OT13bIB
O(pHIHANBLHOT0 OMIOHEHTA JOKTOPA MeIHIUHCKHX HAYK
Kanmuynosoii Beposr FOpbeBHBI
Ha qucceprauuio KocrapeBoii AHHBI AlleKCaHPOBHBI
« MoJiekyJIsIpHO-reHeTHYeCKHe MeXaHH3MbI PA3BUTHS H/IHONATHYECKOI PeCTPUKTUBHOI
KAPAHOMHONATHH» MPEJACTABJICHHYI0 HA COMCKAHHE Y4YEHOH CTelmeHU JOKTOopa
MEJIUIHHCKUX HayK 1o cneunaabHocTsam: 14.01.05- kapaunosiorus, 03.02.07- reneruxa

AKTya.ﬂbHOCTb TEMbI

AKTyajbHOCTb TEMbI JIUCCEPTALIUU OYEBHIHA, TAK KaK PECTPUKTHUBHAS KapJIHOMHOIATHUS
(PKMII) siBnstercst onHoi U3 Haubosiee peakux (GpopM KapJAHOMHONATHH, a HJIMOMATHYECKas ee
(dopma aMArHOCTUPYeTCsl KpaiiHe peaKo, M3YYCHHE CHEeKTpa IeHETHYECKHX [PUYMH JIAHHOM
(opMBI KapIMOMHOIIATHI JI0 HACTOSINEro BpeMeHH ObUIo 3arpyjHeHo. Hanbosbiieid koroproit
OOJIBHBIX C OXapaKTEePU30BAHHOH T'€HETHYECKOW MPHPOJIOH 3a00JieBaHUsI HA CErOJIHSIIHHI
MOMEHT sIBJIsIeTCs rpymnna 0ojbHBIX W3 uccienoBanus Elliotte P. u coaBTropoB, B KOTOpOi
MCcie/loBaHue MyTaluil Tosnbko capkomepHblx remo (MYH7, ACTC, MYBPC3, TNNI3,
TNNT?2) 6suto nmposegeno B rpymme u3 12 ugenosek (Kaski J., 2008). [Ipu sTromM naHHBIX O
pacrpoCTPaHEHHOCTH JIe(PEKTOB IeHOB OCJIKOB I[UTOCKENETa U SIEPHOU 00OJIOUYKH, a TaKxKe 00
OCOOEHHOCTH TE€HETHYECKHX JICTEPMHUHAHT PECTPUKTUBHON KapJHOMHOIIATHH B  pa3HBIX
BO3pPACTHBIX T[pyIIlax B HACTOSLIMH MOMEHT B JMTeparype He cyuiectByer. [losromy
aKTyaJbHOCTH  I[IPOBEACHUsI  JAHHOIO  HCCJICIOBAHHSI €  HCIOJIb30BAHHEM  MacCOBOIO
MapasijiesIbHOr0 CEKBEHUPOBAHUS - HAaUOOJIee COBPEMEHHOI0 METO/1a FeHETUYECKOr0 aHajln3a — B
rpymrax OOJIbHBIX C Je0I0TOM 3a00JIeBaHHsI B Pa3HBIX BO3PACTHBIX TPyIIaxX MPEACTaBIISICTCS

HECOMHEHHOM.

PKMII sBisiercst HE caMOCTOSATEIBHBIM 3a00JIeBaHHEM, a OIHCATEIBLHO-MOP(OIOrHUSCKHM
TEPMUHOM, XapaKTEPU3YIOUIUM MHOXECTBO BO3MOXHBIX [ATOJIOTHYECKHUX COCTOSIHHH C
NOpaKEHUEM MHUOKap/Ja B Ka4€CTBE BEIYIIEro WM OJHOro u3 cumnromoB. Yacro PKMII Hocur
HACJIEJCTBEHHBIM T'€HETHUYECKH-O0YCIIOBJICHHBIH XapakTep, I[pH 3TOM 3a00JIeBaHHE MOXKET
SIBJISIETCSL YaCThIO 00JIee CIIOMKHBIX HACJICJICTBEHHBIX CHHPOMOB C BOBJICUCHHEM MHOI'MX CHCTEM
u opranos (Baiixanckass T.I'., 2017; [lonoBa, E.H., 2018; Tpetbsikos A.1O., 2018). Hepemxo
renernyecku odycionyieHupie PKMII coyeraiorcst ¢ HelpOMBIICUHBIME 3a00JICBAHUSIMH, TTPH
3TOM KapJAHaJIbHBIH (PEHOTHUIT MOXET OBITH BEJYyUIMM B KJIMHUYECKOH KapTHHE, a IMOopaKeHue
nepudepuyeckux Ml CyOKIMHUYECKHM (JiecMuHonaTiu, jamunonarud) (Araujo-Vilar D.,
2008; Mercuri E., 2005; vanSpaendonck-Zwarts K., 2011). PKMII moxeT sBJISATBCS OJHUM M3
NPOsIBJICHUI OoJie3Hel HaKOIUIeHUsT W MHQWIBTPATUBHBLIX 3a00sieBaHMM, Hanpumep, O00Je3HH
['oure, 6osne3nun Pabpu, remoxpomarosa, Oosiesuu llomre, 6onesnn Heimana-Iluka, a taioke

JacTbO  HACJICACTBEHHOI'O Kap}lI/IO(l)aLII/IaHI)HOFO CUHApPOMaA HyHaHa HJIK T€HCTHYCCKHU



oOyciioBneHHbix  opm ammiounosa (JleonrseBa M.B., 2008; Mensuuk O. B., 2017).
JluddepennuanbHas THMarHOCTHKA PECTPUKTHBHOIO (PEHOTHUIIA CIIOKHA H TPEOYeT IpoBeICHHUS
OOJIBIIOTO KOJIMYECTBA CIICIUAIBLHBIX JIMArHOCTUYECKUX TECTOB M IPOLEY .

Pacmupenue criekrpa reneruueckux npudnH uauonarunyeckoit PKMIT mo3Bosiiio mpeanonarats,
9TO MOJUMOP(QHBIC BAPUAHTHI PsiJia FEHOB MOTYT SIBJISITHCS (haKTOpaMH, aCCOLMHPOBAHHBIMH C
pPa3sBUTHEM JMACTOJHYECKOH JUCHYHKIIMH M PECTPUKTUBHOI'O KPOBOTOKA IPH XPOHUUYECKOM
CepJICYHOM HEJI0CTATOYHOCTH (XCH).HUccneoBaHui0  reHEeTHYECKHX  JICTEPMHHAHT,
ACCOLIMUPOBAHHBIX C PA3sBUTHEM JIMACTOJIMYECKOH JUCOYHKIMH MHOKapja W CepleHHOM
HEJI0CTATOYHOCTh ¢ coXpaHeHHOU (pakuueii BeiOpoca (CHc®B) npu 3aboseBaHusIX cepedHo-
COCYJIMCTOM CHCTEMBI — rureproHuyeckoi Oosiesnu, MBC, auaberuueckoit kapaHornatuu -
MOCBSIIIEHO OrpaHUYEHHOE KoJiM4ecTBO padot.Ilpu sToM acconuanuu reHeTHYecKHX MapKepoB
[P CEPJEYHON HEJOCTATOUHOCTH ¢ HU3KOM (pakiueit Bpiopoca (CHHDB) HeoqHOKpaTHO OBLITH
ocperenbl. [lockonbKy Hajimuyue pecTpukTuBHOro THia kposeHanojHerus JDK npu CHc®B
sBisieTcs: (PaKTOpOM HEOIArornpusTHOrO MPOrHO3a M OMPEACNISACT TEMITbl [POrPECCUPOBAHHMS
aTPUOMErajMi ¥ PUCK Pa3BUTUs HAJDKEJYJ0YKOBBIX HapyuleHHH putma y nauuenTroB ¢ XCH
IPUOOPETEHHOIO I'€HE3a, BBISIBJICHHE IEHETHYECKHX JICTEPMHHAHT, OMPECISIONIMX pPa3BUTHE
PECTPUKTUBHOIO MOP(POPYHKIMOHAIILHOrO THIA [MOPAXKEHUS Ccepaua W JHacTOJUYECKOM
JUCOYHKIMU SIBJISICTCSL aKTyaJbHONH HAydyHOM M KJIIMHHYECKOH 3ajaded, HeoOXOAMMOil B
[PaAKTUYECKOM 3JIPaBOOXPAHEHHUH.

B macrosimee Bpems onpejesieHHEe IeHETHYECKUX Je(EeKTOB, JISKAIIMX B OCHOBE pa3BHTHS
KapJIMOMHUOIATUH BHEAPSACTCS B KIMHUYECKYIO IPAKTHKY C IEJIbI0 MEJIUKO-I€HETHUYECKOro
KOHCYJIbTUPOBAHMUs,  [IPEHATAJLHOW  JIMATHOCTHKM W paHHEHd  MOCTAHOBKH  JIHArHo3a
OeccumnromubiM Hocutenssm Mytauuit (Cypkoa E.M., 2018; Haas J., 2015; Lopes L.,
2015).ITombITKH POBECTH KOPPEISIIHE MEXIy TeHOTHIIOM, (P)EHOTHIIMUYECKHUMHU IPOSIBIICHHSIMU
MyTallUd W IIPOTHO30M 3a00JIeBaHMsI HE IPHBENM K 3HAYUTEJILHBIM pesylibratam. [losromy
UCIIOJIb30BAHKE JIAHHBIX MEHETHYECKOr0 aHajiM3a B KIMHHUYECKOW MPAKTUKE BCE €IIE SBJIIETCS
OFpaHUYEHHBIM M HE II03BOJIIET pa3BUBATh IOAXOJbI IEPCOHAIM3UPOBAHHON Tepanuu. B
HACTOSIIEE BPEMsl B HAYYHYIO M KJIMHUYECKYIO MPAKTUKY BHEAPSETCS CEKBEHHPOBAHHE HOBOIO
IIOKOJIEHHs (MaccoBOe MapajuleIbHOE CEKBEHHPOBAHME), KOTOPOE MO3BOJBIET OJIHOBPEMEHHO
CKPUHUPOBATh COTHH TIE€HOB M HJIECHTU(UIMPOBATH MHOXECTBO MPHYMHHBIX MYyTalHi U
acCOIMUPOBAHHBIX TIEHETUYECKUX BapuaHTOB. llosiBiieHHE BBICOKOTEXHOJIOIHYHLIX METO/OB
CEKBEHHMPOBAHHUS M OIMCAHME KOMIUIEKCHBIX TI€HETHYECKUX JIEPEKTOB IMO3BOJIMIIO BBISIBIISITH
oOuiMe, yHUBepcalbHbIe BHYTPUKICTOYHBIC MPOLECCHI, 00YCIOBIMBAIOIINE PA3BUTHE TOIO HIIU
MHOI'O THIIA JUCPYHKIUH KapIHOMUOIIMTOB U MHOIUTOB. Pe3yibTaToM JIaHHBIX MCCIIEOBAHUII
JOJDKHO SIBUTHCS OIPEJCIICHUE HOBBIX BHYTPHKIECTOYHBIX MUILEHEH, KOTOpbIE, KaK, HArpumep,

P HEHPOMBIIIIEYHON MAaTOJIOTHH, MOTYT CTaTh OCHOBOM JUlsl NEPCOHUPUIIMPOBAHHON Teparuu



JAHHOM TSHKEJION rpyIIbl 3a001eBaHUN. AKTYyaJIbHOCTb JJAHHOH paboThl 00YCIOBICHA HE TOJILKO
M3YUYEHHEM  pACIIMPEHHOrO CHEeKTpa  FEHETHYECKUX MApKEpPOB MPH HIAMOITATHUYCCKON
PECTPUKTUBHOMKAPJIUOMHUOIIATUH, HO M AHAJOTUYHBIX HCCIEHOBAHUSIX MPH JIHACTOJHYECKOM
BapuanTe XCH y GOJBHBIX € PEeCTPUKTUBHBIM MOPQPOPYHKIIHOHAIBHBIM THIIOM —ITOPAYKEHHSI
cepaua. McnonpzoBanue HOBEHIIKMX pa3pabOTOK B 00JACTH FeHOMHBIX HCCIICIOBAHHIA, TAKHX KaK
CEKBEHHPOBAHUE HOBOIO [MOKOJICHHS, TO3BOJIMIIO PACIIHPUTH HAIK MPEJCTABICHHS O CIIEKTPE
FEHETHYECKUX BApUaHTOB, OTBETCTBEHHBIX 3a pazsurHe uauonatudeckoit PKMIL. Baxubim
aBjgeTcs  (pakT MpPOBEACHMs aHAIHM3a MO COMOCTABJICHUIO KIMHHYECKHX JAHHBIX((DEHOTHUIIA) U
JAHHBIX MOJIEKYJISIPHO-TEHETUYECKOr0 HCCIIEIOBAHUsS, YTO  MO3BOJISIET  CHOPMYJIMPOBATH
MPOrHOCTHYECKUE KPUTEPHH, TAKTUKY BEJICHUS UCCIIEIOBAHHBIX MalMeHTOB. CpaBHUTEIbHBIM
aHaJlM3 I03BOJIMJI BBISIBUTH IE€HETHYECKHUE JETEPMHUHAHTBI, ACCOIMUPOBAHHBIC C pa3BUTHEM
JIMACTONHYECKON JUCHYHKIMH M PECTPUKTHBHOrO (pEeHOTHINA, B TpYIIe MalMEHTOB C
XPOHUYECKOHU CEPJICUHOM HEI0OCTATOYHOCTBIO, Pa3BUBIIEHCS HAa OHE THIIEPTOHUYECKO I OOJIE3HH,
MIIEMHYECKOH OEJIE3HH cep/Iiia H/HITH OXHPEHHS], YTO KpailHe BaYKHO JUISl IPAKTUKYIOIIEr0 Bpaya

py IpoBeAeHUH JUPPEPEeHIIHATBHOTO JIHarHo3a.

CreneHb 000CHOBAHHOCTH HAYUYHBIX MOJIOKEHHIT, BLIBOJOB H PEKOMEH 1A {Hii,
copMyJIHPOBAHHBIX B IHCCEPTALIHI

Hay4Hbie 10JIOXKEHHS, H3I0KCHHBIC aBTOPOM B JIMCCEPTALMOHHON paboTe, pe3y/bTaThl
MCCJICJIOBAHUST MMEIOT  BBICOKYIO CTENEHb JIOCTOBEPHOCTH M apryMEHTAlMHC yYeTOM
MHOIOrPaHHOCTH, 00BEMA U IIyOUHBI 00Cie/I0BaHusl BLIOOPKHU OOJIBHBIX IPYIIIBI H3 35 YeJIOBEK
¢ upmonatuveckod PKMII u 334 wdenoexk wumeromux CHc®B u  BblpakeHHBIMHE
JIUACTOJIMYECKMMH HApyUIEHUSMU C [TOCJICAYIONEH MOJIHONEHHON CTaTHCTUYECKOH 00paboTKOM
['pynmner chopMUpOBaHBI COMNIACHO KPHUTEPUSIM BKJIIOUCHHSI, YTO MOTPeOOBATIO paCIUPEHHOrO
obcneoBanust it uckirouenust  Qenokornuit  PKMII, ompesgenena KoHTpoJibHAs IpyIia
3JIOPOBBIX A0OPOBOJIBLEB. Y MALMEHTOB MPOBEJICHO KOMILIEKCHOE KIMHHUYECKOE 00CIICI0BAHKE,
COBPEMEHHOE MOJIEKYJIIPHO - T€HETHYECKOE HCCIICJOBAHKE, BKIIFOYAss CEKBEHUPOBAHHE HOBOIO

ITOKOJICHHSI.

[Tosryuyennblit MaTepuasl 00paboTal ¢ MPUMEHEHHEM HEOOXOJIMMBIX METOJOB CTATHCTHYECKOIO
aHajM3a, 4TO IO3BOJIMJIO aBTOPY c(hopMysMpoBaTh OOOCHOBAHHBIC BBIBOJIBI M IPAKTHYECKHE
pexoMeniaiuu. JlocToBEpHOCTL obecreunBaeTcss MHOrooOpa3ueM TMPUMEHSIEMbIX METOJIOB,
COOTBETCTBYIOUIMX LIEJIH U 3aja4aM HCCIICIOBAHUS], CTATUCTUYECKON 3HAYMMOCTBIO PE3yJIbTaTOB,
COTJIACOBAHHOCTBIO MOJIYYEHHBIX JIAHHBIX M HMEIOU[UXCS Pe3yJbTaTOB KIMHHUUCCKUX U
OKCHEPUMEHTANIbHBIX HCCJICJOBAHHI MO TEME JIMCCEepTallHu. OcHoOBHbBIE  pe3yJIbTaThI

JUCCEPTALTUOHHOI0 HUCCIICHOBaHUs IMPCJCTABIICHBI B BHJIEC JOKJIAJ0B Ha pOCCMﬁCKHX H



MEX/TyHAapOJHBIX HAayuyHbIX KOH(pepeHUMsX u cumnosuymax: Konrpeccosl Esporneiickoro
O6mectpa Kapauomnoros (2009-2018 r.), Poccuiickuii HalOHAIbHBIA KOHIPECC KapHOJIOrOB
(2010-2018 r.), Koudepenuu paboueii rpymmbl EBpomneiickoro O6mectsa Kapauosioros 1o
3abosieBanuamM Muokapaa u nepukapaa (2010-2018). Pesysnbrartsl juccepTanidoHHON pabOTHI
BKJIFOUCHBI B OTYET O Hay4YHO-HccIeoBaTebekoit padore ®I'BY « HarmonanbHbIH Me TUIIMHCKHIA
HCCIIeIoBAaTeIbCKUM  1eHTp uMmeHn B.A. AnmaszoBa» Munsapasa Poccun 1o teMme
rocyiapcTBentoro 3aganus «Co3jlaHue TECT-CUCTEM JUIsI BBISBJICHHsS 3a00JIEBAHUN CEpPAEYHO-
COCYJTUCTOH CHUCTEMBI HacjieJcTBeHHOW npupoisl» 2012-2014 rr., «Pa3paboTka HOBBIX
MOJICKYJISIPHO-TEHETUYECKUX OJXOM0B JUIsl JTHATHOCTHKM KapJAHOMUOIATHH ¢ LEJIbIO Mo 00pa
nepcoHu(pUIMPOBaHHON Tepanuu U OueHKU rporuoza» 2015-2017 rr., «Paspaborka mMeTo 0B
peIaKTUPOBAHHMS TEHOMA IIPU HEHPOMBIIIEUHBIX 3a00JICBAaHUSX B COYCTAHHU C I1aTOJIOTHEH
cepliedHo- cocyauctoi cucremby» 2015-2017 rr. [lo pesynbrataMm uccieoBaHus oy OJIMKOBAHO
35 MOJIHOTEKCTOBBIX MEYATHBIX PabOT KaK B OTEUYECTBEHHBIX, TAK U B 3apyOekHBIX H3IAHMIX,
BKJIIOUEHHBIX B «llepedeHn BeyUX pelieH3upyEeMbIX HayUHBIX KYPHAJIOB U M3JIaHui» Beicuieii
Arrecranmonnoit Komuccuu npu Munucreperse oOpasoBanus u Hayku Poccuiickoii Denepanuu
1 Oonee 20 Te3UCOB B COOPHHKAX TPYJIOB HAYYHBIX KOH(EpeHUHii. Pe3ynbTaTel HCCIen0BAHUS
BHEJIPEHBI B [IPAKTHYECKYIO paboTy U yueOHbIi npouece ®I'BY «HauuonanbHblii MeIMIIMHCKU T
HCCICIOBATEILCKUIM LIEHTP uMeHH B.A. AnmazoBa» MunzapaBa Poccuu, QHarHOCTHYECKUN U
neueOnbiit npouece nonukuaukd OI'BY «HanmonanbHblii MeAUIMHCKHE HCCIIE10BATEIbCKHU

HeHTp umenu B.A. AnmaszoBa» Munsnpasa Poccun.
Hayunasi HOBH3HA [10JIyYE€HHBIX Pe3yJIbTATOB

Hayunas HoBH3HA JuccepTalHOHHON pabOTHI 3aKIIOYAETCA B TOM,YTO MOJyHYEHBI JIAHHBIE O
CIEKTPE MeHETUYCCKHX MMPUYMH, MPUBOJAIIMX K pa3BuTHIO Hauonatuuyeckoit PKMIL. C yuetom
PEIIKOCTH HCCJICyEeMON MATOJIONMKM M CIIEKTPa M3Yy4YEHHBIX I€HOB JIaHHAs BHIOOPKA SIBJISIETCS
HauOOoJBIIEH reHeTHYeCKHU-0XapakTepu3oBanHoil rpymnmnoit PKMIT u3 Becex mpeacTaBieHHBIX B
Hay4yHOU Jurepatype. OnucaHbl HOBbIE OCOOEHHOCTH KIMHHYECKOTO TEYEHHSI W IPOTHO3a
3a00JIeBaHUs Y MMALHEHTOB HIHOMATHYECKON PECTPUKTUBHONKAPIMOMHOINATHEN B 3aBHCHMOCTH
OT TeHOTHIIa W Bo3pacta Jebiora 3aboseBanus. [lpojeMoHCTpUpOBaHA IMOTEHIUATLHAS
BO3MOHOCTh HCIIOJIb30BaHus IKaj onpenenenus nporunoda XCH B rpynmne maneeHTOB ¢
U/THOMIATHYECKON pecTpuKTHBHONWKapuomuonatueid. [lokasano Beaymiee 3mauenne PIT kak
(axropa, ONpeJesIONEro MporHo3 MalMeHTOB ¢ W3ydaemMoi mnatosiorueil. Ha ocHoBanuu
[IPOBEJICHHBIX HMCCJICJOBAHUN C HCIIOJL30BAHUEM IOJAX0JO0B MAacCOBOIO MapasuiejbHOrO
CCKBCHHPOBAHHUS [MOJIYYEHbl HOBBLIC JAHHBIE O T'EHETHUYECKUX [MPUUYMHAX HIUOIMATUUYECKOM
PECTPUKTUBHOMKAPIMOMHOIIATHH, ACCOIIMMPOBAHHON C HEHPOMBIIICUYHON HATOJOIHEH, a TaKKe

BIICPBBIC OITHCaHa KIIMHUYCCKas ([)opma 3a00JIeBaHusT C panHuM Jie0roToM 3a0oJieBaHHsT B



COYETAaHUU C BPOXKJICHHOW muoraruedd Ha ¢oHe Mmytauuid rena ¢uiaamuna C (FLNC).
[IponemoncTpupoBana Bejymias pojib MyTaimuid B rexe FLNC cpeld HpUYMH pa3BUTHS
UIMOIIATUYECKON pecTpUKTUBHOKKapuoMuonaTtuu. VaentuduinpoBanbl HOBbIE F€HETHUYCCKUE
Mapkepel — mHojauMopdHble BapuaHThl reHoB MADD wu RBM2(0, accouMupoBaHHBIC C
JUACTONMYECKON JUC)YHKIMEH, KOHIEHTPUYECKOH TurepTpoueii MuOKapia H cepjeyuHoi
HEIOCTATOUYHOCTBIO C COXpaHEeHHOW (pakuueit BpiOpoca. [losyueHbl HOBbIE JAHHBIE O BIIHSIHHH
MyTaluil reHa JecMHHa Ha ()yHKIHIO KIIETOUHOTO JIBIXaHHUSI, MUTOXOH/IPHAJIBHBIN 3aXBAT KaJIbIIHSI
U npoaykuuo ATO.

[TosyueHbI HOBBIE JJAHHBIE O BIUSHUM MYy TallMi MeHa JICCMHHA HA (DY HKIIHIO KJICTOYHOrO JIbIXaHHUS,
MHUTOXOHAPHAJIbHBIN 3aXBaT Kajablus U poaykiuio AT®. Brepplie mokazaHo BIHsHHE My TallUi
reHa  JaMuHa Ha  auddepeHnnpoBKy CTPOMAIBHBIXMYJIbTUITOTEHTHBIX KJIETOK-
[PEJIIECTBEHHUKOB B MUOIEHHOM, OCTEON€HHOM U aJIMIIOTEHHOM HaIlpaBJICHUSX, a TakKKe
[POJEMOHCTPUPOBAHO HAPYLIEHUE DIUICHETHUYECKOH pEeryJisiiid CTPOMAaJIbHBIX CTBOJIOBBIX
KJIETOK I10JI BJMSIHUEM MYTallUi B reHe JlaMuHa. PackpbIThl HOBbIE MOJIEKYJIIPHO-T€HETHUYECKHE
mexaHusmbl BiausHUsT mytaiii R170G u R170W B rene tpononuna | Ha 4yBCTBHTEIBLHOCTH
COKPATHTEJbHBIX MHO(HIAMEHTOB K HOHAM KaJbllMs M IMOKa3aHa posib Oejika MYBPC3 B
peanuzanuu >¢pdexra qanHpIX MyTanuid. [IpoBejeHHOE MHOTOCTOPOHHEE HCCIIEOBAHUE, B TOM
YHUCJE M MOJIEKYJISIPHO - TEHETHYECKOE, €ro  pe3yJbTaThl  [MO3BOJIHIIM  chopmMysIMpoBaTh

[IPOTHOCTHYECKHUE KPHUTCPUH Y OO0JIBHBIX
HpaKTl/l‘leCKaﬂ SHAYUMOCTD IMPOBEACHHOI0 HCCJICIOBAHHU S
HpaKTI/l‘{CCKaH 3HAYUMOCTD pa6OTbI HCCOMHCHHA U OIIPCICIICHA B IPAKTHYCCKHUX PECKOMCH TALIHUAX:

l.IlanmeHTOB € AE0IOTOM HMIUONATHYCCKON PECTPUKTUBHON KapIAOMHOIATHH B BO3paCTe
JI0 5 JIET, MalUEHTOB C PECTPUKTUBHOU KapJAMOMHUONATHEH Ha (OHE MATOrEHHBIX U BEPOSITHO-
[IATOr€HHBIX BAPUAHTOB B I'PYIIIIE CAPKOMEPHBIX T'€HOB, a TAKXKXE MAI[MEHTOB C UJIMOMATHYECCKON
PECTPUKTUBHOMKAPJIUOMHOIIATHEH,  OCJIOXKHEHHOM  MOCTOSIHHON — opMoil  puOpUIUISIIUN
npeJcepuil, pPeKOMEHJ0BAHO paccMaTpuBaTh B Ka4yeCTBE MOTCHIHAIBHBIX KaHJMIATOB JUIS
IIPOBEJICHHS] OPTOTOIMYECKOW TPaHCILIAHTAI[MH Cep/Iiia.
2. JIns oueHKH pHUCKa pPA3BUTHsI JIETAJIBHOINO HCXOJIA BCJIEJICTBHE XPOHHYECKOW CepieHHOi
HEJOCTATOYHOCTH B TEYEHHE roja y  [AUUEHTO  WJIMONATHYECKUMH  (opMaMHu
PECTPUKTUBHOMKAPAMOMMOIIATHH BO3MOXKHO HCIIOJIb30BaHUE IMpOorHocTuyeckux kan SHEM,
MAGGIC, 3C-HF u MUSIC.
3. B xauyectBe Haubosiee MHPOPMATHBHOM HIKAJIBI OLIGHKH PUCKA PA3BUTHS JICTAILHOI'O HCXOJIA Y
MalKEeHTOB C MIUONATUYECKUMU (POPMAMU PECTPUKTHUBHOM KApAMOMHUOMATHH PEKOMEH/IOBAHO

ucrnosp3oBanue mrainl 3C-HF.



4. B rpynne NamMeHTOB C MIUOMATHYCCKUMH (OpPMAMH PECTPUKTHUBHOMKAPAMOMHUONATHH
1eJecoo0pa3sHo MPOBEJICHHE OLIEHKH PHCKA Pa3BUTHS JKEIYJOUYKOBBIX HAPYIICHUM pUTMa U
OIpeJIe/IeHHe MOKa3aHWH K CBOEBPEMEHHOH YCTAaHOBKE HMIUIAHTHPYEMOIO KapJHOBepTepa-
nepudbpusuisTOpa.

5. JInst OUEHKH CEeMEHHOro aHaMHe3a M OIpeJIeSICHHs] CEMEHHBIX CliydaeB 3a00JIeBaHM sl y YJICHOB
CEMEN MalUEeHTOB ¢ UAUONATHYECKUMHU (POpMAMH PECTPHUKTHBHONKAPIHOMUOIIATHH B KaYECTBE
MPU3HAKOB  IPOSABJICHUA  3a00JIEBaHUsI  PEKOMEHJIOBAHO  paccMaTpuBaTh HE  TOJBKO
PECTPUKTUBHYIOKAPJIMOMHUOIIATUIO, HO M HAJIMYUE BPOXKJICHHBIX [MOPOKOB Cepjla, HapyIICHUI
pUTMa M [IPOBOJMMOCTH, a TAK)KE IPU3HAKOB HEKOMITAKTHOTO MHOKAp/ia JIEBOT'O MKeJTy JIOUKA.

6. JInst yTOYHEHHSI CTENCHH BOBJICUCHHUS B [IATOJIOTHYECKHH POLECC HEHPOMBILIIEYHOH CHCTEMBI
nmanMeHTaM ¢ WAMONATHYeCKUMU  (OpMaMHM  PECTPUKTHBHOUKAPAMOMHONATHH  [OKA3aHO
[POBEJICHUE JIETAJIBHOIO HEBPOJIOTMYECKOrO OOCIIEAOBAHUS, BKIIIOYAIONIETO KIMHUYECKY IO
OLEHKY,  DJIeKTpoHeHpoMuorpaduio U OmpejesieHHe  ypoBHs o0  paxuuu
KkpeaTHH(POCHOKUHAZBI TPU OHOXUMHUYECKOM HCCIICI0OBAHUM.

7. Jis yTOYHEHMs CTENEHH BOBJICUCHMS B MATOJOIMYECKUH MPOILECC CepIeYHO-COCYAUCTOM
CHCTEMBI MalUEHTaM C BPOXJIEHHBIMH M [E€HETHUYECKHU OOYCJIOBJICHHBIMH (OpMaMH MHOITATHIA
MOKa3aHo MpoBejeHre cyTouHoro mounutopuposanuss DKIT u DxoKI' ¢ gomnmuiepoBckum
AHAJIU3OM.

8. Ilammentam c¢ wujauomatHueckuMu (HOpMaMU PECTPUKTHBHOUKAPAMOMHUONATHH [TOKA3AHO
MPOBEJAEHUE HIMPOKOrO0 TEHETHYECKOro O0O0C/eOBaHUs I YCTAHOBJICHHS JTHOJIOTMYECKOMN
MPUYKMHBI 3a00JIEBAHUS U TTOCIIETYIOIIEr0 KACKaIHOIO CKPHHUHIA YIEHOB CEMbHU IIPoOaH/ia.

9. Jlnst yCTaHOBJICHUS F€HETHUCCKOW MPUYMHBI 3a00JICBAHUS MALUEHTAM C MIMOINATHUYECKUMHU
(opmamu pecTPUKTUBHOMKAPIHOMHONATHH TOKA3aHO POBEICHUE FEHETHYECKOTO TECTHPOBAHHSI
METOJOM MAacCOBOr0 MapajUIeIbHOIO CEKBEHHPOBAHUSI C HCIOJIb30BAHUEM LEJIEBBIX IaHENIeH
[CHOB.

10. JInst ycTaHOBJICHUSI TEHETUYECKOM PUYMHBI 3a00JICBAHUS Y MALMEHTOB € UIAUONATHYSCKUMHU
dopmMamMu  peCTPUKTUBHOHKAPIMOMHUOIIATHH HE MMOKA3aHO HCIOJIb30BAHUE CEKBEHHPOBAHMS 10
meroay Cenrepa, a TakxKe MMPOBEJICHHE IMOJIHOIK30MHOTOCEKBEHHPOBAHKS B KAUECTBE METOIOB

<<nep130171 JIMHUW) JJHAIlHOCTUYECKOI'O ITOHUCKA.

[Ipencrapiennple  KIMHUYECKME M MOJICKYJISIDHO - TIEHETHUCCKHE KOPPENSIMH TeUYeHUs
PECTPUKTUBHOMKAPIMOMHONATHEH B JIETCKOW M B3pOCIION rpynnax HAlHEHTOB MOTYT OBITh
MCIIOJIB30BAHbI JUIsl ONPEJIEJICHUs] IPOrHO3a 3a00JIeBaHUSI U [TOKA3aHUU JUISI IPOBEICHUSI MEIUKO-
FCHETHYECKOI0 KOHCYJILTHpOoBaHus. OnucaHHasi BIepBble KIMHUYecKas Gopma 3abosieBanus B
COYETAHHUHU C BPOXKJICHHOW MUONATUEH PACHIMPSICT CIIEKTP U3BECTHBIX HA CErOHSAIIHHUNA MOMEHT

dopm puaMHHONATHH M KapJMOMHONATHH ¢ HEHPOMBILIEUHON CUMIITOMATHKON, YTO HMeEeT



IpaKTHYeCcKoe 3HaYeHue Juist JuddepeHanbHO-JHarnocTnyeckoro nmoucka. C y4eTom BbICOKON
4acTOTBl COYETAHUSI MJUONATHYECKON pPEeCTPUKTUBHOHKAPJIUOMHONATHHC HEHPOMBIIICYHBIMU
3aboneBanusMu (29%), B pabore oO0OCHOBaHA IE/IECOOOPA3HOCTE MPOBEJACHUS PACLIMPEHHOIO
HEBPOJIOTMYECKOr0 00CIIeIOBAHUS IMAIIMEHTOB C OLIEHKOH (DYHKIHH CKEJIETHOH MYCKYJIaTyphbl.
BreisBiIeHHBIH BBICOKUI PUCK Pa3BUTUSI CHHAPOMA BHE3AIHOM CMEPTH B HM3y4aeMOM TCpylire
[MAMEHTOB, ACCOLMUPOBAHHOM € MyTalMsMH B reHaXx OENKOB capkoMmepa, 000CHOBBLIBAET
HEOOXOAUMOCTh pa3pabOTKH CHEIHMAIBHBIX [OKA3aHHH JUIS HUMIUIAHTALMH KapIHOBEpTEpa-
neubprsTopa B JaHHOH rpyrine nanueHToB. [Ipe/uioxena cxema reHeTHIeCKOM JIMarHOCTHKH
y HMAallHEHTOB C MJAMOINATHYECKOH PEeCTPUKTUBHON KapIMOMHOMATHEH, 00OCHOBAHBI MOKA3aHUs K
€€ HCIIOJIL30BAHUIO W MPUHIHUIIBI €€ [PUMEHEHUs. BbISBICHHbIC HOBBIC MOJCKYJISIPHBIC H
KJETOYHBIE MEXAHU3Mbl Pa3BUTUS PECTPUKTHUBHON KapJHOMHUONATHH, ACCOLMHPOBAHHON C
MyTalMsMH B I€Hax JIECMHUHA, JAMHHA M TPOIMOHUHA, MMEIOT CYIIECTBEHHOC 3HAYCHHE JIIsI
pacluMpeHus  HpPEJICTAaBJICHUH O  [AaTOreHe3e  IEeHETHYECKU-O00YCIOBICHHBIX  (hopM
Kapauomuonatuii. OnpejesieHue reHeTHUECKUX JIETePMUHAHT, aCCOIMUPOBAHHBIX C PA3BUTHEM
CEPJIEYHON HEJOCTATOYHOCTH € COXpaHEHHOH (paxiuel BbIOpoca B HccieqyeMOil Koropre
[AaUMUEHTOB, MOATBEP)K/IAET 3HAUYCHUE T'E€HETUYCCKUX IPEAUKTOPOB B PA3BUTHH JIMACTOJIMUCCKOM

JIUCYHKITHH.

Ouemca CoACpKAHUS U O(l)OpMJICIl“H AUCCEPTANMI

Juccepranust KocrapeBoii A.A. mocTpoeHa B TpaJIMIIMOHHOM CTHJIE, H3JI0eHa Ha 3 14 cTpanuiax
[ICYaTHOIO TEKCTA, COCTOUT U3 BBEACHMSI, OJIMHHAATH [J1aB, 3aKJIIOUYEHHUsI, CIIUCKA COKpAIICHHH
M yCJIOBHBIX 0003HAYEHHUH, CIIUCKA JINTEPATYPbI, BKITIOUAIOIEro 446 HaMMEHOBAHH, B TOM YHCIIE
395 — MHOCTpAHHBIX aBTOPOB, M CIIHCKA MJUIIOCTPATUBHOrO Matepuaia. OCHOBHBIE PE3y/IbTaThl
npejcrasiieHbl B 43 Tabnmuuax u 54 pucyHkax, opOpMIIEHHBIX COOTBETCTBEHHO TPEOOBAHUSIM K

0(hOPMIICHUIO JIUCCEPTALMOHHOIO MaTepHala.

B nepsoii riaase «0030p surepaTypbi», cOCTOSINEH W3 BOCBMH IOJIJIAB, MPEICTABICHBI
JIUTEpaTypHbIC JTAaHHbBIE OCOBPEMEHHOM COCTOSIHHH U3y4aeMOM I poOIEMbL:
PecrpukTuBHaskapIMOMHONIATHSI U CHEKTP TCHUTHYECKUX [PUYHMH;  KapAMOMHONATHH |
HEUPOMBIIICYHBIE  3a00JIEBAHUS; OCOOEHHOCTH TEYEHHsI CEpJICYHOW HEJOCTATOYHOCTH U
nporHos  juis nanueHtoB ¢ PKMII;  MosnekyssipHble  MeXaHU3Mbl  KapJIHOMHOMATHI
accouuupoBanHbix B rene jgecmuHa(DES), B renme sammna A/C (LMNA), cepiedHoro
tpononunal (TNNI3); posib reHeTHUECKUX IETEPMUHAHT B Pa3BUTUH PECTPUKTHBHOIO (PEHOTHIIA
" JIMACTOJIMYECKOH JUC)YHKLMH, OXapaKTepU30BaHbl MEPCHEKTHBBI  JAIBHEHINNX
uccienoBanuiiB  mpejictaBleHHOM — MaTepualie  [OKa3aHa — HEOOXOJIMMOCTH — H3y4YeHHs

PECTPUKTHUBHOIO  MOP(GOPYHKIHOHAIILHOIO THUIIA TMOPAKEHHsI Ccepjlla Ha KIMHUYCCKOM,



PEHETHYECKOM M MOJIEKYJSIDHOM — YPOBHSIX, 4YTO JIA€T BO3MOXHOCTb C(OPMYJIMPOBATH
nrddepeHIHanbHO - JMArHOCTHYECKHE U IPOrHOCTHYeCKHe KpuTepun y 0osbHbIX ¢ PKMIT u
CHHJIPOMOM PECTPUKIIUH, TIIATEIHLHO OLEHEHB! YK€ HU3BECTHBIC IMPOrHOCTHYECKUE IIKAJIBI MIPH
cepjiedHoit  HegoctarouHocTd.  Yerko  chopMysMpoBaHbl  MEPCHEKTUBLI  JAJBHEHIINX

HCCJICIOBaHUM.

Bropas riaBa «MaTtepuajbl U METOJAbI HCCACJAOBAHHA» ITOCBSAIIEHA METOIUYECKON
qacTH.  ToiaresibHO — MPEJICTABJICHBI:  KIMHHYECKAas  XapakKTepUCTHKAa  OOJIBHBIX €
PECTPUKTUBHOMKAPIMOMHONIATHEH M XPOHMYECKOHW  CEpIACYHOH  HEJOCTaTOYHOCTH €
PECTPUKTUBHBIM (PEHOTUITOM, a TAKXKE MPUHLHKIIBI (OPMUPOBAHHSI TPYIIl HUccleayeMbiX. B 26
MOJIrJIaBax IMpEJICTaBIeHa XapaKTepUCTHKa METOJIOB U MOJXOJ0B, HCIIOJb30BAHHBIX IIPH
[IPOBECHHH JIAHHOTO MHOIOCTOPOHHEr 0 UCCIIEI0BAHUS, IPEKIE BCETO IS OLEHKU PE3YJILTATOB
MOJIEKYJISIPHO- T€HETHUYCCKMX UCCIIC/IOBAHU, BKIIIOYAs CEKBEHHPOBAHHE HOBOI'O MOKOJEHHS. B
MoCJIe/IHe TMOJIrJIaBe  MPEJCTABJIICHbl  CTATUCTUYECKHE  METOJHUKH, HCIOJIG30BAHHBLIE [IPH
obpaboTke maHHbIX: Ouenka [1L[P B peasibHOM BpeMeHH, JAHHBIX TEHOTHIIMPOBAHUS U CPABHEHHUE
4acTOT €MHUYHBIX HYKJICOTHIHBIX MOJIUMOP(PU3MOB, PUCKA U UCXOJAa XPOHHUUECKON cepieuHon
HEJIOCTATOYHOCTH C MPUMEHEHUEM pacdeTHBIX Hikayl. Kaxxaas U3 MCIOJIb30BaHHBIX METOJHUK B
pabote Obula YeTKo c(OpPMYJIHPOBAHA M €€ MCIOJIL30BAHUE B IPOBEJACHHOM HCCJIEAOBAHUM
obocHOBaHO. Mcrmosb30BaHHBIE METOJMKH CTATUCTUYECKOTO aHAIM3a HE MO3BOJISIOT Y COMHHUTHCS

B JOCTOBEPHOCTHU IMOJIYYECHHBIX PE3YJILTATOB.

«Pe3ysibTarbl Mcc/IeI0BAHUN», YUUTHIBAs UX O00BbEM IPEJACTABIICHBI B IVlaBaX C TPETLEH I10
JIeBSTYFO. [ 7TyOMHa BCECTOPOHHET 0 HCCIIe/I0BaHuUsI OOJIbHBIX, [IOJIyYEHHBIE PE3YJIbTAaThI, COrJIACHO
[IOCTABJIEHHBIM 3aja4aM, MOTpeOOBaIM TIIATEIHHOr0 U AUGPEPECHIUPOBAHHOTO X OIMCAHUS.
CrielyeT OTMETHTHh YeTKOCTh M JIAKOHUYHOCTH HM3JIOKEHHUSl MarepHalia, MOJyYeHHbIE JIaHHbIC
MPEJICTABJICHBI B CEMH IMOJHOLCHHBIX JIaBaX JIUCCEPTALUU, COOTBETCTBYIOIUM IOCTABICHHBIM
3a/1ayam: I'naa3. KJIMHAYECKAst XapaKTepUucTUKa MalHeHTOB c
HJIMOTIATHYCCKOMpeCTpUKTUBHONKapimomuonarueit;  [nmasa 4. ['eneTnyeckuit  CIEKTp
HJIMOTIATHYECKOW pecTpUKTHBHOWKapauoMuonartuu; [nasa 5. MccnenoBanue reHeTHYECKOH
sruosiornd PKMIT B codyeranuuc npu3HaKaMu MOpaKCHUsIHEHPOMBILIeUHOHCHCTEMBI; [ 1aBa 6.
Pa3paborka ONTHMAJILHOU CXEMBbI reHeTHYECKOU JIMArHOCTHKUY MaleHTOB
cumonarndyeckoiPKMII; ['maBa 7. W3ydyenue MOJIEKYJISIPHO-TEHETHYECKUX MEXaHH3MOB
pa3BUTHSAKAPJIUOMHOINATHI, ACCOUMMPOBAHHLIX € MyTalUsMH reHajecMuHaDES; I'naba 8.
N3yuenue MOJIEKYJISIPHO-T'€HETHUECKHX MEXaHHU3MOB pa3BUTHSIKAPAMOMHUOIIATHH,
aCCOLMUPOBAHHBIX ¢ MyTanusmureHalMNA,; I'napa9. M3ydeHue MoJIEKyISIPHO-TEHETHYECKUX
MEXaHHU3MOB  Pa3BHTHSIKApJUOMHONATHH,  ACCONMUPOBAHHBIX €  MyTalUUsIMH  IeHa

tporonunal(TNNI3)206. ITosydennbie pe3ysbTaThl MO3BOJISIOT 10 HOBOMY OLIEHUTB HIPOOJIEMY



PECTPUKTHBHOIO mopdodyHKIMOHATBEHOTO  THIIA [IOPaYKEHHSI cepaua, 3HAYUMOCTH
JMACTOJIMUECKUX HApYIICHHH B $opMHUpPOBAHUH KIMHUYECKOM KapTHHBI M IPOrHO3a € yIETOM
MOJIEKYJISIPHO TE€HETHYECKUX 0cOGEHHOCTEH, UTO KpailHe BaOXKHOBAKHO B OICHKE COCTOSIHUSA

GOJILHBIX, MPEXKJIE BCEro, UMCIOIINX nmonarndeckyio PKMIT u ee (eHoxonmuu.

B necsitoii raase «OOcyxaenne pesyabTaToB» [POBOJMTCSL OOCYIK/ICHHE MOy JCHHBIX
pe3yJIbTaTOB COJIACHO MMOCTaBICHHBIM samauam: OCOOEHHOCTH KJIMHHYECKOro TCHEHWS H
uH(pOPMATUBHOCTHIIKA pacuera pHCKa XCH npu HIMONATHIECKOM
pGCTpMKTMBHoﬁxapnuoMnonamanamuL{Hblx303pacmblxrpyrmax; reHeTHYECKUi  CIICKTP
WIMOTATHYECKOH PeCTPUKTUBHOMKAPAHOMUOIIATHH, {CCIIeJOBAHME TEHETUYECKOUW ITHOJIOTHH
PKMIL poTeKatomeiB coUeTaHlu € nopameﬂueMHeﬁpOMbImequﬁCMCTeMbl; MOJIEKY JISIPHBIE
MEXAHH3MbI KapMOMHOTATHH,aCCOMIPOBAHHBIXC [aToJorHUecKiUME BapuanTamu rene DES;
MOJICKYJIIpHBIE ~ MEXaHH3MBI KapMOMHOTNATHH,aCCOLMUPOBAHHDBIXC [ATOJIOTHYECKUMU
papuantamu BreneLVMNA;MONCKyIAPHBIC MEXaHU3MbI KapHOMHONATUH,aCCOUNUPOBAHHBIXC
[MATOJIOTMUECKUMU ~ BapuaHTaMi preneT’NNI3; Ponb TEHETHUECKHX — JISTCPMHUHAHT B

pa3BMTHMpeCTpuKTMBHOFO(beHOTHHa MJIMACTOIMYECKOHUChY HKITUH.

[naBa o0CyX/eHUe, ee MOJraBbl MOCTPOCHRL KaK pe3ioMe MPOBEICHHBIX pCClIe/IOBAaHUM, T/IC
IAKOHHYHO — XapaKTepU3yIOTCs MOJIy4CHHBIC — Pe3yJIbTATHI U UX 3HAUUMOCTH, YTO SIBJISACTCS
oGocHoBanueM JUist HOpMYJIMPOBKH BBIBOJIOB 1 IPaKTHUECKUX peKOMEH Il i

BuiBOABLI JMCCEPTALMM  KOHKPETHBI M JIOTUIHDI, BBITEKAIOT M3 OCHOBHBIX TOJIOXKCHHIH,

BBLIHOCUMBIX Ha 3alIUTY, U COOTBETCTBYIOT [MOCTAaBJICHHBIM 3aJaqaM.

n[)flKTl/l‘lCCKl/le [)CKOMCHIla[ll/lH H3JIOKEHBI YETKO M MOIYT CJIY)KUTb pYKOBOIICTBOM JUTsL

KUCIIOJIb30BAHUS B l'[OBCGIIHCBHOf/'[ IIPpaKTHKE.
PexomMeHIalHu MO HCII0JH30BAHUIO PE3yJIbTATOB pccae10BaHus

CocTaBJieHbl ~ YCTKHE MpaKTHYECKHE ~PCKOMEHJAUMK 1O JMAarHOCTHKE, BEJICHUIO U
[IPOrHO3YYOOIBLHBIXCPECTPUKTHBHEIM MopdodyHKIMOHAILHBIM  THIIOM BHYTpUCEPICUHO
reMOJMHAMUKH, [IPEXKJIC BCETOo, IpU pauonarideckoit PKMIL u npu  BapHaHTe XPOHUYECKOH
Cep/IeUHOi HEeJI0CTaTOMHOCTH C coxpaHeHHO# (paKiueit BBIOpOCA € UCIIOJIL30BAHMEM KITHHHUKO
— UHCTPYMEHTAJIbHBIX MOJIEKYJISIPHO-TEHETHIECKHX comocTapennii, crparuduKanueil pucka
BHE3AIHON cepJeuHoN cMepTh Yy STHX GOJLHBIX, MCIIOJIB30BAHUEM U OLICHKOM HU3BECTHBIX
IIPOrHOCTUYECKUX mkar Takam — 00pasoM, — Pe3ysbTaThl  MCCICI0BAHMA MOTY'T OBITH
PEKOMEH/IOBAHBI, KaK JULs [IPAKTHIECKOTO 3/ PaBOOXPAHCHHS, TAK MOTYT ObITh BHEIPCHBI JUTS
B yueOHBIH mporece uls CTYICHTOB MeauiHckux BY30B U MPaKTHKYHIMX Bpaueit, Ui

IMPOBEACHHUA MEUKO- FEHETHYECKOTO KOHC)’JIle/IpOBaHHH.



Takum 00pa3om, MOJBOJAS WTOr AaHAIK3Y IUCCEPTAIMOHHOH paboThl, HEOOXOAUMO
OTMETUTh €€  IeJOCTHOCTh M  IIOCIEJOBAaTEIbHOCTH  M3JIOKEHHS,  COBPEMEHHOCTH
HCIIOJIb30BaHHBIX METOJIOB MCCJICIOBAHUS, HECOMHEHHYIO HaY4YHYIO HOBHM3HY M IIPAKTHUYECKYIO
[IEHHOCTh. [IpUHIMIHMAIBHBIX 3aMedyaHuii HeT. B XoJe W3ydeHHs IHCCepTAllMOHHON pabOThI
A.A. KoctapeBoit 1o CTPyKType, HalTUCAHHUIO U 0()OPMIIEHHUIO PadOTHI BOIIPOCOB HE BOZHHUKIIO.

3ak04eHue

uccepramust KoctapeBoit AHHBI AJIEKCaHIPOBHBI Ha TeMy «MOJIEKYISpHO-TEHETHYECKHIE
MEXaHU3MBl PA3BUTHUS UIAMOTIATHYECKON PECTPUKTUBHOW KapIMOMHUOINIATHH) IIPEACTABIEHHYIO
Ha COMCKAHHE Y4YEHOM CTENEeHH JOKTOpa MEIMIMHCKUX HayK 1o crenuanpHocTsM: 14.01.05 —
kapauosorus, 03.02.07.-reHeTuka, BHIIOJHEHHAS I10J] HAyYHBIM KOHCYJIBTHPOBAHMEM JIOKTOpA
MEJMUHCKMX Hayk, mpodeccopa, axamemuka PAH E.B.Illmixto m mpodeccopa Tomaca
Ceepmen, MD, PhD, (IlIBerust), siBsieTCsl 3aKOHYEHHOW Hay4HO-KBaIM(DUKAIIMOHHOH paboTOMH,
B KOTOPOM COIEP)KUTCS HOBOE pEIICHHWE aKTyaJbHOM HAaydyHOH MpOOJEMBI: XapaKTEPUCTUKH
PECTPUKTHBHOTO MOPGO(GYHKIMOHAIBHOTO THUIA IOPAXEHUS CEp/Alla HE TOJBKO IpH
COOTBETCTBYIOIIECH KapJHOMHUOINATHH B Pa3JIMYHBIX BO3PACTHBIX KATErOPHUAX M B COYETAHHH C
MOpPaXEHHEM HEHPOMBIIIEYHOW CHCTEMBI, HO M TIIPH CEPAEYHOH HEIOCTATOYHOCTH C
COXpaHEHHOM (Qpakiueil BbIOpOCA M BBIPAKEHHBIMH JHACTOJIMYECKMMH HAPYIICHUSIMH,
ompezenenne UG GEepeHIIHATPHO — AMATHOCTHYECKUX M IIPOTHOCTHYECKMX KpPHUTEPHUEB Ha
OCHOBaHMH KJIMHHKO - MHCTPYMEHTAIBHBIX [aHHBIX, PE3YJLTATOB MOJICKYJSPHBIX H
TEHETHUYECKUX MCCIIeIOBAHUN C HCIOJIh30BAHUEM  COBPEMEHHBIX METOJIHK, B TOM 4YHCIIE
CEKBEHMPOBAHMs HOBOTO TOKOJeHHs. [10 aKTyaJbHOCTH, Hay4HOH HOBU3HE, TEOPETHYECKON U
PaKTHYECKOM 3HAYUMOCTH, IOCTOBEPHOCTH IIOJIyYCHHBIX pe3yJbTaToB U OOOCHOBAHHOCTH
BBIBOJIOB M IIPAaKTHYECKHX peKOMeHmauuil mucceprauronnas padora Kocrapeod AHHbI
AJleKCaHIPOBHBI COOTBETCTBYeT TpeOoBaHusM 1. 9 «llonoxkenus 0  IMPUCYKICHUU YYCHBIX
cTeneHei», yreepkaennoro Ilocranosnenuem [IpaButensctBa Poccuiickoit @enepanuu ot 24
cenTsabps 2013 1. Ne842 (B pemaxkumsx ot 21.04.2016 r. Ne335; ot 02.08.2016 r. Ne748),
TPEIBSBISEMBIM K JOKTOPCKHAM JHCCEPTAIMSAM, a €€ aBTOP 3aCiIy)KHUBAET MPHUCYKIACHHUS yICHOM
CTENEHH JJOKTOPAa MEIUIMHCKUX HayK.

O¢uumnanbHbIA ONIOHEHT:

JOEHT Kadeapsl rocuTaibHOM Tepanuu Nel
MHCTUTYTa KIMHUYECKOW MEIUIUHBI P
®I'AOVY BO Ilepsbiit MTMY um. 1.M. CequOB;.- ; '\ \"
MuHHCTEPCTBA 3PaBOOXPAHEHHUS :
Poccniickoii ®eneparuu (CeueHoBCKHi Y HUBEPLE
119991, r. Mockaa, yi1.Tpy6erkas x. 8, ctp. 2, §7%
(14 01.05 - Kapzmonorml)
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