OT3bIB
Ha aBTOpedepaT aqucceprauny XanuyumHor ynmnan JlaHuIeBHbI
«DeHO-TeHOTUIIUYECKHE OCOOEHHOCTH CEMEWHOM IT'HIIepX0JIeCTEPUHEMHH Y IETEW) Ha
COMCKaHHE yUEHOM CTEeTeHH KaHAu1aTa MEAUIIMHCKAX HayK
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Iuccepramuonnas pabora Uymman [lanwieBHbl XaluyJUIMHOH —TTOCBSIIEHA
PEIIEHWI0  aKTyalbHOW Hay4yHOW 3amadd — BBIABIEHHIO  (DEHOTHUIHYECKUX U
I€HOTHIIHYECKUX (HaKTOPOB, aCCOUMUPOBAHHBIX C HAUOOJEE BBICOKHMM PHCKOM PaHHEro
CyOKIMHMYECKOrO  arepockieposa y  OeTeil ¢ TeTepO3UIOTHOH  ceMelHOH
runepxonecrepuHemueit (CI'XC).

B paGote yGemutenbHo mokasaHo, uto rereposurotHas CI'XC B mequaTpruyecKou
IPaKTUKE XapaKTEpPU3yeTcs BBIPAKEHHOM (DEHOTUIIMUYECKOW TIe€TEpPOreHHOCTBIO. ABTOD
1oKasajl, 4TO CTENEHb COCYIHUCTOrO PEeMOIEIMPOBAHUS HOCUT I'PaJUEHTHBIA XapakTep,
JOCTUrass MaKCUMAalbHBIX 3HAUYEHHUH y TAIMEHTOB C TeHETHYeCKH BepUPHUIMPOBAHHOU
dhopmoii 3a00seBaHus. Ocoboro BHUMAaHUs 3aCJTyKUBAET YCTaHOBJIEHHE
MOIM(UIMPYIOMIEro BiUsHUS aiiensi ¢4 rema APOE Ha (eHOTHN OOJIC3HH, a TaKKe
AEMOHCTpAIHs TOTO, YTO OTAENbHBIE MATOTeHHbIE BapUaHThl TeHa LDLR accOlUMpOBaHbl ¢
Oosiee BBIp@KEHHBIM YTONIICHHEM KoMiUlekca HHTuMa-menwa (TKUM) paxe mnpu
COMOCTABUMBIX TOKa3aTENAX JIMIUAHOTO MPOoduIs.

K HeCcOMHEHHBIM IOCTOMHCTBAM paboThI ClieAyeT OTHECTH IIyOOKHH U
KOMIIJIEKCHBIM NOAXO0MA K 00C/IeqoBaHHI0 MalKdeHTOB. JIMCCepTaHT MCMOMb30Ball IIMPOKUH
CIIEKTP METOAOB: OT pPYTUHHBIX KIMHWUYECKUX [0 CIELHUAIbHBIX MOJIEKYISIPHO-
FeHETHYECKMX M WHCTpyMeHTalbHbIX (oneHka TKMM, aprepualbHONW pHIHIAHOCTH,
KOHIIEHTPALUH BBICOKOUYBCTBUTEIRHOTO CPB). JIocTOBEpHOCTh MOIyYEHHBIX PE3YJILTATOB
NOATBEP)KAEHA KOPPEKTHBIM CTATMCTUYECKUM aHAIM30M, a JIOTHYHAsl CTPYKTypa padoThI
[I0O3BOJIAET YETKO IIPOCIENUTh XOJ HAy4YHOro TIOMCKa OT IIOCTaBJIIEHHBIX 3a1a4d K
000CHOBaHHBIM BBIBOJAM.

Hayunas HOBHM3Ha wuccliemoBaHHWsl He BbI3bIBaeT coMHeHumid. Y.J[. Xammyrmnaa
BIIEPBbIE C NIPUMEHEHMEM KJIACTEPHOIo aHaju3a MpPOJEeMOHCTpUpOBaia (PEHOTUIINYECKYIO

reTeporeHHocTs reTepo3uroTHod CI'XC y nerei, BBIAECIHMB TPYU KIHHHYESCKH 3HAYHMBbIX



noaTuna 3abosieBaHus. Takke ycTaHOBIeHO NU((GEepeHIUPOBAHHOE BIIMSIHUE KOHKPETHBIX
reHETHYECKUX BAPUAHTOB HA COCTOSIHHE COCYIMCTOM CTEHKH: HOCHTENIBLCTBO aulelis &4
rena APOE nHa QoHe MpUIMHHON MOHOT€HHOW MyTallMy IPUBOIUT K ITOBBIIICHUIO HHICKCA
areporeHHOCTH U yBenuuenuto TKMM; Bapuant rena LDLR ¢.1187-10G>A accoiunpoBaH
c Gomnee BeIpakeHHbIM yroimeHneM TKUM mo cpaBHeHuio ¢ ¢.906C>G. BaxubiM
pe3yJbTAaTOM CTajlo BBIIBJIECHHE U IEIOHUPOBaHKUE B MexayHapoaHyto 6a3y ClinVar panee
HeE OIKCAHHOIO IMPHYHHHOrO BapuanTta rena LDLR ¢.281A>T (p.Asp94Val).

Oco0yr0 IEHHOCTh HCCIIENOBAaHUIO MPUIAET KOMIIIEKCHBIH IIOAXOM K OILICHKe
(EHOTHITHUECKUX U T€HOTHITMUECKAX XapaKTEePUCTHK HETel ¢ TeTepO3UTrOTHOM CeMENHOM
ruriepxosiectepuHemueid. ComocTaBiieHre KIMHUYECKUX, J1a0OpPaTOPHBIX, MOJEKYJIIPHO-
TeHeTUUECKMX M  COCYIOHCTBIX IIOKa3areled II03BOJHIIO  IIOJIYYUTh  IIEJIOCTHOE
MpeacTaBiieHne 0 (akTopax, ONpENeNsONnX BapuabellbHOCTh TeUEHHUs 3aboNieBaHUs H
BLIPKEHHOCTh PAHHUX COCYAMCTHIX U3MEHEHHH.

IIpakTrueckas 3HaUMMOCTh pabOThI 3aK/TIOYaeTCs B pa3paboTke peKOMeHAalui 1is
NEIUATPOB U JETCKUX KapAUOJIOIOB, KOTOPEIE MOTYT OBITh JIETKO BHEAPEHHI B PyTUHHYIO
KITMHUYECKYIO TNpakTUKy. Marepuansl OUCCepTaldy YCIEIIHO BHEIPEHbI B JieueOHYIO
pabory I'AV3 «Jlerckas pecrnyOiukaHckas KIHHHYeCKass OoNpHHMIE» MUH3IpaBa
Pecriy6mikm TarapcTan U UCIOJNB3YIOTCS B 0Opa3oBaTebHOM IIpoliecce Ha MPOQUIbHBIX
kaenpax ®I'bOY BO Kazauckuit MY Munsnpasa Poccun.

OcCHOBHBIE TIOJIOKEHHUSI JTUCCEPTAllUW anmpoOMpOBaHbBl Ha MEXKIYHAPOIHBIX H
BCEPOCCUICKUX HayuHBIX (opymax. [To Teme mccienoBanus omyOnukoBaHo 20 Hay4dHBIX
pabor, u3 HuX 11 B BeOyIIMX peleH3UpPYEMbIX HAyUYHBIX H3IAHUSIX, PEKOMEHIOBAHHBIX
BAK MpuHnucTepcTBa Haykd M BhICIIero obpazoBanus P®. Kpome Toro, mojydeHbl 1Ba
CBUIETE/IbCTBA O TIOCYNAapCTBEHHOM perucrpauudud mnporpamm s OBM, nateHt u
odopmiieHa 6a3a TaHHBIX.

HuccepranvonHas pabora XammyuuHodi Uynnan [laHuneBHbl Ha TeMy «®DeHo-
TEHOTHIIMUECKAE OCOOEHHOCTH CEMEHWHOM TUIIEpXOJIECTEPUHEMHH Yy [IETEH» ABJISCTCS
3aBEPILIEHHON CaMOCTOATEIIbHON ﬁaquo-KBaﬂHQ)HKauI/IOHHOIVI paboToii, B KOTOpOW
CONEPIKUTCS pelleHWe aKTyalbHOM HaydHOW 3amadd 1O  BBIABICHHIO  (DEHO-

FEHOTUMMUYECKUX (PaKTOPOB, aCCOIUUPOBAHHBIX C HaubOOJIee BBICOKMM PHCKOM Pa3sBUTUSA



paHHEro CyOKIMHHYECKOrO aTepPOCKIEPOTHYECKOrO IOPaXKEHUs COCYIOB Yy JHETeH ¢
reTepO3UTrOTHON CeMEMHOM rurnepxojieCTepruHeMHUEN, UMEIOLLEH 3HaYEHNE IS ITeTUaTpUH.

PaboTa COOTBETCTBYeT KpHTEPHSIM, YCTAaHOBIEHHBIM IUI1 JHMCCEpTalldid Ha
COMCKaHWe YyYeHOW CTereHH KaHauaata Hayk B cooTBeTcTBUU ¢ BAK Munucrepcrsa
HayKd W BbIciiero oOpazoBaHusi PO (myHkr 9 «llonoxkeHus O IpHCYKIACHHUU YUYEHBIX
creneneii», yreepxaernoro ITocranosnenuem IIpaButenscTa Poccuiickoit @enepannn No
842 or 24 centabps 2013 roma, B pedicTByromed pemakumu llocraHoBieHHs
[MpaBurensctBa Poccuiickoit @eneparnu Ne 1382 ot 16 oxTsi6psa 2024 rozna), a ee aBTop,
XamuynnuHa Uynman [lanuieBHa, 3aciTy)kKMBaeT MPUCY)KIEHUA YUEHOU CTEIICHH KaHau1aTa
MEIULMHCKUX HayK 1o crneunanbHocTd 3.1.21 — Ilenuarpusi.

OT3BIB COCTaBJIEH IS MIPEACTABICHHS B quccepTalvoHHbIi coBeT 21.2.012.01 mpu

®OI'bOY BO Kazauckuit 'MY Munsgpasa Poccun.
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