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Ha aBTOpedepaT auccepTanuH
Kocmapesoii Annvt Anekcanopoenot
«Monexynapno-2enemuuecKkue  MeXaGHUIMbl  PA3GUMUA  UOUONAMUYECKOU
PeCmpuUKmMuGHOU KapouomMuonamuu) NpecTaBIEHHONH HA COMCKAHHE Y4YeHOM
CTeNeHH JOKTOpa MeIHIHMHCKHX HayK no cneunuaabHoctaMm 14.01.05 —

kapauoJiorus u 03.02.07 — reneruka

[TpobnemMa wm3y4yeHHs] NEPBHYHOM peCTpHKTHBHOU Kapmuomuomnaruu (PKMII) mo-
IOPEXKHEMY  COXPaHSET CBOIO  aKTyalbHOCTb, YYHTBIBAsS  YyJIydIIEHHE JOCTYIIHOCTH
JUArHOCTHYECKUX METOJIOB M POCT YHCJAa JUArHOCTHPOBAHHEIX CIIydaeB 3a00JIEBAHHS, a TAKKe
PHCK BHE3aIlHOM CEpACYHOM CMEpTH, 3adacTylo Habmomaemeri y maruentoB ¢ PKMIL.
IlpeqMeTOM aKTHBHOIO HAy4HOIO IIOMCKA SIBIISIFOTCS BOIPOCHI OINMpPENENICHUs KIIOYEBBIX
IEHETHYECKHMX JIETEPMUHAHT, a TaKXKe COILyTCTBYIOIIUX (aKTOPOB BHEINHEH Cpeibl, KOTOpPbIE
CIIOCOOHBI BIUATH Ha ()OPMUpPOBaHUE KIMHHYECKOro BapuaHTa Teuenuss PKMII u ee mporuos.
bonpmoil MHTEpEC NpencTaBisieT MOMCK HOBBIX MyTalUil B IeHax Kak CapKOMEPHBIX, TaK W
LIUTOCKENIETHBIX OEJIKOB, SIBJIIOIIUXCS EHETHYECKHMMH MapKepaMH BBICOKOTO PUCKA Pa3sBHUTHUS
OCJIOXKHEHHOTO TE€YEHHs 3a00JIEBAHUS, YTO MOXET OBITH HCIIONB30BAHO JUTSI IIPOrHO3UPOBAHMUS
Pa3BUTHS (haTaIEHBIX HAPYIIEHUH pUTMa U GUOPHILIAIMY IIPEICEePIuii.

B muccepranmonnoit pabore A.A. KoctapeBoii H3ydeH CIIEKTp MATOTEHHBIX, BEPOSITHO-
IATOT€HHBIX BapMaHTOB M BapHaHTOB HEOIPEIEIEHHOH 3HAYMMOCTH B IeHaX CapKOMEPHBIX
6enkoB u OenkoB mmrockenera npH PKMII U BBIIBIEHBI MX aCCOIMALMH C KIMHHYECKHM
(GenoTunom 3abosieBaHUs, CTENEHBIO BOBJICYEHMS HEHPOMBIICYHOM CHCTEMBI M IIPOTHO30M
3aboneBaHuUs.

ABTOpPOM IIPOBENEH NOAPOOHBIN aHATHM3 BO3MOXKHOCTH UCIIOIH30BAHHUS PA3IMYHBIX KA
IIPOTHO3a TEYEHHUs XPOHUYECKOH cepaeuyHoil Hemocrarounoctd (SHFM, MAGGIC, 3C-HF u
MUSIC) npu PKMII, uro B nepcHeKTHBE IIO3BONUT 0ojiee TOYHO HIAEHTH(PHUIIUPOBATEH
NAUEHTOB C BEICOKMM PHCKOM Pa3BUTHS HEONAronpUsSTHBIX UCXOIOB. IIpemioiKeHHass aBTOPOM
CX€Ma IeHETHYECKOW IMarHOCTUKU MOXKET OBITh IMpUMEHEHA B YUPEKIEHHSIX IPAKTHUCCKOIO
3[[paBOOXpaHEHUs Ul 0OCIEIOBaHMsI NAllUEHTOB C KapAHMOMHOIIATHSIMHE, aCCOLUHPOBAHHBIMH C
HEMPOMBILIEYHON CUMIITOMATUKOMN.

B macrosmee Bpemss neuenume mnanueHToB ¢ PKMII HocuT B OCHOBHOM
CUMIITOMaTHYECKUH XapakTep, a MPOTHO3 OIpENeNseTcsl CHUMITOMAMH ¥  TEMIIAMH
IPOTPECCUPOBAHUS XPOHUYECKOH ceplieuHol HemoCTaTOuHOCTH. B TO jke BpeMs reHeTHYecKue
OCOOCHHOCTH TALMEHTOB MOIYT BHOCHUTH 3HAuUTENbHBIH Bkiax B (QopMupoBaHHE
UHJIUBUIyalbHOTO TIPOTHO3a, @ HUX BBUIBICHHE IIO3BOJIUT Bpayy MEPCOHU(PUIIMPOBAHHO
BBIOMpATh ONTHUMAJIbHBIE BBICOKOTEXHOJIOTHYHBIE METOBI JICYEHUs, BKIIIOYAs HUMIUIAHTAIHIO
KapauoBepTepa-nepuOpmULITOpa U NPOBEAEHNE OPTOTONMYECKOH TpaHcmianTanun cepaua. C
YyYETOM PEOKOCTH MAHHOM MATOJOTMM M OTCYTCTBUS MHOTOLIEHTPOBHIX pPaHIOMH3HPOBAHHBIX
uccienoBanuit B obmactu uzyuenuss PKMII, npencraBnennoe quccepTaliiOHHOE UCCIEI0BAHMUE,
BBIITOJTHEHHOE Ha BEIOOpKE U3 35 marueHToB, npeacTapisieT coboit ogHo u3 Hanboee 00BEMHBIX
IO KOJMYECTBY BIJIIOYCHHBIX M TE€HOTHUIHMPOBAHHBIX ManueHToB. OCoOEHHO IIEHHBIM



IPEJICTABIISETCS BKIIOYEHHE B IPyIIly 0OCIeIOBaHHEIX HMAIMEHTOB ¢ AebroroM mo 18 ser, uro
MO3BOJIMJIO BBISIBUTEL B paMKax IPOBENEHHOM paboTel ocobenHocTH Teyenuss PKMIT manuesTos
NETCKON BO3paCTHOM rpymmnel. KccnenoBanHsle B paboTe MONEKYISIPHBIE MEXAHU3MEI PA3BUTHSI
PKMII moryT B nanbHEHIIEM SBIATHCS KIIFOYOM K IIEPCOHU(UIIMPOBAHHOM BpaueOHOM TaKTHKE
M CO3JJaHHUIO HOBBIX TEPAIIEBTHYECKHUX IIPENapaToB.

Taxum ob6pasom, muccepranus A.A. Kocrapesoit Ha Temy «MonexynsapHo-
TEHETUYECCKHE MEXaHU3MbI Pa3BUTHs HIAMOIATHYECKOH PECTPHKTHBHON KapAMOMHOIIATHHY, Ha
COMCKAaHHE YYECHOH CTeleHH JIOKTOpa  MEIMLIUHCKUX HAyK, SBISETCS  Hay4HO-

KBAIM(QHUKAIMOHHOH paboTOH, B KOTOPOH COHNEPIKUTCS pELICHHE aKTyalbHOM HaydHOU
npoOneMbl, COOTBETCTBYeT crenuansaocTsM 14.01.05 — xapauonorus u 03.02.07 — reneTuxa, a
ee aBTop Kocrapesa A.A. 3aciy)KuBaeT IPHCBOCHHUS 3BaHUS JOKTOpA MENMI[MHCKUX HAYK IO
BEIIIENIEPEYUCIIEHHBIM CIIEIIMAILHOCTSIM.
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