Ot3bIB
opHIHAILHOrO ONIOHEHTA JOKTOPa MeJHIIHHCKUX HayK, J101eHTa,
3aBeaywouero kadeapoii BHyTpennux 0osiesHel Ne3 ¢ Kypcom
(pYHKIHOHANBHOH THATHOCTHKH yupeskaeHHs oOpazopanust «l'omesibeKui
rocyaapcTBeHHbI MeAnIMHCKN yHHBepcuTeT» CajinBoHYnka J{umuTpus
IIaBnoBu4a Ha quccepranuio Kypymko Tarbsinsl BaneHTHHOBHBI
«/lmnaTaumoHHasi KApAHOMHONATHSA: KIIHHHKO-TeMOINHAMHYEeCKHe U
reHeTu4yeckue (paKTOpbl Pa3BUTHA HeOJArONPHATHBIX HCXOI0BY,
npeacTaB/IeHHOH Ha COHCKaHHEe YYeHOH cTeneHH KaH(u1aTa MeJHIHHCKHX
HayK no cnenuanabHocT 14.01.05 — kapauosorust

CooTBeTcTBHE [JHMCCEPTANUM CHENHAJLHOCTH H OTpaciH HayKH, IO
KOTOPBLIM OHA NpeAcTaB/IeHA K 3al[UTe

Huccepranmonnass  pabora  Kypymko — TaresHel  BalleHTMHOBHEI
«lunatanuonHas KapAMOMHOIIATH: KIIMHUKO-TeMOIMHAMUUECKHE "
reHeTHYecKue (aKTOphl Pa3BUTHUS HEOIArONpHATHBIX HCXOL0BY, IPEeNCTaBICHHAs
Ha COMCKAHWC YUCHOH CTENeHM KaHIUIaTa MEIUIMHCKUX HayK, IO [IeJIH, 3ajadam,
00BEKTy, MpEeAMeTy W METOAaM HCCIENOBAHMS COOTBETCTBYeT CIIEILHAIBHOCTH
14.01.05 — xapaAroIOTHs, OTPACTH — MEIUIIMHCKIE HAYKW U IPOQHIIIO COBETA IO
zamute auccepranni /[ 03.08.01 mpu I'Y PHIILL «Kapanomormsy.

AKTYyaJIbHOCTB TeMBI JUCCepTALNA

ITo coBpeMEHHBIM TIPEACTABICHWAM OUIATAl[MOHHAS KapIUOMHOIIATHS
(JIKMII) paccmarpuBaeTcss Kak 3a0ojleBaHHe T'€HETHYECKOM M HEereHeTHUECKOU
STHOJIOTHH, NPUBOAIIECE K CHCTOJIMYECKOW AMCHYHKIMHM M JWIATAIIUH JIEBOTO
xenmynouka (JIDK), HeoObsCHUMOe aHOMAJIbHBIMH YCIOBUSMH HAarpy3Kd WU
uimemudeckor Gomnesnsto cepaua. JIKMII spnsercss uHTErpansHbIM (HUHAIBHBIM
(GeHOTHIIOM TeTepOreHHOH TIpyIIBl 3a00JEBAaHUN CEp/Alla C MHOXKECTBEHHOM
9THOJIOTHEH M CIIOXKHBIM IIaTOTeHEe30M.

JIKMII otTnuvaeTcs KpaiiHe Te€TepOTeHHOM JTHUOJIOTHEH, 3HAYUTEIbHBIM
MOIUMMOP(GU3MOM  KIIMHHYECKUX IIPOSIBIEHHHM (OT OTCYTCTBHS CHUMIITOMOB [0
CHHIOpOMa TshKenod cepmeunoit nemocrarouHoctu (CH) wmmm BHe3anmHoOH
cepaeunoii cmeptu (BCC) naxe y paHee aCUMIITOMHBIX JIHI, 3aTPYIHSIIOIIAM
IMarHOCTHKY, OCOOEHHO Ha paHHMX OTalaX, OTCYTCTBHEM EAMHBIX MOAXOIO0B K
PUCK-CTpaTH(QUKAINHY, IJIOXUM IIPOTHO30M U BBICOKOM IJI€TaJbHOCTBIO, HECMOTPS
Ha BO3MOJKHOCTH COBPEMEHHOH MeIWIMHBL B Hacrosmee Bpems wu3ydaercs
BIMSHUE TeHETHYECKUX (akTopoB Ha pasButme U TeueHue JIKMII, onpenenenue
MATOTeHETUYECKUX MEXaHU3MOB Pa3BUTHUS 3a00N€BaHMS U OIEHKY MX BIUSHUS Ha
TedeHne U mporHo3. Ctpyktypy ocnoxuenHoro tedenus IKMII onpenemnsror 2
OCHOBHBIE TIPHYMHEL: BHe3amHas cephedHas cMmepTs (BCC) u mporpeccupyromas



XpoHndeckas: cepaednas HemocrarouHocTh (XCH), pedpaxrepHas K JI€UEHHIO.
Dro ompefnenseTr HEOOXOAUMOCTb  pa3pabOTKM  COBPEMEHHBIX  METOIUK
CTpaTH(QUKAINE PHCKa HeOIArONpUSTHBIX KapAHalbHBIX COOBITHH, (aTalbHBEIX
MCXOZOB M IIOMCKA, JOCTYIHBIX B KIMHHUYECKOM MpaKTHKe, IPOTHOCTHYECKHUX
IPEIUKTOPOB PA3BUTHUS HEOIArONPHATHBIX HCXONOB Ha OCHOBE COBPEMEHHEIX
TEXHOJIOTUH.

Juarnoctrka JKMII OCHOBBIBAETCS Ha pesyJsibTaTax
sXOKapAuorpahuyeckoro MeToja BH3yalW3allid cepAla W METoJa MarHWTHO-
pe3oHaHCHOM Tomorpaduu. [nsg NOATBEp)KIOEHUS JuarHoza HeoOXOAMMO
IIPOBOJMUTE MOJEKYISIPHO-TeHeTHUECKOe HcceioBaHre. biaronaps TOCTHKEHUIM
TEXHOJIOTMH CEKBEHUPOBAHUS, B HACTOsIIee BpeMs u3pecTHO Oonee 100 reHos-
kauauaaroB pazsutust JJKMIL, 4To cBHIETeNbCTBYET O TPYAHOCTH MeHEeTHUECKOM
BepH(pUKanuy 3a00JIeBaHMUs.

B Tedenme TmoCIemHWX JIE€T BBEIIOJHEHO MHOMKECTBO MCCIEHOBAHUMN,
HanpaBlieHHBIX Ha H3y4deHHe 3HAauYMMOCTH IPeIMKTOPOB, CIOCOOHBIX YIyYLIHTH
COBpeMeHHEIH momxoxn k crpatudukamu pucka BCC u nporpeccupyronieii CH.
OnHako «uHeabHBIN» TPEOUKTOP C IOATBEp)KIeHWeM BallMIallid BCE elle He
HalJleH, IPONOIDKAIOTCS WCCIeAOBaHMS MHOTOIIapaMEeTPUYECKUX IIOJXOI0B H
CII0cO00OB TIPOTHO3UPOBAHMS HMCXOIOB W TedeHHs 3aboseBaHus. AKTyalbHBIM
ABIISETCS TIPOBENEHMe WCCIeNOBaHWM, HAMpaBIeHHBIX Ha CBOEBPEMEHHYIO
muargoctuky  JKMII ¢ BBICOKMM  PHCKOM  pPa3BUTHS  OCJIOKHEHHH,
YCOBEPIIEHCTBOBaHUe cHucTeMBbl crpatupukanuu pucka BCC u paspabotky
5 hEKTUBHBIX MEP 10 €€ MPO(UITAKTHKE.

Taxum  obpa3om, co3JaHHe — MHIUBUAYAIM3UPOBAHHOTO  HPOGDHUI
3a00lIleBaHMs TAIMEHTA C OLEHKON KIWHUKO-IUATHOCTHUECKUX U MOJIEKYJISpHO-
TeHeTHYECKHUX (bakTopoB, C  OIpeleleHueM CYMMapHOTO  YPOBHJ
WHAWBUIYyalTEHOTO pHCKa HEONaroNpusATHBIX WCXOJOB SBISIETCS aKTyallbHOU
3aadeif  COBpEMEHHOW  KapOWOJOTWH,  pellleHHe  KOTOPOM  ITO3BOJMT
OTITUMU3UPOBATH METOJ TPOQUIAKTUKH U CTPATETUIO JIeYeHUSI.

CTeneHb HOBH3HBI pe3y/bTATOB, MOJY4YeHHBbIX B JHCCEPTALHH, H
HAYYHbIX OJI0KeHH i, BLIHOCHMBIX HA 32IIUTY

CouckaTeneM BBITIONIHEHO OJHOLIEHTPOBOE TIPOCTIEKTHBHOE IISTHIIETHEE
HccllemoBanne Oeopycckoit koropthl marmuenToB ¢ JIKMII, BxmodaBmenr 256
genoBek (207 (81%) myxuun u 49 (19%) xenmmn) B Bospacte 46,02 + 12,9 jert.
124 HepoACTBEHHBIM MalMeHTaM IIPOBENEHO MOJIEKYJISIPHO-TeHETHIEeCKOoe
HCCIIeIOBaHMUE.

KommuiekcHoe oOcnenoBaHue BKIIOUAIO pPYTUHHBIE U COBPEMEHHBIE
JIUArHOCTUYECKMEe METOBI: DX0KapArorpauieckuif, CyTOYHOe MOHUTOPUPOBAHHE
OKI', MarHuTHO-PE30HaHCHYIO TOMOIpadHUIo ¢ OTCPOUYEHHBIM KOHTPACTUPOBaHUEM



rajiolMHueM. BEITIONHEHEI  HeoOXoauMble  NabopaTOpHBIE  HCCIIEOBAHUA
OMOJOrMYeCKMX SKUIKOCTeH M MOJEKYJSIPHO-TeHeTHYeCKoe HCCIe0BaHue
METOJOM  BBICOKOIIPOM3BOMMTENIBHOIO  CEKBEHHPOBAHUA B KOAUPYIOLIEH
TTOCITIEIOBATENFHOCTH 174 TeHOB.

[TormrydeHHBIe pe3yJbTaThl HCCIIENOBaHUS, 00paboTaHHBIE COBPEMEHHBIMU
OMOCTaTUCTHIECKUMU MeTOLaMH, [I03BOJIAIIU 000CHOBATH HOBH3HY
TUCCepPTallMOHHON paboTHI U MON0XKEeHNH, BEIHOCUMBIX Ha 3aIUTY.

CouckareneM yCTaHOBIIEH YpPOBEHb PaclpOCTPaHEHHUs HaCIEICTBEHHbBIX
(Gopm 3aboseBanus cpelu nanueHToB ¢ uauonarudeckoit JKMIL. [lokazana poib
KacKagHOIO CEeMEHHOI0 CKpHMHHMHIAa U TIeHeTHYeCKOr0 TeCTHPOBAaHWUS B
BEIBIISIEMOCTH ceMelHBIX (opMm 3aboneBanmsa. OmnpeneneHBl MPOTHOCTHIECKHE
pazmuuusi Mexnmy cemeiHo u cmopamudeckor JKMII ¢ ©Oomnee Hu3koi
0eccoOBITUHHON BEIKUBAEMOCTHIO TIAITMEHTOB ¢ ceMelHO# dhopMoit 3a001eBaHNMsl.

HccnenosarenieM BIEpBbIE OIpPENENIEH CIEKTP MAaTOTeHHBIX T'e€HETHUYECKUX
BapUaHTOB, CBSA3aHHBIX C CeMeHHOW u cmopagudeckoit dopmamu JKMIIL
Y CTaHOBIIEHO, 4TO IIaTOreHHbIE MyTaluu B reHe LMNA compsbkeHBI ¢ TSHKeIbIM
KIMHUYECKAM TedeHHeM 3a0oeBaHus W SBISIOTCS HE3aBHUCHUMBIM (akTOpoM
PHCKa JIETAJIbHOIO0 MCXO0Ja OT BeeX KapauanbHbIX IpuduH npu JAKMIIL. Jlokazana
BBICOKasl IIPOrHOCTHYEcKass 3HauuMmocTs L[LMNA reHoTuna B JOCTHIKEHUU
KOMOMHHUPOBAHHON KOHEYHOW TOUKM B CpaBHEHHH ¢ oOmiedt koropro#t JIKMII,
TTN-reHoTHIIOM, IPYTHMH F'€HOTUIIAMU U I'€H-HeraTUBHBIMY ITallHeHTAMH.

Hoxazano, uto cemMelnslii anamue3 JIKMII, ckenerHas Muonarus, HH3KUN
BonbTaxk OKI' B OTBe[eHHSIX OT KOHEYHOCTeH M aTpHOBEHTPHKYJSIpHas Glrokana
II-III cT. ABIsAOTCS He3aBUCUMBIMU (paKTOpaMH HaJIMYUs MaTOT€HHOTO TeHOTHUIIA Y
nanueHToB ¢ JJIKMII. Co3spannas 100-OanmeHas mkana sBISETCS MHCTPYMEHTOM
otOOpa MalMeHTOB C BBICOKOW OXHUIAeMOH BEpPOSITHOCTHIO ITOJIOXKHTEIBHOTO
pe3ysbTaTa TeHOTHIIMPOBaHUS.

CouckareneM yCTaHOBIEHO, YTO HaluuWe wMyTanuw TeHa LMNA,
mracToiaryeckor nucynknuu JOK, 3HaumMol mutpansHo# peryprutanuu (MP),
CHMKeHHOH ryobanbHONM IIpofonbHOH cokpatuMmoctd JDK, Hapymenuwe AB
IIDOBEIEHUsI  ABIAIOTCS  HE3aBUCHMBIMH  (DaKTOpaMH  PHUCKa  Pa3BUTHUS
HEeONaronpuaTHBIX ~ KapJMOBACKYJAPHBIX COOBITHH y  TIeHOTUIIHPOBAHHEBIX
namueHToB ¢ JJKMIT.

BriepBrle moka3aHo, 4TO IPEIUKTOPAMH, aCCOIMHUPOBAHHEIMU C PA3BUTHEM
OeicTponporpeccupyromeii CH y nauuentos ¢ JKMII, sBnstoTcs: HapylieHue
COKpaTuTenbHOM QyHKIME mnpaBoro xemymouka (IDK), smaummas MP w
nuactonuyeckas auchynkmus JOK mo nmamHemM sxoxapauworpadun (Dxo-KI),
yBEIMYEeHUe aMIUMTYIbl 3yOna P U CHWKeHHe aMITIMTYIB! 3y0ua R mo JaHHEIM
OKI'. Iloka3aHO, 4TO IATOJOTHMYECKOe 3HAUeHHe II0KazaTelss MHUKPOBOJIBTHOM
- anpTepHalyK 3youa T, cHWKeHHe 3HAYeHHs WHIEKCA TOPMOYKEHHS CepleyHOro



putma (DC), pacmmpenue komiutekca QRS, cHmpkeHue aMIUIUTynsl 3yOua P,
TIATOJIOTHYECKOe KOJIMYECTBO JKENyJIOYKOBOM SKTONHMHM IO NaHHBIM CYTOYHOIO
MouuTopupoBaHus (CM) OKI' saBnstoTcss He3aBUCUMBIMU (DaKTOpaMH Pa3BUTHSA
KU3HEYTPOKAIOIINX ey T0UKOBEIX Taxuaputmuit (JKTA) y manuentos ¢ JJKMIT.
Ha ocHOBaHWH TIONYYEHHBIX JAHHBIX COHWCKarenmeM OBIIH pa3pabdoTaHBbl
MHOT'0()aKTOpPHBIE MOAENH IPOTHO3a B KaIbKYJISTOPEI, I03BOJIAIOIINE OIIPEIeIUTE
BeposTHOCTh pasButusi JKTA cobOertuit u OvicTponporpeccupyromeit CH vy
narpenToB ¢ JJKMII, a co3manaeii Ha WX 0a3e alTOPUTM PHUCK-CTPATHQUKAIIIH,
TI03BOJISIET ONITUMM3UPOBATH BEIOOP MeTOoAa IPOQMIAKTUKN U CTPATETHIO JIEUESHUS
mpu JKMII. Taxum o0pa3oMm, IOIydeHHbIE pe3yJbTaTaMH UCCIeqOBaHMUs
0asupyroTCcd HA JOCTATOYHOH KJIMHHYECKOH 0a3ze, IO3BOJHBIIEH HAa OCHOBAHUH
COBOKYITHOW OLIEHKH C(hOpMYyTHpPOBATh HayUHBIE BEIBOABI U HAyYHBIE IOJOKEHHS,
BBEIHOCHMEIE Ha 3alUTY, HACTOSIIeH quccepTalliOHHOM paboThL.

OGocHOBaHHOCTL H [0CTOBEPHOCTHL BBIBOJIOB H pPeKOMEHJALNH,
cthopMyIHpPOBaHHBIX B JHCCEPTAIHA

Hccnenosanust B quccepranronnoit pabore Kypymko T.B. BeimonHeHb! Ha
JTOCTAaTOYHOM 00BeMe BEIOOPKM MAllMEHTOB ¢ JMJIATALlMOHHONW KapJHOMHOIaTHEH:
cemeifmas ¢dopma 3aboneBaHws BeIgBIeHa y 81 mamuenTta, w3 HEHX 44 C
reHeTHYeCKH AeTepMHHUpOBaHHON (opmoil 3aboneBanus, 37 6e3 reHeTHUECKOM
COCTaBISIOINEM, TakK)kKe B HCCIENOBAaHHE BKIIOYeHBI 175 manueHTOB C
nmuonatudaeckod JAKMII, u3 Hux 153 ¢ reHeTH4yeckd HE JeTEPMUHHPOBAHHOM
dbopmoii 1 22 manuenTa ¢ BRISIBICHHBIMHU ITATOMeHHBIME My TallUsIMH de novo.

BceM marmueHTaMm npoBejieH aHAMHECTHYECKHMHM W reHealloruueckuid (npu
ceMelHBIX (popMax) CKPUHWHT, BEIONHEHO (M3UKaibHOEe O0OCIeHOBaHME, TECT
6-MUHYTHOH  XOObOBI,  WHCTPyMEHTAIbHBIE  WCCIIEIOBAHHSA:  S-MUHYyTHAas
peructparmss OKIT B 12 otBenmeHmsx, cytouHoe wMoHuTOpupoBanue OKI,
KapIHOIyIbMOHAIBHBIH  TECT, OXOoKapAauorpagpuueckoe  HCCIeHOBaHHE C
ompelleleHHeM  KOHeyHo-muactomudeckoro  pasmepa  (KIJI),  xoHeuHo-
cucronmgeckoro pasmepa (KCJI), xoneuno-muactronuyeckoro obsema (KJO),
- KoHeyHO-cucTonuueckoro obowsema (KCO), dpaxmum BeiOpoca (PB) nmeBoro u
npasoro sxenynoukos (JDK, IDK), moxazarens GLS JDK, pasmepoB jneBoro u
npaBoro npexpcepauidt (JII1, TIII), TOMMMHEI MEXIKETYIOUKOBOW IEPETOPOIKH
(MOKII) u 3amueii crenxku JOK B cucrony u AHACTONY, HAIWYHSA AHACTOIHIECKOMH
muchyHkauu muokapaa JOK, ¢paxiun usMeHeHHs TUIOMAIH TIPaBoro KelyI0dKa
(OUII), aMIITUTY B! ABWKeHHUs (UOPO3HOTO KOJIBIA TPUKYCIIHAAILHOTO KialaHa
(TAPSE). BeimonHeHB! Ta00paTopHble aHaIu3bl KPOBH W MOYH, OMOXHMHYECKHIM
aHaAJIN3 KPOBH C OllpejlelleHneM YpOBHEH MOYeBHUHBI, KpeaTHHHUHA, CBIBOPOTOYHOTO
KeIesa, TpaHcheppuHa, bepputuHa, DJIEKTPOIIATOB, YPOBHEH
kpeatiH(ochoxrnazsl (KDK), N-KOHIEBOro IpeAllecTBeHHUKA MO3TOBOIO
HaTpuilypernueckoro nentuna (NT-pro-BNP). 124 mnamuwentam mpoBeneH



TeHeTUYeCKHH  CKpPUHHHT 06pasoB  GYKKANbHBIX KJIETOK C  TOMOIIBIO
MOJNIEKYIIIPHO-OMOIOTMYECKHX W MOJEKyJIpHO-TeHeTHdecKuX Metonos. Ilo
nokazagusaM ocymecTBisuiock KA (¢ menblo HCKIIOYeHHs HIIEMUYECKON
stronoruu 3abonesanus) ¥ MPT uccrnenoBanue cepflia ¢ KOHTPAaCTHUPOBAHUEM
(s omenku o6beMa GUOPO3HOTO TTOpakeHUs MHOKap/a, CTPYKTYPHl U (QyHKIMA
MHOKap/a, ¢ Hellbio quddepeHnHansHoN IHarHOCTHKH CHHAPOMHBIX (DEHOTHUIIOB).

BIu3KuX POACTBEHHHKOB IAIMEHTOB 00CIEeNOBald COITIACHO AlTOPUTMY
IMAarHOCTHYECKOro oOcieaoBanms, NUpuHATOMY paboueit rpynmoit ESC 1o
3aboleBaHUSIM MHOKap[a M Tepukapiaa. ACCUMIITOMHBIE POICTBEHHUKH IIEPBOH
JWHAU  POJACTBA C HOCHUTENBCTBOM  Kay3aJbHOIO CEMEHHOI0 TIEHOTHIIA
obcnemosamuce 1 pas B 1-2 roga B 10-20 metr u 1 paz B 2-3 roga mocie 20-
JIETHEro BO3pacTa ¢ IMocleayromeil peknaccuuKaiei.

CratucTrueckas o0padoTKa TIONY4eHHBIX JaHHBIX IIPOBOIMIACE C
HCTIONIE30BAHHUEM ITaKeTa IPUKIaaHbIX nporpamm Statistica st Windows (Bepeus
10.0, 2011 r.) u SPSS mns Windows (Bepcus 23.0, 2015 r.). ITapamerpudeckue
[I0Ka3aresd, UMeIoIe HOpMallbHOe paclipelelleHne, IIPeACTaBIeHbl CPelHUM U
CTaHIapTHEIM OTKIOHeHHeM (M+c). HemapameTpudeckue KOIHYECTBEHHBIE
II0KA3aTeIl IIPeJICTaBIIeHE MenuaHod u kxBapTwisivu B Bume Me (LQ; UQ).
KavecTBeHHEBIE TIOKa3aTelH ONMCAaHBl abCONIOTHEIMK 3HAYEHHUAMH M JOJSIMH B
nmpouenTax (abc., %). CpaBHeHHe 2 TIpyIIl IPOBONWIM C IIOMOILBIO KpPHTEpHs
- ITupcona u kputepust MaHHa — YUTHH, cpaBHEHHe KOIHYECTBEHHBIX ITOKa3aTelen
B 3 rpymnmax ¢ moMmorneio kputepust Kpyckana —Yomnuca. AHanu3 BEDKHBAEMOCTH
OCYIIECTBISICA ¢ IToMoIIei0 oueHky Karan — Matiepa, onpenensiiach S-JIeTHSIS
KyMYIISITHBHAs BEpPOSITHOCTE MJOXHUTHSA ¢ pacderoM 95% noBepUTeNBHBIX
unTepBaioB ([IM). MHOroakTOpHBbIN aHallu3 IoKa3aTelled, acCOLUUPOBAHHEIX C
pa3BUTHEM HeONaroNpUsITHBIX COOBITHM, IPOBOJMINA Ha OCHOBE PErPEcCHr
IIpoNopLHHUOHaIbHEIX pHcKOB Kokca. [ co3maHWsl NMPOTHOCTHYECKHX MOZENen
UCIIONBE30BAIM  JIOTHCTHYECKHH  perpeccHoHHBIH aHamu3, ROC-amamu3 ¢
noctpoerrieM ROC-kpHBBIX. YPOBEHb CTATHCTUYECKOW 3HAYMMOCTH OLICHUBAJICS
npu p < 0,05.

O6BpeM HcclnefoBaHUul, UCIIONB30BAHHEIE METOAWKH ITO3BOJIMIN KOPPEKTHO
000CHOBAaTh HaydHbIE BBIBOABI [JHUCCEPTALMOHHOM paboTEl. 3akioueHne U
pakTUYecKHe peKOMeHIalMy JOCTOBEPHO OTPaXKalOT IOIyYeHHbIE pe3yIbTaThl.

Hayunasi, npakTu4deckasi, JKOHOMHYeCKasi H COLHAJbHAA 3HAYHUMOCTDH
pe3ynbTaTOB JUCCEPTALIUH ¢ PEKOMEHJAIMAMH [0 HX HCI0JIb30BAHHIO

JuccepranyionHass paboTa BBIIONHEHAa B 1a00paTOpUM MEAUIIMHCKUX
“H(GOPMAIIMOHHBIX TexHoJorui B pamkax jByx TeM HHUOK(T)P: «Pa3zpaborats n
BHEJIPUTh TEXHOJIOTHK JMArHOCTUYECKUX U JIeUeOHBIX MEpONPHATAN I
NAllMEeHTOB C JUIAaTAllMOHHON KapIHOMHOIIATHEH ¢ y4ETOM BBISBIICHHBIX KIHHHKO-
remetudeckux (LMNA) wmapkepoB» (HOMep ToOCyHapCTBEHHOW pervcTparii



0142175) THTII «HoBsle MeTO/BI OKa3aHWs MeAUIIMHCKOM nomomu», 2013-2016
T.; «Brisgsienue JIHK-MapkepoB pHcKa HEKOPOHAPOTEHHBIX 3abosieBaHUM
ceprua» HTII  CorosHoro rocymapcrsa «Pa3paboTka HMHHOBaLMOHHEIX
regoreorpaUueckux M TeHOMHBIX TEXHOJOTHM WIEHTU(UKAUU IHUYHOCTH H
WHIMBULYAILHEIX OCOOEHHOCTEH deloBeKa Ha OCHOBE M3y4YeHUs IeHO(DOHIOB
peruonoB CoOrO3HOIO TOCyJapcTBa» (HOMEp TOCYNapCTBEHHOM perucTpaliiy
20171973), 2017-2021 rr.

[TosyueHHEIe Hay4YHBIE Pe3yJbTaThl 00JIaJAl0T HOBH3HOM M NIPaKTHIECKOH
3HAYUMOCTBIO.

B nmuccepranuonHoi pabote Kypymko T.B. BmepBrle ycTaHOBJIEHA OIS
TAI[HEHTOB C ceMelHo¥ ¢opMoli 3aboieBaHHs B KOTOPTE HMAMOIATHYECKON
JKMII, ompeneneH BKJIaJ KacKagHOTO CeMeWHOTO CKpHMHHHTa U TeHeTHYeCKoe
TECTUPOBaHME B COBOKYITHOW Koropre cropamguueckoit ¢opmer JKMIT B
BBISIBIISIEMOCTH HACIIEJICTBEHHBIX (DOpM 3a00IeBaHuUS.

JlycepTaHTOM JOKa3aHO, YTO MallleHTHl ¢ ceMeitHo# Gopmoit [IKMIT nmeroT
panHmit nebror 3aboneBanus (Me (25%; 75%): 33 roma (25; 43) npotus 43 roza
(34; 48), 6onee momonoit Bo3pacT BozHuKHOBeHUsT PIT (Me (25%; 75%): 39 ner
(28; 47) mpotus 45 ner (36; 52) u Oonee HHU3KYIO S5-IETHIOI OeCCOOBITHIHYIO
BBIJKHBAaeMOCTBIO B CpaBHEHUH co criopaaudeckoit JJKMII.

YcraHoBIIeHB! He3aBUCUMBIE KIMHHYECKHE IIPEAMKTOPE! HACIEICTBEHHON
dopmer [IKMII: cemeitusiii anamues JKMII wiu BCC, ckenernas Muonartws,
Hu3kuit BombTak OKI' w/mnm martomormyeckud Q 3y0erl B OTBEAEHHSX OT
KoHeyHOocTeU (u/unmu otBeneHus: V5-V6) u atpuoBeHTpuKyIsipHas Omokana II1-II1
CT., HA OCHOBaHHMH KOTOPBIX ObUIa co3[aHa IMKajla 0TOOpa MalleHTOB C BBICOKOMN
OXHUIAeMONW BEpPOSTHOCTBIO TIOJNIOXKUTEIBFHOTO pe3yibTaTa TeHOTHUIHPOBAHUS,
ABJITIOIIASCS MHCTPYMEHTOM JUIA AMarHOCTHKU HacleAcTBeHHBIX hopMm JIKMIT.

Brepsele  nokazaHa — 3HauWTeNbHAs ~ TeHETHYecKasi I[eTepOreHHOCTh
Oenmopycckoi rpynnsl namuerTos ¢ JKMII, ¢ unenTudUIMKaiMedl TaTOTeHHBIX
mytarii B 35 renax. B cmekTpe oOHapy)KeHHBIX TI'€HETHYECKUX BapHAHTOB
JOMUHUpPOBAIM MyTallud B TeHax OenkoB capkomepa (38,7%), reHax,
KOIUPYIOIINX Oenku snepHo wMemOpanbsl — mamuabel A/C (18,8%), remax
IIATOCKENETHBIX ¥ TPAHCIIOPTHEIX O€TKOB MOHHLIX KaHanoB 23,7%.

Couckarenem Kypymko T.B. ycranoBieno, uto LMNA reHotun
accouuupoBal ¢ JKTA coOwitusmu, Hapyienrem AB-mipoBenenus, TOTPeOHOCTHIO
B umranTanuu CPT/CPT-I1 u UK -ycTpoicTs, HaTHYUeM CeMeHHOTO aHaMHe3a
kapauoMuonatun wwunun BCC u sBusercss He3aBUCHUMEBIM (DaKTOpOM pHCKa
JeTaTbHOTO MCXO0/a OT BceX KapauambHBIX mpuduH. Hocutemu LMNA Myrtannit
OTIIMYAIOTCS CaMOU HU3KOM 0eCCOORITHITHOM BEIKIBaeMOCTRIO (13,3%) ¢ BEICOKHAM
ypoBHeM (86,7%) HOCTIKeHUS KOHEYHOW TOUKM (JIeTaTbHBIE HCXOABI OT BCEX



KapIHAJTBHBIX TIPUYHH) B cpaBHeHUH ¢ 0bmeit koroproit JJKMII, TTN renotumom,
rprr‘HMH TeHOTHUIIaMH H I'eH-HETraTHBHBIMH NallieHTaMH.

JlokazaHo, uto MyTaiu B rene LMNA, nuactonmudeckas nuchynkuus (E/e’
> 11len.), MP > 3,0 cTenenu, cHIKeHUE TII00ATEHOM IPOLOIBHON COKPATUTEIHEHON
bysxmuu JOK (GS LV < 7,00 u AB-Onmokama 2-3 CTeNeHH SBISIOTCS
HEe3aBUCUMBIMU (aKTOpaMH pPHCKa JOCTIKEHUS KOMOWHMPOBAHHON KOHEYHON
TO4YKH y manueHToB ¢ JJKMIL

OmnpeneneHbl HOBEIE MapKephl pa3BUTHs OblcTpomporpeccupyromeit CH u
BosuukHOBeHHS JKTA y marmumentoB ¢ JIKMII, Ha OCHOBaHWM KOTOPBIX OBLIX
pa3paboTaHbl MHOTOGMAKTOPHBIE MOIENH TPOTrHO3a (KaJbKyJSTOPhI pHUCKa) U
CO3MIaH AJITOPUTM PHCK-CTPATH(GHKAINN, TTO3BOJSIONIMN OIPEIeTHTh BEPOSTHOCTE
pazsutust JKTA coOrrtiit (dyBcTBUTENEHOCTE — 73%, crnermuduyHocTs — 71%) U
osicTponporpeccupyrommeit CH (qyBcTBUTENBHOCTE — 78%, crieruduarocTs — 71%)
y mnanventoB ¢ JKMII u onTuMH3HpoBaTh BEIOOp MeTONA IIEPBHYHOU
- ipodunaktukyd BCC 1 cTpaTeruro Je4eHusl.

[TpakTrdeckass 3HAYUMOCTH pPaOOTHI 3aKIIOYaeTcs BO BHEOPEHHU B
KIWHUYECKYIO TPAaKTUKY METOIOB IIPOTHO3WPOBAHUS Pa3BUTHs HEOIAaronpUsTHEIX
ucxonoB y mnanmeHtoB ¢ JKMIIL IlomydeHnHble B mpolecce BEITOTHEHUS
OUCCepTallMOHHON paboThl HOBBIE HAay4YHBIE Pe3yNbTAThl M OCHOBAaHHBIE HA HUX
MpaKTHIECKHe PEKOMEH/IAIMH TT03BOJAT IOBBICUTE 3()(EeKTUBHOCTE QUArHOCTUKH
u gedyeHus nanueHToB ¢ JKMII. Haywnbsle BBIBOABI [HCCEPTALOHHOIO
UCCIIEIOBAHUSI U TPaKTUYECKHE pPEKOMEHIALMU CBUIETENBCTBYIOT O BBICOKOM
Hay9HOM BKJIaJle COMCKATeNs B pelleH’e aKTyalbHOM 3aadd KapAUOJIOTHH U ero
3HAYMMOCTH B TIOHUMAHHWH IHArHOCTUKH (PaKTOPOB, BIUSIOINUX HA IIPOTHO3 XKU3HU
nanueHToB ¢ JIKMIT.

Pesynprarel  uccnenoBaHWs —BHenpeHsl B PecryOmuku — bemapycs:
«PecrryOnukanckuili HayuHo-TIpakTHueckuii meHTp «Kapamonorus», «l'opoackas
KiHUYeckass OompHuIa Ne 2 1. Munckay, «['pomHeHCKH# ob6macTHOM
KJIIMHUYECKUH KapIHOJIOTUYECKU I LEHTPY, «["'oMensckuii obmacTHOH
KIMHUYECKUH KapIUOJOTHYeCKUH 1eHTp», «bpecTckuii 001acTHON KIMHUYECKUN
KapAUOJOTrMYeCKUi UCIIaHcepy, YTO NoATBepkAeHo 10 akTamMu BHeIpeHusI.

Ony61HKOBaHHOCTH Pe3yJIbTATOB JHCCEPTAIHOHHOIO HCCIeJOBAHHS B
HAYYHOH Ne4YaTH

Ilo Teme nucceprauuu onyOnukoBaHo 62 medaTHble pabOTH:: M3 HuX 21
cTaThs B HaAy4yHBIX KypHajuax, pekomeHmyeMbix BAK, 16 u3 KoTopelx — 3a
pyOesxxom; 38 paboT B cOOpHHMKAX HAYYHBIX TPYIOB, MATEPHAIOB KOH(EpeHIUH U
Te3ucoB JokIanoB (30 u3 HUX — 3a pyOexoM). MUHUCTEPCTBOM 3[IPaBOOXPAHEHNUS
PecniyOsnvku  Benapychk  yTBepKIeHBl 2 HHCTPYKUHH II0 TPUMEHEHHIO:
«HewnBa3WBHBIA MeTOH CTpaTUGhUKAIUN PHCKA BHE3AITHOW CEpIedHOM CMepTH Y



MalMeHTOB ¢ [JWIATAllHOHHON KapauoMuonatHel» - (Ne  rocymapcTBEHHOM
peructparmu 138-1113 or 29.11.2013); «MeTox OLEHKH pPHCKA BHE3AHOH
CEepIeYHOM CMepTH Yy TAlHeHTOB C JWIATAlMOHHOW KapAHOMHOIIATHEN
(Ne rocymapcTBenHoi peructparuu 042-0816 ot 08.16.2016). MeTonsl BHEAPEHEI
B JneuebHO-IpodmIakTudeckue ydpexjaeHus Pecrybmukxu bemapycs. I[lomyden
maTeHT Ha wu300perenne B HaioHaldbHOM ILEHTpe HHTENIEKTYalbHOH
cobereenHocTH Pecmybmuku benapych: «Crioco® MporHO3UpoBaHUS BEPOSATHOCTH
Pa3BUTHsI BHE3AlHOH CepledyHOW CMEpTH Yy TMaIMeHTOB C AWJIaTallOHHON
kaparomuornaTreiy (Ne rocymapcTBenHo# perucrpanuy BY 20759 ot 28.02.2017)

CootBercTBue odopmMieHus Auccepranun TpedoBanusm BAK

HucceprarnuonHas padoTa n3noxeHa Ha 154 cTpaHHIax Ha PyCCKOM s3BIKE,
BKJIFOUAET BBEJECHHE, OOIMYI0 XapaKTepHUCTHKYy pabOoThI, aHATHTHHecKu#l 0030p
TUTEPATypsl, TJIaBy OIMCAaHUS MaTepHasa W METOAOB HCCIIeNOBaHHsd, 3 IJIaBhI
pe3yIbTaToB COOCTBEHHBIX HCCIIEJOBaHUM, 3aKIIO4eHHe, pEeKOMeHJIallud II0
MPaKTUIECKOMY WCIIOIB30BaHIIO Pe3ynsTaros, Oubmuorpadudeckuil crucox (147
HCIIONTG30BaHHBIX HCTOYHMKOB), 62 myOiauKalud aBTOpa, 2 HMHCTPYKLUUA II0
pUMEHEHHIO U npwioxkeHus (A, b).

Odopmirenue nuccepTalioHHOM paboTel U aBropedepara BBHIIOIHEHO B
cootBeTcTBUU ¢ IlocTanoBmennem BAK Pecnybmuxku bemapyce u coriacHo
WuCcTpykumu o mopsiAike OQOpMIEHMS OWCCepTalliM, AUCCepTallid B BHJE
HAyYHOTO JOKNaga, apTopedepara AuWcCepTallid M IMyOMUKaUuMid [0 TeMe
OUccepTanuy, yTBepkneHHo# IloctanoBnenwem Bricmieidt arrecTaliuoHHON
komuccuu Pecrrybnmuku bemapych 28.02.2014 Ne 3 (B pemakiiui MOCTaHOBIICHHUS
Bricmieit artectanmonnoi komuccuu PecrryOnuku benapycs 22.08.2022 Ne 5).

Pykommuce  aBropedepara IMONHOCTBIO  COOTBETCTBYET  COAEPIKAHUIO
IMCCEPTAITMK W BKITFOUAET OOIIYI0 XapaKTepUCTHKY paboThl, MaTepHal U METOMbI
WICCIIEJIOBAHUSI, OCHOBHBIE pE3yNbTATEl, ITOJIOKEHHS, BBIBOJBI, IIPaKTUUIECKUE
 PEKOMEHIaLiH.

CooTBeTcTBHE HAYYHOH KBaJH(PUKALUH COMCKATEIS YYEHOH CTeleHH
KAHAUAATAa MEJHIHHCKUX HAYK

Hucceprauponnas pabora Kypymko T.B. sBiusercs ¢aMOCTOSTEIBHO
BBIMIOJITHEHHBIM ~HAy4YHBIM TPYIOM, II0 CIPYKType, oOBeMy, HOBHU3HE U
NpakTHUYeCKOM  3HAUMMOCTH  IIOJyYECHHBIX  Pe3yJIbTaToB,  OTBEYAIOLIUM
tpeboBanusm BAK Pecnybmuku Benmapych, npenbsBiseMbIM K KaHIUAATCKAM
muccepranusaM. Vcrmonp30BaHHBIE METOABl HCCIENOBAaHUS W CTATHCTHYECKOU
00pabOTKH IOJIyUEeHHBIX JaHHLIX COOTBETCTBYIOT MOCTABJIEHHBIM 3ajauyaM U LeH
IOUCCepTAllMOHHONW pa0oTEl. BBIBOAEI U peKOMEHAAUUU, CHOPMYIUPOBAHHEIE B
ouccepranuy, oOOCHOBaHBI M JOcTOBepHEI. (OCHOBHBIE HaydyHbIE IIOJIOXKEHHUs



IIPOBEIEHHOTO WCCIIEIOBaHUS HMEIOT JOCTaTOYHBIM YpOBEHb ampodalud H
oIy OJTMKOBaHBI B OTKPBITOM IeYaTH.

Yerko chopMynupoBaHHAas Leb U IOCTABIEHHBIE 33Ul JUCCEPTALMOHHOM
paboTel, 00BEM U KOMILIEKCHBIH XapaKTep IPOBEIEHHLIX MCCIeI0BaHHA C
MPUMEHEHWEM COBPEMEHHBIX JAMArHOCTUYECKMX METOM0B, IIPOBEACHHAI Ha
IOIDKHOM YPOBHE CTaTUCTHYecKas 00padoTKa MOMydeHHBIX NaHHBIX, UX aHalIu3 U
KOppeKTHas HWHTEpIpeTalys, BHEIpPEHHe B INPAKTHUYECKOE 3IpaBOOXpaHEHHE
HOBBIX METOJIOB, pa3pabOTaHHBIX Ha OCHOBE IOJyUYEHHBIX HAYUYHEIX PE3YNIETATOB,
OITyONIMKOBAHHOCTh B OTE€YECTBEHHBIX W 3apy0eXHBIX Hay4HBIX H3JaHUIX
CBHETENILCTBYIOT O BBICOKOW HayyHoW kBanmupukanuu Kypymko TaTbaHbl
BaneHTHHOBHEI M €€ COOTBETCTBUM YUEeHOM CTeNeHU KaHIUIaTa MeIHIHUHCKHX
Hayk 1o crenuansHocTH 14.01.05 -xapnuonorus.

3ameuaHus

1. B pabGoTe UMEIOTCS €TUHHYHEIE ONEYaTKH, CTHIMCTHYECKHEe HETOYHOCTH,
KOTOpEIE B OOIeM HUKaK He YMaJIOT JAOCTOMHCTBa paboThl ¥ HE BIHIOT Ha
TIOJy4eHHbIE KOHEUHBIe Pe3yIbTaThl.

3akii04eHHe
HuccepranmonHass  pabora  Kypymko  TaTedHbl — BaneHTHHOBHBI
«JIunaranoHHas KapIXOMHUOIIATHSA : KJIMHUKO-TeMOIMHaMHAYECKHe 5§

reHeTudeckre (QaKTOpPBl Pa3BUTHUS HEONAroNpUSATHBIX HCXOHOB»  OTBEYAET
TpeOOBaHUAM ITYHKTOB 24-26 llonoxkeHHs O MPHUCYKISHHUH YyYeHBIX CTeleHed U
TIPHCBOEHHH YUEHBIX 3BaHWH, yTBep)KIeHHoro YkazoMm [Ipesunenrta PecryOnuku
Bemapyces ot 17.11.2004 Ne 560 (B pemakumu Ykaza Ilpesupenta PecrnyOmuxu
Bemapyce ot 02.06.2022 Ne 190), mnpenbsiBiseMbIM K KaHIHAATCKHAM
IOUCCEPTaLUIM, COMCKaTellh JOCTOMH UCKOMOM CTEIIeHN KaHIUAaTa MEIUIMHCKIX
HayK.

VYuyenass cTerneHh KaHaumaTa MeIULMHCKUX Hayk Kypymko T.B. moxer
OBITH TIPUCYXKICHA 3a:

o ONpefiefieHHe  CTPYKTYPHO-(YHKIMOHAJIBHBEIX U IeHETHYEeCKHX
MapKepoB ceMedHO# u cnopammyeckod ¢opm JKMII, ycraHoBieHHe ypOBHs
PACTIPOCTPAaHEHHOCTH HACIIeICTBEHHBIX (HopM 3aboseBaHysl B KOropTe IalieHTOB
¢ upuomatudeckoit JKMII, BrIsBIeHHE MPOTHOCTHUECKUX Ppa3IUYUdi MEXKILY
cemeifHo# 1 criopaguueckon JKMII;

o BepU(UKALMIO CIEKTpa MaTOTeHHBIX TeHETHYECKUX BapUaHTOB,
ACCOITMMPOBAHHEIX C ceMeiHOH U criopanudeckoi popmamu JJKMII, onpeneneHue
CBI3M HAIMUMS TATOTEHHBIX MyTaluii B reHe LMNA ¢ TsDKeNnbIM KIIMHWYECKHM
TeueHHeM 3a00JeBaHUs W PUCKOM JIETAIbHOIO0 HCXO0Ja OT BCEX KapJIualbHBIX
IPUYWH;



® OmpefiefieHHe  HE3aBHCUMBIX  (AaKTOpOB  pHCKA  Pa3BUTHSA
HeOIaronpUATHEIX ~ KapIHOBACKYJISPHBIX COOBITHH Yy  TE€HOTUIIMPOBAHHBIX
namesTos ¢ JKMIT: mammume wMyTtamuun TreHa LMNA, auacTonuueckon
IUCGhYHKIUH, 3HAUAMONH MHTPANbHON perypruTalliH, 3HA4YUTEIbHO CHHKEHHOW
rinobansHoM mporosibHOM cokpaTuMocth JOK, Hapymenue AB nposenenus;

o BBEISIBJIEHHE HOBBIX IIPEOUKTOPOB, aCCOLMHPOBAHHBEIX C pPa3BUTHEM
6picTporporpeccupytomelt  CH  ®  XKH3HEYIpOXKAIOIIMX  JKEITYJIOYKOBBIX
TaxuapuTMUi y namuesTos ¢ JJKMII;

® pa3paboTKy  MHOTOMAKTOPHBEIX  MOIENel  MporHosa,  OHJAiH
KaJIbKYIIITOPOB, TO3BOJIIOIIUX  OIpPEAeNIUTh BEpPOSITHOCTh  Pa3BUTHI
UIHEYTPOIKAIOMIAX TAXUAPUTMHUECKAX COOBITHH M OBICTpPOIIpOrpeccUpyroleH
CH y maruenTtos ¢ JIKMII;

® CO3MaHWE  aITOpPUTMa  PHUCK-CTPAaTU(HUKALMK,  IIO3BOJISIOIIErO
ONTHMU3UPOBATE BEIOOP MeToa MPOGHUIAKTUKY U CTPATErHIO JIeUeHHs.

3aBenyronmii Kadenpoil BHyTpeHHUX OoesHelt Ne 3

¢ KypcoM GYHKIIMOHATIBHON JUarHOCTUKH

YO «I'oMenbCKuil TOCY IapCTBEHHBIH

' MEIMILHAHCKUAN YHUBEPCUTETY,

NOKTOP MEIUIIUHCKUAX HayK, JOIEHT J.I1.CanuBoHuUK
12.12.2023r. '




