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MAUUEHT: damunus:
Umsa:
OTyecTBO:
Mon:
Bospacr:
O6pasey Ne: Peructpauus:
Bug matepuana: BeHo3Hasa KpoBb Banupauus (Bpau):
HasBaHue/nokasaTenb PesynbTaTt PedepeHcHble 3HavyeHus *

BbisiBneHue nonumopduama E2-E3-E4 B reHe ApoE

MeTop n obopynosaHve: MNonuMopdunsm ANMH PeCTPUKLMOHHBLIX (DparMeHToB

[eHoTun E2/E2

* - PedpepeHcHble 3HAYEHWA NPUBOASATCA C y4ETOM BO3PACTa, N0Na, Gpasbl MEHCTPYaNbHOrO LIMKAA, CPOKA BEPEMEHHOCTH.

MHTepI’IpeTaLwllo NONYYEHHbIX Pe3y/IbTaTOB NPOBOAMT Bpay B COBOKYMHOCTU C A , K. KUmun 4, W pesynbTatamu Apyrux

ANarHOCTUYeCKnx VICCHEAOEBHVIFI.

OTyeT co3paH:

Japeayrwilan nabopaTopue:
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CNMPABOYHAA NUHOOPMALIUA.
FTEHETUYECKUN AHANU3

18-072 AnonunonpoteunH E (ApoE). BbissneHne nonnumopdursma e2-e3-e4

U3odpopmbli
FEH FeHeTUYecKMe mapkepbl Bo3MOXKHble rannoTunbl
anonaunonporteunHa E

ApoE2 E2/E2 E2/E3

ApoE po / /
. . Cys130Arg rs429358

Apolipoprotein E Arg176Cys rs7412 ApoE3 E3/E3 E3/E4
OMIM ID: 107741

ApoE4 E2/E4 E4/E4

ObBWAA UHOPOPMALMNA OB UCCNEAOBAHUN

AnonunonpotenH E - 6en0K naasmbl KPOBW, KOTOPbIA BXOAWT B COCTAB XMAOMWMKPOHOB M JIMMOMNPOTEMHOB OYE€Hb HU3KOM
MIOTHOCTU. ABAAETCA OAHUM M3 HaWMBaXKHeWLWMX GesKoB, y4acTBYOWMX B 06MeHe IMNUL0B B KPOBM M XONEecTeprHa B MO3re.
UpHbIE KWUCIOTbI M XONECTePUH ABAAIOTCA KOMMOHEHTaMW K/IETOYHbIX MemMbBpaH, NpeawecTBeHHUKaMU A8 CTEePOUAHbIX
FOPMOHOB, BUTAMMUHA D U1 JKeNUHbIX KUCAOT. TakyKe UrpatoT BasKHY0 Posib B GYHKLMOHUPOBAHUM LLEeHTPaIbHOM HEPBHOM CUCTEMBI.

JIMNoNpOTENHbI Pa3NMYAlOTCA NO Pasmepam, CTPOEHUIO, GYHKLMUK, UX PasaenaloT B OCHOBHOM Ha YeTbipe rpynmnbl: XUJAOMMUKPOHBI,
JINOHN (/1N o4yeHb HU3KOM naoTHOCTM), JINTHIM (/1N HM3KoM naoTHocTK) u JINBI (/1N BbICOKOM NAOTHOCTM). BaskHbIM KOMMNOHEHTOM
amnonpoTenHos asasetca AnoE (anonunonpotenH E), KOTOpbIA CUMHTE3UPYETCA B OCHOBHOM B Me4YeHW M FoJIOBHOM MO3re U
perynnpyet metabonmsm amnonpotenmHos. OcHoBHaA ¢yHKUMA ANOE — yyacTve B TPAHCMOPTUPOBKE XONECTEPMHA K TKAHAM OT
MeCT ero CMHTE3a W1 BCACbIBaHWA B COCTaBE JINMOMNPOTENHOB.

Benok AnoE yenoseka cocTouT U3 299 aMUHOKMCIOT M ABYX AOMEHOB: OAMH CBA3bIBAETCA C AUMUAOM, @ BTOPOW onpeaenser
cBasbiBaHMe C AnoE-peuenTopamy Ha K/eTKax MeyeHu U KAeTKax nepudepuyeckux TKaHel, ygdansas usbbitok JIMHM,
XWIOMUKPOHOB M3 KpoBM. Tak:ke ANOE moaynvpyeT aKTMBHOCTb JMMOMNPOTEMHOBOM AMNasbl - GepMeHTa, KaTa/lu3npyloLLero
pacwenneHme ¢ochonmnuaos M TPUIAULEPMAOB, XWAOMUKPOHOB M JINOHIM. B mosre AnoE cuHTesMpyeTcs acTpoumtamu u
MWKPOT/IMEN, @ PeLenTopbl K HEMY 3KCnpeccupyoTca HelpoHamu. Takum obpasom, ANoE A0CTaBAsSET X0NeCTepUH OT FANa/bHbIX
K/JIETOK MO3ra K HelpoHam.

Benok anonannonpoTtenH E kogupyetca reHom ApoE, KOTopblii N0Kann3yeTca B Xpomocome 19 n HaxoAuTCs B KnacTepe C Apyrumu
anonunonpotenHamn ApoCl n ApoC2. leH cocTtouT 13 4 3K30HOB, 3 MHTPOHOB, 3597 Nap HYK/NEOTUAOB U XapakTepusyeTcA
noaMmopousmom — cyuiectsyeT nopagka 30 BapuaHToB reHa ApoE. [iBe ToyeuyHble 3ameHbl B reHe ApoE (cys130arg, argl76cys)
GOpPMUPYIOT TPU OCHOBHbIX BapuaHTa - E2, E3 u E4, - oTIMYatowmxca aMMHOKMCA0TaMuM B nonoxKeHuax 130 un 176.

- APOE3 xapaKTepusyeTcs HaJiinem aMMHOKUCAOTbI LMCTENHA B NosioxKeHnn 130 1 apriuHuHa B nosioxkeHun 176: ApoE3 (cys130,
argl7e6),

- APOE2 vmeeT uMcTerH Kak B nosioxeHun 130, Tak u 176: ApoE2 (cys130, cys176),
- APOE4 vimeeT aprvHuH 1 B nonoxeHuu 130, n B 176: ApoE4 (argl30, argl76).

AMMUHOKMC/IOTHbIE 3aMeHbI B/IMAIOT Ha CTPYKTYpy AnoE, ero ctabuibHOCTb M POACTBO C peuenTtopamu. B pesynbtate meHsetcs
MeTaboIM3M  INMOMPOTENHOB, YTO MOMKET Mpeapacnonaratb K JUMUAHbIM HAaPYLIEHUAM U UX NMOCAEACTBMAM. BapuaHTbl reHa
anosmMnonpoTtenHa E xopowo nsyuyeHbl. Bce reHbl npeacTasaeHbl Napamu, No 04HOMY OT Ka)Aoro us poautenein. Takum obpasom,
CYLLLECTBYET LWeCTb BO3MOMXHbIX KOMBUHaumii reHa APOE: E2/2, E2/3, E3/3, E4/2, E4/3, E4/4A.

FeHoTun ApoE3/E3 Hambonee pacnpoctpaHeH (~60 % nonyasumm) M CUMTAETCA HOPMasibHbIM, TO €CTb He crnocobcTeyer
MOBBILEHWNIO PUCKA Pa3BUTUA aTepockneposa. OcTanbHble 40 % ntofeil HecyT Mo KpaiHel mepe oguH E2 wnu E4 BapuaHrT,
CBA3AHHblE C Pa3HOW CTerneHbl HapylweHWi B obMeHe XxonectepuHa. ITO MONKeT MPUBOAUTL K PasBUTUIO MATONOMMYECKUX
COCTOSAHWI U BbITb GAKTOPOM, BAUAIOLMM HA 3GPEKTUBHOCTb ANETLI, MPUMEHAEMOM B KayecTBe NPOodUIAKTUKMN.

Hanunuune annens ApoE2 3HauMTeNbHO yBENMYMBAET PUCK PA3BUTUA TAaKOro peaKoro 3aboseBaHuA, KaK rmnepannonpoTenHemums
(FNN), T7Mn 3. BONBLIMHCTBO NtOAEN C 3TUM PACCTPOMCTBOM MMelT ABe Konun E2. 3aboneBaHne xapaKTepusyeTca NOBbIEHHbIM
YPOBHEM B KPOBW XONECTEPUHA U TPUTINLEPULOB.

Mpucytcteune annens ApoE4 BAnseT Ha PUCK CepaevyHO-COCYaAMCTbIX 3abonesaHuii. Mpu HanMumm xoTtsa 6bl ogHoro annens ApoE4
BO3pacTaeT BEPOATHOCTb Pa3BUTUA aTepocKkneposa. ITo 3abosieBaHWE, XxapaKTepusytolweeca MPOrpeccupyromm CyKeHnem
KPOBEHOCHbIX COCYA,0B 3a CYET XONECTePUHOBBIX BALIEK, MOBbLILLAET PUCK ULLIEMUYECKOW BonesHu cepaua, MHGapKTa MUOKapaa 1
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nHcynbTa. ApoE4 accoummpoBaH ¢ ymepeHHbIM pa3sutnem 6onesHn Anbureimepa. Mpu Hanvumm AByx Konui E4 puck Bbiwe, Yem
npv oaHon Konun E4.,

3HaHuMe reHoT1na no ApoE No3BOAUT He TO/IbKO OLEHUTb PUCK PAa3BUTUSA NATONOTMYECKMX COCTOAHUIA, HO Y NPABUIbHO ONpPeaenTb
TAKTUKY WX NPOPUNAKTUKMK. «leHeTuyeckas npeapacnoNoXKEeHHOCTb» K MaTo/NorMM 3TO He AMarHos, a oauH M3 (GaKTopos,
NoBbIWAOWMIA PUCK ee pa3BuUTUA. OLEHKA 3HAYMMOCTM AAaHHOTO FTEHETUYECKOrO MapKepa NpoBOAUTCA BPAYOM-CNELNANNCTOM, B
3aBMCMMOCTM OT LLENIN UCCIeA0BAHUA.

BajkHble 3amevyaHua

[na paHHOro mapKkepa He cylecTsyeT noHATUA "Hopma" v "natonorna”, T. K. uccneayetca nonMmopdmsm rexa.

WHmepnpemayua pe3ysnbmamos uccnedoB8aHuUs 00AHCHA I'IpOBOdlebCFI gpavyom-crieyuanucmom 8 Komrlisiekce C aGHAMHE3O0oM,
K/UHU4Yeckumu, /7060pCImOprIMU u, npu HEO6XO0UMOCIT1U, dpyeumu 2eHemu4yecKUMU OaHHbIMU.

NPEAOCTAB/IEHHAA MHOOPMALMA HE ABNAETCA MHTEPNPETALMEN PE3Y/IbTATA TEHETMYECKOTO AHATU3A.
NPOKOHCY/IbTUPYMUTECH CO CNELMATMCTOM!
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