTepHalbHOM PUTHAHOCTA M CTPYKTYPHBIX
XapaKTepUCTUK COCYIMUCTOH CcTeHKH. [IpencTtaBneHbl daHHBIE O (DOPMHUPOBAaHUH
paHHNX GYHKIHMOHAIBHEIX U3MeHeHuH: y netel ¢ reCl XC BEIABISHO MOBLIIICHHE
KECTKOCTH COCYIHCTOH CTeHKH W HapyIIeHHE CyTOYHOIO NpodHUIsi apTEPHAIBHOIO




naBnenus. HaubGonee BeIpakeHHBIE M3MEHEHHs BbISBIEHBI y IMalMEHTOB ¢
(peHOTHMTHYECKM BBIDAKEHHOH M TreHeTWYecKH moxaTeepxaeHHoit CIXC.
YCTaHOBNEHBI ~ pasTUYMs ~ BBIPAKEHHOCTH  CTPYKTYpHO-GYHKIHOHATBHBIX
MU3MEHEHHH B 3aBHCHMOCTH OT KIMHWYECKMX M TeHETHYECKHX XapaKTepHCTHK
nauueHToB. [IpoBeleHHBIH KOPPENANMOHHBIN aHANIW3 II03BOJIMI  OLEHHTh
B3aMMOCBSI3U MEKIY IOKa3aTelsIMH JIUIIMIHOIO OOMeHa, MapKepaMu BOCTIATeHHS
¥ MapaMeTpaMH COCTOSIHUS COCYAMCTOM CTEHKH.

B msATOH MmMaBe mpencTaBIeHBl PE3yIbTAThl MOIEKYISPHO-T€HETHYECKOTO
HACCICNOBaHWS W HX  COMNOCTaBIeHHE C  KIWHHUKO-TaOOpaTOpHEIMH U
HHCTPYMEHTATbHBIMH XapaKTepUCTHKaMM MalueHToB. OXapaKTephu30BaH CIIEKTP
BBIBICHHBIX T[EHETUYECKHX BAPUAHTOB, IPOBEJEH aHajlW3 OCOOeHHOCTEH
(GeHOTHNAa B 3aBHCHMOCTH OT TeHeTHYeCKoro craryca. OTAeIsHO HCCIEI0BaHO
BIUAHHE TEHETHYECKUX MOAM(UKATOPOB, & TakKe BHITIOJHEHa OIIeHKa
COBOKYITHOCTH  KJIMHHUKO-TEHETHYECKMX  TNPHU3HAKOB C  HCIIOIB30BaHHEM
KjlacTepHOro a”aiusa. [lomydeHHbIe pe3yabsTaThl MO3BOIWIH BEIACIUTE Pa3THIHEIE
BapHaHTBl (eHOTHNH4YecKod peamusauuu rereposurotHod CI'XC u ompenenuTs
XapaKTePUCTHKH, aCCOLIMMPOBAHHEIE C 00/iee BhIPaKeHHBIMH MPU3HAKAMH PaHHETO
COCYIHMCTOIO PEMOSTUPOBAHUS.

B 3akmrounTensHOH I71aBe aBTOp 0000MmIaeT MMONTyYeHHbIE DPe3YJIbTATEL,
COMOCTAaBIAET MX C JIUTEPATYPHBIMH JaHHBIMHU. YOeIUTEIbHO 10Ka3aHa IEHHOCTh
IIPOBEICHHOTO HCCIIEI0BaHUA U HEOOXOAUMOCTD JaTbHEHIIIUX UCCIeIOBaHUH.

BerBoas! "eTko chopMyTHpoBaHEI W HaydHO OOOCHOBAHBI, COOTBETCTBYIOT
LeNH M 3a7a4aM JUCCEePTAllHOHHOR padoThl, TOTHHECKH BBITEKAOT U3 Pe3y/IbTaTOB
NPOBEICHHOI0 HccilenoBaHus. Pabora odopMieHa B  COOTBETCTBHH C
TpeOoBaHUAMHU, npenbsBiseMbiMid BAK P® k muccepraumsMm, MpencTaBIseMbIM
Ha COMCKaHHe y4eHOH CTeleHH KaHauIaTa MeIHUHHCKHX HayK.

ABTOpedepar oTpaxkaeT OCHOBHOE COJep/KaHUe U MOJIOKSHUS TUCCePTALUH.

OcHOBHBIE MOI0KEHU AUCCEPTALIMU T0I0KEeHbl B 00CYKICHBI Ha BeIyIIUX
POCCHICKHMX W MEeXIyHapOIHBIX Hay4YHBIX KOHIpeccaxX, H KoHpepeHuusx. [To Teme
aucceprauuu omyonukoBaHo 20 Hay4HBIX paboT, U3 HUX 15 B peleH3HpyeMBIX
HAay4YHBIX H3JaHHAX, PEKOMEHIOBAaHHBIX BpICIIeH aTrTecTallMOHHOHM KOMHCCHHU
Muno6prayku Poccuu (B ToMm uucie 7 myOnmuKamuil B jKypHalaX, BXOISIIUX B
0azy nutupoBanmss SCOPUS). 3apeructpupoBano 4 pesynsrara HHTELIEKTYalb-
HOHW JesTeNbHOCTH: 1 mareHT Ha wu300peTeHHe, 2 CBHISTEIBCTBO O
rOCYyJapCTBEHHOH perucrpauuu nporpammel 11 OBM u 1 cBUIeTenscTBO O
rOCyIapCTBEHHON peructpauuu 0assl naHHbIX. [lyOaukamuu B Z0CTaTOYHOH Mepe
OTpa’karoT COJEPIKaHNEe TUCCEPTALMOHHOIO UCCIeJOBaHMS.

CooTBeTcTBHE NACNIOPTY CNENHAJIBLHOCTH




IuccepraunonHass pabota coorBercTByeT (14.00.09)macmopty Hay4dHOH
crenransHOCTH 3.1.21 — Ilenuatpus.

[IprHIMNIAaTBHEIX 3aMedaHWd K JuccepTaluuoHHON padorte HeT. OgHako, B
NIEPBOM MOJIOKEHUH, BEIHOCHMOM Ha 3alllUTy OTPakeHBl HE TONBKO HOBEIE, HO H
HEKOTOpBhIE H3BECTHBIE [aHHBIE, B TOM YHCIE: «OTCYTCTBHE BBISIBICHHOIO
[IaTON€HHOI'0 WU BEpOSTHO-IIATOT€HHOIO BapHaHTa B UCCISTyeMOM MaHeId FeHOB
HE CHIKAeT KIMHHYECKYI0 3HauyuMocTh (eHoTuna». OOHaKo, YTBEpKAeHHE 00
OTCYTCTBHM IpPSIMOH 3aBHCHMOCTH MEKIy ITaTOT€HHBIMH FJIM HE MaTOTEeHHBIMH
BapuaHTaMi reHoB CI'XC W cOCTOSHHEM COCYIHCTOH CTEHKH OIpeneiseT
HOBHU3HY W YHHK&IBHOCTH IHCCEPTAllMH. B KadecTBe OWUCKYCCHH XOTEIOCH OFBI
3aaath Xanuyanuaou Y. JI. ciemyromniie BOIpOCH:

1. Hanmuuue maTOreHHOro WM BEpPOATHO-NATOTEHHOTO BapHaHTa KAaKUX I€HOB
acCOLMUPOBaIOCh ¢ Oonee BBIpaKEHHOW apTepUabHOW PUTHIHOCTBIO H
HMelTa ¥ 3Ta 3aBUCUMOCTH [10JIOBbIE Pa3IH4uUs’

2. AccouuupyeTcs ¥ CocyaucTOe pemoaenuposanue y nauueHToB ¢ reCI XC
C IMOBBIIIEHHEM JKECTKOCTH MHUOKapaa U He L1e/1eco00pasHo U OLEHHBAThH
TMIOKa3aTeH JHACTOTHYECKOH (DYHKIMHU Y JTHI U3 TPYTIITEI BEICOKOTO pUCKa?

3. SBasieTcs 1M MONEKYyIspHO-TEHETHYECKOEe NOATBEpPXKICHHUE KpHTEPHEM
nuarHocTukH reCI XC u A Kakux T'eHOB 3TO J0Ka3aHOo?

3akaroueHHe.

HuccepranmoHHOe HccaedoBaHue XanuynuHod Yynnaxn JlaHWIeBHEI Ha
TeMy «DeHO-TeHOTHIIHYECKHEe OCOOEHHOCTH CEeMEHHOHM T'HIIEPXOJIECTEpUHEMHH Yy
IeTei», IpeICTaBIeHHOE Ha COUCKaHHWE YYEHO! CTEIeHU KaHIH1aTa METUIIHHCKUX
HayK 1o cnenwansHoctd 3.1.21. Ilenmarpus, BBINOJIHEHHOE IOA HAYyYHBIM
PYKOBOJCTBOM IIpodpeccopa, AoKTOopa MemunwHCKuX Hayk CazapikoBoi JIuHaphI

WerusapoBHsI, SIBIIAETCA 3aBEpIICHHONI CaMOCTOSTEIbHOR Hay4HO-
KBATH(UKALMOHHON paloTo, B KOTOPOH COAEPKUTICA peElIeHHE aKTyaJlbHOH
HAYYHOM 3aJa4d — YCTaHOBICHHE (EHO-FeHOTUIIMYeCKHX OCOOCHHOCTEH H

(aKTOpOB, ACCOLMHPOBAaHHBIX C HauOoOIee BBICOKMM pPHCKOM (QOPMUPOBAHHS
paHHETO CYOKIMHUYECKOT0 aTepOCKISPOTHYECKOr0 IOPayKeHUs COCYI0B Y JIETeH C
TeTEPO3UTrOTHON CeMeHHO# TUIMepXO0JeCTepUHEMUEH, HMEIOIIEH CYyIIECTBEHHOE
3HaUeHUe 715 eJUaTpUu.

[To aKTyalbHOCTH, HAy4YHOH HOBH3HE, TEOPETHYECKOM U NpPaKTHYECKOH
3HAYUMOCTH, 00beMy KIMHHYECKOTO MaTepuasia, MeTOIO0JIOrHYEeCKOMY YPOBHIO,
JOCTOBEPHOCTH IIOJY4YeHHBIX pe3yJIbTaTOB K OOOCHOBaHHOCTH BBIBOJIOB
nuccepTauus XanuyutuHod UYynman [[aHWIEeBHBEI COOTBETCTBYET TpeOOBaHHAM
BAK MunncTepcTBa HayKH U Bblciero oopaszosanusa PP (myHkT 9 «Ilonoxenns o
NPUCY)KOICHUUM  YUCHBIX  CTemeHel»,  yrBepxaeHHoro IlocranoBieHueM
[TpaButensctBa Poccuiickoit @enepamu Ne 842 ot 24 centsdps 2013 roma, B




neictByromed  pemakumu  [loctamosienus [IpaBuTensctBa  Poccuiickoit
®enepammn Ne 1382 ot 16.10.2024 roxa), mpexbsABiIseMBIM K AMCCEPTALMSIM Ha
COMCKaHHe YYCHOW CTENeHH KaHIWIaTa HayK, a €€ aBTOp 3aCiIyKUBaeT

NPUCYXKICHUS YIEHOH CTENeH:N KaHIuaaTa MeIUIMHCKUX HAyK [0 CIeHaTbHOCTH
3.1.21. [leguatpus.

Odunna bHBIH ONNOHEHT:

MO pekropa ®I'BOY BO «MI'Y um. H.IT. Orapésa»,

npodeccop kadeaps! neIHaTpyuH, T0KTOP MeAULUHCKAX | il

HayK, IIpodeccop, YwieH-KoppecnonaeHT PAH @/’ bansikosa JI. A.

AD» i2heror 2026 1.

DenepaibHOe TOCYIapCTBEHHOE OHOMKETHOE 00pa30BaTelbHOE YUpekIeHUE
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