OT3bIB
o(pMIHAJILHOI0 ONNMOHEHTA JOKTOPAa MEIHIMHCKHX HAYK
Kannynosoii Bepsl HOpbeBHbBI
Ha quccepraumio IonskoBoi AHxKeTUKH AJIeKCAHIAPOBHBI
«OcobennocTH KIIMHHYECKOr0 TeYeH sl H FreHeTHYeCKHe JeTePMUHAHTEI
runepTpopuYecKol KapIHOMHONATHH B MOKUJIOM BO3pacTe»,
NpeACTABJIEHHYI0 HA CONCKAHHE YYEHOH CTeneHH KaHIHIaTa MeIHIHHCKHX
Hayk mo cneuranbHocTH: 14.01.05 - kapauosiorus

AKTYaJbHOCTH T€MbI

AKTyalpHOCTh  TEMBl  JHUCCEPTAlldd  OYEBHAHA, TaKk  Kak
uauonaryyeckas runeprpoduueckas kapauomuomnatus ([KMII) ssnsercs
HauboJlee PAaCHpPOCTPaHEHHBIM TI'€HETHYECKHUM 3a00JieBaHMeEM Cephla BO BCEX
BO3pacTHEIX rpynnax. Bcerpedaemocts I'KMII cocraBnser 0,2 % mnomynsiua
(1:500). Haubonpliee KOMHYECTBO MyOJMKAIMA  ITOCBSAIIEHO HM3YYEHMIO
OCOOEHHOCTEH KIMHHYECKOTro TeueHus uauonaruueckoit I'KMII B MomogoM u
CpellHEM BO3pacTe, IIPH 3TOM IMalMEeHTHI MOXKHWIIOTO BO3pacTa OXapaKTepU30BaHEI
HEJOCTATOYHO.

XO0po1110 U3BECTHO, YTO HEpEeAKH ciiydau Jebrota mamonarudyeckoir ['KMIT
WIK Iporpeccud 3abojeBaHUs B IOXWIOM Bo3pacte. I[Ipu 3TOM BO3pacTaer u
BCTPEYaEMOCTh COIyTCTBYIOIIMX 3a00JIeBaHMM, B YaCTHOCTH apTepHalIbHOMN
rUnepTeH3un. B Hacrosiee BpeMsi OONBLIIMHCTBOM CIEIHMAUCTOB IPU3HAETCS
OIHOBpeMeHHOe cymecTBoBaHue wuauonarndeckor I['KMII u aprepuansHOi
TUNIEPTeH3WH, OJHAKO, Ba)XXeH  TIIATeNbHBIM  OTOOp  IAIMEeHTOB IO
nuarHoctuyeckuM kpurepusim [ KMIT.

['unepTpoduueckas KapauoMuonaTus — 3aboneBaHue, KOTOpPOE
xapaktepusyercs runeprpodueir JDK, pasBuBarolneiics B OTCYTCTBHH
3a0ojieBaHuil, MPUBONIIIMX K runeprpobun Muokapra. Kiouauyeckn I'KMII
00BIYHO AMarHocTupyercs npu tonumae ctenku JOK > 15 mm. B npeacrasnensoin
paboTe aBTOpPOM B Clydae HaIWuus y HalueHToB ¢ uauomnatwdeckod I'KMII
COIIYTCTBYIOIIEH TaTOJIOTHH B BUZE OXXUPEHUS W/UIK apTepHaIbHOM TUIEePTEH3UH
s noctaHoBkd amarnosa I'KMIT Heobxomumo ObLIO. mpHCyTCTBHE > 1 M3

CIEAYIOIUX KPUTCPUCB: ,Z[C6IOT apTepHaJIBHOfI THIIEPTEH3UH IIOCJIE YCTaHOBJICHU



nuargoza I'KMII wiu HecooTBeTCTBHE MeXIy BBIpaXEHHOM rumeptpodueii JDK
(MakcHMasbHas TONIMHA CTEHOK Gosee 20 MM) M HEIABHO BO3HMKIIEH JIETKOH 1
YMEpEHHOW apTepualbHOM TUNepTeH3uet, ceMeiinnlii anamuaes TKMII wm BCC B
MOJIOZIOM U CPEIHEM BO3pacTe y POJCTBEHHUKOB IIEPBOM JIMHUU POJCTBA, HAINYHE
obctpykuuy BeIHOCAImEro Tpakra JDK, coderanwe ¢ rumepTpoduell IpaBoro
xKelmynouka, Bepxyuieunas 'KMIIL. Kpome Toro, 6suiu ucKitO4YeHb! (EHOKOIMH
I'KMIT ¢ mpuMeHEHHEM COOTBETCTBYIOIIETO pPACHIMPEHHOTO HPOTOKOIA
o0crie1oBaHus.

B nacrosmeii pabote onrcanbl 0COGEHHOCTH KIMHAYECKOTO TEUEHHUS
3aboneBanys, IpEICTaBIeHbl TeHAEPHBIE OTIMYMsA Mauomnatmdeckoii I'KMII B
II0XKHJIOM BO3pacTe.

Hcnonp3oBanne  HOBeHIIWX pa3pabOTOK B 0OJACTH TEHOMHBIX
UCCIICIOBAHMM, TaKMX KaK CEKBEHHPOBAHHE HOBOI'O IIOKOJEHHS, IIO3BOJIMAIIO
paCIIMpUTE HAIIW TPEACTaBIEHHUS O CHEKTpe TIE€HETHYEeCKUX BapHaHTOB,
OTBETCTBEHHbIX 3a paspuTe I'KMII y manueHTOB mOXWIOrO BO3pacTa,
OTJIMYAIOIIEMCS OT paHee M3BECTHBIX TIEHETHYECKHX Ae(DEeKTOB, BHI3BLIBAIOIIMX
I'KMII y mamueHTOB MOJIOZOTO U CpemHero Bospacrta. IlokaszaHo, yTo ne6ioT
TUNEPTPOPHUYECKOH KapJUOMHOIIATHH B IOXUJIOM BO3pacTe o0OyCIOBJIEH
TeHETHYECKMMU BapuaHTaMHU B reHaX, KOAUPYIOIIMX BEIPa0OTKY He TOJHKO OEJIKOB
capKkoMepa, HO U OeNKOB Z-AKCKa, IIUTOCKeeTa i HOHHBIX KaHAJIOB.

Wnvonatudeckas  rumeprpodudeckas  KapAUOMMOIATHS  SBIISETCS
3a60JIeBaHUEM C KpailHe IreTepOoreHHbIMU (EHOTUIIUYECKUMH IMPOSIBIEHUIMU. B
CBSI3M C O3TUM OCOOYIO 3HAQUMMOCTh INPHOOpETaeT H3ydeHHEe BKIaJa HE TOJIBKO
TEHETUYECKUX NEeTePMHHAHT, OTBETCTBEHHBIX 3a pa3BUTHE 3a00JeBaHHSI, HO H
IONMMOPGHBEIX  BApHAHTOB TI'E€HOB-MONUGHUKATOPOB, a Takxke (aKTOpOB
KapIMOMETa0OJIMYECKOr0 pUCKa B OCOOEHHOCTHM KJIMHUYECKOH KapTHHBI
3a00JeBaHUs M peMOAEITUPOBaHUS Cepria.

Pe3ynpTaThl MHOTHUX HCCIEIOBaHUN CBUIETENBCTBYIOT, UTO Ha KIIMHUYECKOE
tegeHre [’ KMIT oka3plBarOT BIMSHUE T'€HbI-MOAU(PHKATOPHI CEPACUHO-COCY AUCTOM
CHUCTEMBI, TaKhe KaK accoLualys NoauMop¢u3Ma IeHOB PEHHH-aHIMOTEH3UH-

aJIbJOCTEPOHOBOM CHCTEMBI, CHMIIATHKO-aJpeHaNoBOM cuctembl, NO-CHUHTa3Hbl,



CUCTeMbI SHAOTEJIMHOB M CBEPTHIBAIOLIEH CHCTEMbI KPOBH. BBUTH IpeNnpUHSTHI
IIONBITKA HCCIIEAOBAaHUS BIUAHHWS OSTUX NOIMMOPYHU3MOB Ha (GOpPMHUPOBAHHE
KnuHu4deckoro Bapuanta TedeHuMs I'KMII u moucka accommanuii ¢ pasBUTHEM
HEOJaronpyusATHBIX BApHaHTOB. B mpencraBieHHONM paboTe M3ydeH BKIA
MOJMMOPQHEIX BapHaHTOB reHoB MADD (6enok goMeHa CMepPTH MHUTOIEH-
aKTHMBUPYEMOM IPOTEMHKMHA3Bl), HAXONJIIErocss B KJIacTepe C I€HOM,
KOIUPYIOIIMM BbIpaOOTKy Oenka capkoMepa — MHO3HH-CBs3bIBarolero 6enka C,
u MYH7 (6era Tsxenble ILeNd MHO3WHA) B PEMOIEIHPOBAHHME CEPALA Y
nanueHToB Kak ¢ uuuomatudeckod I'KMIIL, tak u ¢ I'JDK, oOycioBieHHO
(axropamMu KapauoMeTaboiMyeckoro pucka. FccnenoBaHue HOMMMOP(HEIX
BapuantoB B reie MADD mnposeneHO B €IMHCTBEHHOW paboTe 3apy0esxHBIX
kojuter Ha Koropre maunumeHToB ¢ IJDK, oOycnoBienHo#t ¢akxropamu
KapauoMeTabonugeckoro pucka. CpaBHUTEIBHBIN aHAIN3 aCCOLUAIMY I'€HOTUIIOB
W aueled C runeprpodHeld MHOKapla pa3iuYHOrO TIeHe3a, KakK IIpH
unuonatyueckod I'KMIL, taxk u mpu I'JDK, o6ycnoBieHHO#H apTepuabHOM
TUIIEPTEH3UEN M OXHUpPEHHEM, IPOBEINeH B JaHHOW IUCCEpTAllMOHHON paboTe
Brepsrle. MHTepecHO HabmrofeHWe O BKJIaLe IOJIMMOP(HBEIX BapHAHTOB B
UHTPOHHBIX pErHMOHaX I'eHa ab(a — rajxakTo3uAasbl A B pa3BUTHE BHECEPAECYHBIX
NpPOSBIEHUHM y OXeHIUMH ¢ uauonatudeckodi I'KMII B pasHBIX BO3pacTHBIX
rpymnmax.

B nanHOM HcCclenoBaHMM H3y4E€HO BIUSHHE HE TOJIBKO TI'€HETHYECKHX
¢bakTopoB, HO 51 MIOTEHLIHUATEHO-MOAUDUITPYEMBIX bakTopoB
KapAXOMeTaboINYeCcKOro pHCKa Ha (EHOTUIIMYECKYI0 TIeTEepPOreHHOCTh Y
nauueHToB ¢ uauonarudecko 'KMII moxxunoro Bo3pacra.

XOpOIO HM3BECTHO, YTO OXHpPEHHE SBIACTCS YCTAHOBIEHHBIM (PaKTOPOM
CepIeYHO — COCYIHUCTOrO pHcka, crocobcTByronmmM pasButuro [JDK B
NOMYJISIMU B IIEJIOM. B IpOBEEHHOM HCCIIEIOBAaHUWU IIOKAa3aHO, YTO OXHUPEHHUE
aCCOLIMMPOBAHO  C  U3MEHEHHSIMU  BHYTPUCEPAEYHOM  TIeMOAMHAMUKH,
CTPYKTYPHBIMH W3MEHEHUSIMH MHOKapJa, a HMEHHO YBEIMYEHHEM TOJILIUHBI

3aJHEel CTEHKH JI€BOTO XEIIyao4dKa, pasMepa JIEBOro Inpeacepauss U KOHEYHO-



ANACTOTMYECKOrO pa3Mepa JIEBOr'0 XEITyoouKa, y MaIldEHTOB C UIUOIATHYECKOM
I'KMII B no>xuiiom Bo3spacre.

Cnenyer  oTMeTHTB, YTO O  TEPMHUHOM THIIEPTPOPUIECKOM
KapINOMHUOTIATAM  NOHMMAIOT KaK HAWONATHYECKYI0 TUIEePTPOHHIECKYIO
KapZHOMHOIIATHIO, TaK U €€ QpeHokomuu. HeCOMHEHHBIM TOCTOMHCTBOM SIBJISETCS

4acTh paboThl, MOCBAlIEHHas (eHokomusiM [KMII, KOTOpEle IIPOTEKAIOT IO
 «MacKoi» I'KMII u sBisioTcs nposiBieHHeM GonesHed MHQHUIBTpaIuu,
HaKOIUIEHUS M 3aMEILEHUs, KOTOPEIE, KaK MOoKa3aja MPaKTHKa IOCIENHUX JIET, He

PeziKo IeOITHPYIOT B TPyMIie MaleHTOB CPEIHErO M MOXKUIOT0 BO3PacTa.

Crenedn 000CHOBAHHOCTH HAYYHBIX I10JI0XKEHHIi, BLIBOIOB H PeKOMEeHIANHi,

chopmMyJIHPOBaHHBIX B AHCCEPTALMH

Hay<4Hble 1m0I0XKeHNs, H3/I0KEHHBIE aBTOPOM B AMCCEPTAIMOHHOM pabore,
pe3ylnbpTaThl HCCIEOBAHUS MMEIOT BBICOKYIO CTEIeHb JOCTOBEPHOCTH U
apryMeHTaIuu.

JIOCTOBEPHOCTE OIpEAENseTcs HOCTATOYHBIM KOJIMYECTBOM KIMHUYECKOTO
Mmarepuana: B paboTy BkimodeH 321 mamuent ¢ I'KMII: 279 npauueHTOB C
unuonaruyeckor I' KMIT u 42 nanuenta ¢ penoxommsamu I'KMIT.

Y NanueHTOB IPOBENECHO KOMIUIEKCHOE KIMHHYECKOe 0OciemoBaHue, s
UHCTPYMEHTaJIbHBIX VICCIIEIOBaHUM: 3JIeKTpoKapAuorpadus, CYTOYHOE
MonuropupoBanue OKI', sxokapauorpadus © JOpyrde IO IIOKa3aHMIM,
COBPEMEHHOE TI€HETHYECKOEe MHCCIEeNOBaHHe, BKIIOYas CEKBEHHPOBAHHE HOBOTO
IIOKOJIEHHs], pacCIIUpEeHHOe OOCIeoBaHHe i1 . JUATHOCTHKH / HCKIIOYEHMUS
denokomuiit TKMIT. OcHoBHyI0 Ipynily cocTaBuil 131 mHaueHT MIOXHIOTO
BO3pacTa, IpyIIIbl CPAaBHEHUS IS aHaM3a OCOOEHHOCTEN KIMHUYECKOrO TEYEHUS
3abosieBaHus NpecTaBieHbl 86 manueHTamu ¢ unuonarudeckoit ' KMIT cpennero
BO3pacTa ¥ 62 manueHTaMH MOJIOAOrO Bo3pacTa. bonbiioe 3HaueHue yJelneHO

COIIOCTABJICHUIO KIIMHHUKO- HMHCTPYMCHTAJIBbHBIX OAHHBIX Y Ha6monaer,Ix rpynn



OONBHBIX B COUYETAHUU C HCCIEIOBAaHHEM H3Y4aeMBIX T'€HETHYECKHX MapKepoB
I'KMII, uTto pmenmaeT pe3ynbTaThl JHOCTOBEPHBIMHU, NOKA3bIBaeT aKTYalbHOCTH W
HEOOXOJIMMOCTh HCCJIeIOBAHUS.

Jnst mpoBeneHusl UcCiIeAOBaHUs BIUSHUS T€HOB-MOAU(PUKATOPOB B reHaX
MADD wu MYH7 Beimenena rpymma, cocTosimas u3 154 mnanueHTtoB c
upuonatuyeckoit ['KMII noxxwmnoro m cpegHero Bo3pacTa, IPYNIbl CpaBHEHUS
coctaBw - 103 maruenT ¢ ['JDK, oOycrnoBneHHOM apTepUaibHOM TUIIepTeH3UeN U
oxupeHueMm, u 288 3HOPOBBIX HOHOPOB. /[l mpoBenEeHHS IOPOTrOCTOSIIETO
MeToJja — CEKBEHHPOBAHMS HOBOIO IIOKOJIEHHS OTOOpaHbl 17 MaIMeHTOB ¢
unuonatudeckot 'KMII, monBepriuxcss XUpypruueckoil UM HEXUPYpPru4ecKou
penykiuu MOKII, umeromux o6ctpyktuBHyo ¢opmy I'KMII, BepxyuedyHyro
dopmy I'KMII wunu HebGnarompusTHOE peMOAEIHMpPOBaHHE MHOKapJa B BHIE
pa3BuTHs guatanuonHoi gaser 'KMIL

[Tomy4yeHHBIH MaTeprai 00paboTaH ¢ NpUMEHEHUEM HEOOXOAUMBIX METO/IOB
CTAaTUCTUYECKOTO aHajK3a, YTO ITO3BOJIWIO aBTOPY CHOpPMYIHpPOBaTh BBIBOIEI M
IpaKTUYeCKre peKOMEeHIaluH.

OCHOBHBIE Pe3yNbTAaThl NUCCEPTALIOHHOM pabOThl MpeACTaBleHBl B BUIE
JIOKJIaJOB HA POCCHHCKMX M MEXIYHApOOHBIX Hay4yHBIX KOH(QEpEHLHUAX MU
cummnosuymax. ITo pesyiasraTraM paboThl omyOnukoBaHsl 11 cratel, us uux 10 — B
W3aHUAX, BKIIOYeHHBIX B «llepedueHb BeAyIIUMX pELEH3UPYEMBIX HAaYYHBIX
KYPHAJIOB ¥ M3nanuit» Briciieit Atrecranuonnoi Komuccuu nmpu MuHucTepcTBe
obpazoBanus U Haykd Poccuiickoit @enepanuy; 33 Te3uca Kak B pOCCHHCKUX (25),

TaK ¥ B 3apy0exHbIX (8) cOOpHUKaX TPYAOB Hay4HBIX KOH(QEPEHILIUH.
HayyHasi HOBH3HA NOJIyYeHHBIX Pe3y/bTaTOB

HaquasI HOBH3HAa HHCCCpTaHHOHHOﬁ pa6OTBI 3aKJIr4aceTca B TOM, 4TO Y
MMalrgMeHToOB C MaHI/I(i)eCTaLII/Ieﬁ KIIMHUYCCKHUX HpOSIBJIeHI/Iﬁ B IIOXXHJIOM BO3pacTe
IIPUMEHCHHUE CEKBEHHUPOBAHHSA HOBOI'O IIOKOJIEHUS ITIO3BOJIAIIO 06Hap}’)KI/ITB
reHeTHYECKHEe BapHaHThl B I'€Hax, KOIHPYIOIIHX BBIpa6OTKy HE TOJBKO OEIKOB

capkomepa, HO u OenkoB Z-IWCKa, LUTOCKeNeTa M HOHHBIX KaHAJIOB.



HccnenoBanue Takke IOCBALICEHO HM3YYEHHIO acCOLUAIMM TE€HOTHIIOB M
aieneil nomuMopdHeIx BapuanToB rs10838692 u rs2290149 rena Genka momeHa
CMEpPTH MHTOI€H-aKTUBHUPYEMOM IIPOTEMHKUHA3bl C runeprpodueii Muokapaa
pasnu4yHoro renesa, kak mnpu wuauomatuyeckod I'KMIIL, tak u mpu TJDK,
00yCIIOBIEHHO! apTepHalibHOM THUIEpTEeH3Medl W OXHpeHHWeM. Bhlna IokasaHa
accoranys resotuna TT u amnens T momumopdubx BapuanToB rs10838692 u
1s2290149 rena 6enkxa foMeHa CMEPTH MUTOTCH-aKTHBUPYEMOM IMPOTEUHKUHA3EI C
TUNepTpOpredl MHOKapa y NalHUeHTOB C HIHONATHYECKON TIHIEpTPOPUUECKON
KapJIHOMKOIIaTHEN B CPENHEM U IIOXKMIIOM BO3paCTe, a TAKXKe acCOIHallys aljelis
T nonumopdnoro Bapuanta 1s2290149 u renotuna TT u amnens T momumopdpHOro
Bapuanta rsl0838692 renHa Oenmka JOOMEHa CMEPTH MHTOTeH-aKTHBHPYEMO
IPOTEMHKHMHA3BI C TUIIEPTPOhHEH MIHOKapa y MAIlHeHTOB C TUIIEPTPOdHUEit JEBOro
KENyZoUKa, OOyCIOBIEHHON apTepUabHOM TUIEepTeH3WeH U OXKHUPEHWEM, B
CPEIHEM U IIOXKUIIOM BO3pacTe.

beulo  ompeneneHo, YTO <y — IAlMEHTOB C  HIAMOIATHYECKOM
runepTpoGruIeckodl KapJUOMHOIATHEH B CpeJHEM H IOXKHIOM BO3pacTe Yalle,
YeM B IpyIIEe KOHTPOJIS ¥ y MNAIMEeHTOB C TUIMEPTpodueit JIeBOro X erymodka,
OOyCIIOBIEHHOM apTepHajbHON THUIEpPTeH3UeHd U OXHUPEHUEM, BCTpPEeYaeTCs
OJHOBpeMEeHHOe HOCHUTeNbcTBO reHotuna 1T u amtens T mnomumopdHBIX
BapuaHTOB 1510838692 u 152290149 rena Oenka nOMeHa CMEPTH MHTOIEH-
aKTUBHUPYEMOU NMPOTEMHKUHA3EI.

OtnenpHOe BHUMaHHE YIENEHO BBIIBIEHUIO acCOIMALMU IOJUMOP(HEIX
BapUaHTOB B HHTPOHHBIX pEruoHax B TIeHe anb(a-rajakro3ujgassl A ¢
aHTMOKepaTOMaMH M  aKpOIAapecTe3WsIMH y JKEHIIMH C HKOUONAaTHYECKOH

runepTpobuuecKoit KapAHOMHUOIIaTHEH.

IIpakTHYeckasi 3HAYMMOCTH NPOBEIEHHOI0 UCCJIeI0BAHNSA
[IpakTUyeckoe 3HAUYEHHE OUCCEPTAllMOHHOM pabOoTHl 3aK/0OYaeTcs B TOM,
YTO aBTOPOM YCTAHOBJIEHA BBICOKas YacTOTa OTHENBHBIX KOMIIOHEHTOB
METa60THIECKOTo CHHJIpOMa y ITAllHeHTOB C UAMOMATHIECKON runepTpopuIecKoi

KapHI/IOMI/IOHaTI/Ief;I B IIOXXHJIOM BO3pacTe, 4YTO HAaLCJIWBA€T Ha HCO6XOHI/IMOCTL



CBOEBPEMEHHO OCYILECTBIATH MPOPUIAKTUKY HNOTEHIHUAIEHO MOIUAGHIIUPYEMBIX
(aKTOpOB KapIHOMETabOIMYECKOr0 pHCKA, BBIIBIATE WX Y DPOICTBEHHMKOB
TalHEHTOB C MOJIOZOIO BO3pAacTa U CBOEBPEMEHHO IPOBOAUTH KOPPEKIIUIO STHX
nokasareneir. Kpome Toro, mokasaHo, 4YTO OXHPEHHE AaCCOLMUPOBAHO C
U3MEHEHHEM PEMOZIETIMPOBAHHs CepAla PU UANONATHIECKOH rUnepTPohHIECKOi
KapIMOMHOIIATHH B IIOXKMJIOM BO3pacTe B BHUE YBEIWYECHHS TONIIUHEI 3aIHEi
CTEHKH JIeBOro xemynouka. OkupeHue NpUBOAUT K OOJBIIEH BCTPEYaEMOCTH
CUMMETPUYHOM  (QOpPMBI THIEPTPOPUU JIEBOTO JKENyJOo4YKa M CO3JaeT
JOIIOJIHUTENIBHBIE  CIOXKHOCTH B JubdepeHIUanbHOM  JUArHOCTHKE  C
(QeHokonMsAME runepTpoduIecKoil kapauomMuonatuu. B paborte Takke oTMeueHa
BBICOKAs 4acToTa (EHOKONMM rumepTpoduyueckoil KapAHMOMHOIATHH, KOTOPHIE
IPENCTABIEHbl  TPAHCTUPETMHOBBIM  aMMJIOMZO30M  HACJIEIACTBEHHOTO |

HEHaCJIeJICTBEHHOT'O THIIOB, AL-aMUIOHI030M.
Onenka conepsxaHus u opopMiIeHHUs JHUCCEPTANNI

Huccepranuss IlonsikoBoit A.A. mocTpoeHa B TpPaJUWLIMOHHOM CTHIIE,
U3JI0’KeHa Ha 126 cTpaHMIIax MalIMHOIMCHOI'O TEKCTa U COCTOUT U3 BBeAEHUS, 4
IJIaB, BBIBOJOB, INPaKTHUYECKUX PEKOMEHAAIMN WU CIHCKa JIUTEpaTyphl, KOTOPHIH
BKJItouaeT 173 HCTOYHMKA, U3 HUX 7 - OTEYECTBEHHBIX U 166 - 3apyOexXHBIX.
Pa6ora unmmoctpupoBana 18 Tabnunamu u 13 pucyHkamu.

Bo BBenenuu aBTopOM 000CHOBaHa AaKTyaJIbHOCTh BBIOpaHHON TEMBI,
ONpeZeNIeHbl LeM U 3a[a4y UCCIIe[0BaHus, [I0Ka3aHa Hay4Has M IPaKTHYecKas

3HA4YUMOCTb pa6OTI:I, BHEAPCHHUE PEIYJIBTATOB pa6OTI>I.

B nepBoii riaase «O030p JuTepaTyphD» IPEICTaBIEHEl JHUTEPATypHEBIE
JaHHbIe 00 OCOOEHHOCTAX KIMHWYECKOIO TEUEHHs M IEHAEPHBIX OTIHYMAX IIPU
UIMONaTUYECKOH THIepTpodUUIecKod KapAUOMHOIATHHM B IIOXKHIIOM BO3pacTe,
OTpakeH BKJIaJ (aKTOPOB KapAHOMETabOINYECKOIO pPHCKa B KIMHHYECKYIO
KapTHHY  [pW  HMOWONATHYeCKOH  I'MIepTpodHUecKOd  KapAHOMHOIATHH,

NpPEeIACTaBICH CIEKTD OIHUCAHHBIX I'€HETUYECKUX IIPHYHH, OTBCTCTBCHHBIX 3a



ne6ror I'KMII B pasHbIx Bo3pacTHBRIX rpynmax. Ocoboe BHUMaHHE YIEIEHO
BIIUSHUIO ITOJIMMOP(HBIX BapUaHTOB I€HOB — MOJU(PHUKATOPOB Ha OCOOEHHOCTH

KJIMHUYECKOTO Te4eHUsl U peMmojenupoBanue cepaua npu I'KMII, nano onucanue

denoxonuit ' KMIT.

Bropas rnaBa «MaTepuaabl M MeTOAbl HCCJeJOBaHHUS» IOCBSILEHA
MeTouuecKol yacTH. B riaBe NmpuBeAeHbl CBEAECHUS O IPUMEHEHHBIX METOJax
UCCIIEJOBaHMUS: KIMHUYECKUX, 1ab0paTOpPHBIX, UHCTPYMEHTAIBHBIX
(anextpokapauorpadus, cyrouHoe mouuropupoBanue IKI', sxoxapauorpadus,
MPT cepnalia — 10 TIOKa3aHUSIM, Harpy304HbIE TECTHI, KOpOHApOaHTHOrpapus —
Ipu HEOOXOOUMOCTH), M Te€HETHYECKHX (CEKBEHHpOBaHHE HOBOIO IIOKOJIEHUH,
omnpezeseHue reHeTHueckux BapuaHToB B reHe TTP u GLA, nmomumophHBIX
BapuaHToB B reHe MADD u MYH7), uyto mO3BOJNSET IOJYyYHMTH IIOJIHOE
IpeJCTaBlIeHre O XapaKTepe MPOBEIEHHOI0 HCCIEeNOBaHUS, OOBEKTHBHOCTH H

JOCTOBEPHOCTH IPEACTABICHHBIX PE3YJIBTATOB.

B Tperbeii riaaBe «Pe3yabTaThl HCCIEJOBaHHMSA»  IPEICTaBJIEH
CPaBHUTENIbHBIN aHANN3 KITMHUYECKUX X HHCTPYMEHTANBHBIX JaHHBIX Y IallHCHTOB
¢ wupuonatuyecko# I'’KMII ¢ neGrooTtoM B pa3HBIX BO3PACTHRIX TIpyINax.
OTaenbHBIM pa3/ieN IOCBAIIEH CXOACTBAM U Pa3iIU4MsIM KIMHUYECKOTO TEUEHUs U
PEMOIENIMPOBAHKS CepAlia y MYXYHH M JKeHIIMH ¢ mamomnaruyeckoit 'KMII B
IOXKKIOM Bo3pacTe. OmucaHbl IeHEeTUYECKHE JNETEPMUHAHTHI, OTBETCTBEHHBIE 32
ne6ror wim nporpeccuro I'KMII B moxuioM Bo3pacTe, BBISIBICHHBIE IIPH
IpUMEHEHHH  CEKBEHMPOBAaHHS  HOBOrO  IOKOJeHHs.  Taioke — ObuIM
IpOaHAM3MPOBAHBI U3MEHEHUS] BHYTPUCEPAECYHON IeMOAWHAMUKY NIOJ] BIMAHHEM
IOTEHLIHATBHO MOAUPHIEPYeMOro ¢GakTopa KapAHOMeTabOoIUYECKOTO PUCKA —
OXMpEHMS W  HEMOAH(HMIMPYEMBIX MOJIAMOP(QHBIX  BapHaHTOB  I'€HOB-
monudukatropoB — MADD u MYH7. B oTmensHOM paszene OLECHUBAIKMCh
BHECEpJIeYHBIE MPOSBIEHNS y MAlMEHTOB C IOJIMMOP(QHBIMI BapUaHTaMU B IeHE

anbga-raiakTo3uaassl A.



B yeTBepToii rnaBe «O0cy:xaeHne pe3yJbTaTOB» IIPOBOJUTCS CPaBHUTENBHBIH
aHaJ M3 TOJY4YEHHBIX aBTOPOM JMAaHHBIX C IIPEACTaBICHHBIMH B COBPEMEHHOM
JUTEpaType M0 JaHHON TeMaTHKE.

BoiBoabl JHCCepTallid, BBITEKAIOT K3 OCHOBHBIX PpEe3yJIbTaTOB OOJIBILOH,
KOMIUIEKCHOH M pPa3HOIUIAaHOBOM  paboThl, KOppENIHUpYIOT C IIOJNOXXEHUAMY,
BBIHOCMMBIM Ha 3aIlUTY ¥ [IOCTABJIEHHBIMU 3ala4yaMHu.

IlpakTHyeckue peKOMEHAALMH MOTYT OBITh MCIIONB30BaHBl B IIOBCENHEBHOM

BpaueOHOM NpaKTHUKE.

PexomMeHaanuy mo UCnoJib30BaHHIO pe3yJbTaTOB HCCJICA0BAaHHUA

PesynpTaThl KCCIIENOBaHMS BHEJpPEeHB B y4eOHBIM Iporecc Kadeapsl
GbakyJnbTeTCKOH Tepamuud C kprOM SHIOKPUHOJIOTHH, KapIUOJIOTHU H
ynxuuonansHoit muarmoctukd OIBOY BO  «ICIIGBIMY um. axan. W.IL
[TaBnoBa» Munsapaa Poccur ©W B IpakTHYecKylo paboTy OTHeIeHHs
KapauoNoruy KiuHuku ¢akynsrerckoil Tepanuu ®PI'BOY BO «IICIIGIMY um.
axan. M.IL ITaBnoBa» Munszapasa Poccuu.

TaxuM 006pa3oM, IOABOAS WTOr aHANW3y JAHCCEPTAlMOHHOH paboTH,
HEOOXOAUMO OTMETHTh €€ IEJIOCTHOCTh M IIOCIEN0BATEIbHOCTh H3JIOXKEHHUs,
COBPEMEHHOCTb  HCIIOJBb30BAHHBIX METOJIOB  HCCIIE[OBaHWS, HECOMHEHHYIO

Hay4YHYIO HOBHU3HY U INPAKTHIECKYIO ICHHOCTbD.

B xauecTBe 3aMeYaHHsl cjleAyeT OTMETHTb, YTO IPH €MKOM CMBICIIOBOM
3HAYEHHH, BBIBOABI TpeOyroT Gojiee JIAKOHUYHOHM, KOMIAKTHOH M KOPPEKTHOH
GopMynupoBKH. 3amMedaHus 10 paboTe He MMEIOT IPUHIUNUATIEHOIO 3HAYCHNUS, He
BIIMSIOT Ha Pe3yJIbTaThl M MPAKTHYEeCKYI0 3HAYUMOCTh PabOTEL.

B xome u3ydYeHHsl auccepTaumoHHOill paborbl A.A. IlosnsikoBoi BO3HHK
BONpOC: IO IETATBHOW CIPYKTYpe BapHaHTOB OOCTPYKIHH Y HaOJIIOAAEMBIX

[alMEHTOB ITOXXKHJIOI'O BO3pacTa, BIUSAHHIO (baKTopOB KapI(I/IOMeTaGOJII/ILIeCKOF 0



pHicka Ha BapuUaHT OOCTPYKIMM, BO3MOXXHOCTH Pa3sBUTHs IIPaBOXKEILYHOYKOBOM

OOCTPYKLUHU y JAHHOU TpyIMIbl NAlMEHTOB.

3akioueHue
Juccepranus [lonskoBoi AHXenukH AJleKCaHIPOBHBI Ha TeMy «OcobeHHOCTH
KIMHAYECKOrO0 TeUeHWs M TIeHEeTHYEeCKHe MAeTEPMUHAHTHI T'MIIepTpOodHYECcKOM
KapJIMOMHUOIIATHH B MOXHJIOM BO3pAacTey, IIPeACTaBlIeHHas Ha COMCKaHME YYeHOU
CTENIeHM KaHIuIaTa MEOWIMHCKHX Hayk Immo crenuansHoct 14.01.05 —
KapIMOJIOTHsI, BBIITOJHEHHAS 110 HAy4YHBIM PYKOBOJCTBOM JOKTOpPa MEIMIIUHCKIX
mayk ['ynkosoit A.Sl., sBiseTcs 3aKOHUEHHOH Hay4yHO-KBaIMQHKAIMOHHON
paboTOi, B KOTOPOU COINEPIKUTCS pellleHHe aKTyalbHOM HayYHOH 3a1a4d — MOKUCKa
reHETUYECKHUX JeTEPMUHAHT, H3yUeHHE BIHSHUS ONUMOP(QHBIX BAPUAHTOB I'€HOB-
MOI(HUKATOPOB U (DAKTOPOB KapAHOMETabONNYECKOro pUCKa Ha OCOOEHHOCTH
KIMHUYECKOIO TEYeHHS MW PpPEeMOIENMpOBaHUSA Ccepaua Yy MalMeHTOB C
uauonatudyeckoit I'KMII B moxuiioM Bo3pacrte.
ITo aKTyanbHOCTH, HAy4YHOW HOBU3HE, TEOPETHYECKOHM M MPAKTHIECKOH
3HAYUMOCTH, JOCTOBEPHOCTH IIOJNyYEHHBIX pe3yJIbTaTOB M O0OOCHOBAaHHOCTH
BBIBOJIOB JMCcepTallioHHas pabora IloimsikoBo# AHKETHKH AJexcaHIpOBHEI
COOTBETCTBYET TpeboBaHusaM 1. 9 «O MOpsAKe NPUCYKIESHHs yYEHBIX CTENEHen»,
yrBepxaenHoro IlocranosnenueM [IpaButenscTsa Poccuiickoit ®enepauuu ot 24
centsiops 2013 1. Ne842 (B pemakumsx ot 21.04.2016 r. Ne335; ot 02.08.2016 r.
Ne748), mnpembsBiasieMBIM K KaHIMIATCKMM JOHCCepTalUsIM, a €€ aBTop
3aCIly’)KMBAeT TPUCYXIEHHs YJeHOH CTEeNeHM KaHAWAaTa MEIMIHMHCKHX HayK IT0
crenransHocTH: 14.01.05 — xapauomorus.
OduuuanbHbIA ONIOHEHT:

IOLEHT Kadeapbl TOCIUTAIbHOM

JIOKTOp MEOUIIMHCKUX HAYK

S
(14.01.05- xapauoorus) A A



denepanbHOE TOCYIaPCTBEHHOE AaBTOHOMHOE 00pasoBaTeNbHOE YUIPEKICHUE
BBICIIIEro 0Opa3oBanus «IlepBbiii MOCKOBCKUN IOCYIapCTBEHHBIA MeIULMHCKAN
yauBepcurer wumenn .M. CedeHoa» MuHucTepcTBa — 31paBOOXPAHEHUS

Poccuiickoit ®enepanuy (CedyeHOBCKU YHUBEPCUTET)

119991, r. Mockaa, yi.Tpy6ernkas, 1. 8
Ten.: 8 (495) 609-14-00

E-mail: www. rektorat@sechenov.ru

IToxnuchk JoKTopa MeAUIMHCKUX Hayk KamnyHnoso#i Bepsl FOpbeBHEI,

«3aBEPAIO»

VYuyeHblll cexpeTaphb

®I'AOY BO «Ilepseiit MI'MY um. .M. CeuyenoBa»
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