Pe3yanaT reHetTn4veCcKoro aHasim3a

[eHeTUUYecKas NpeapacronoXeHHOCTb K
6onesHn AnburemMepa

dammnma Ima OTuyecTBO

JlTabopaTopHbI KOA:

[aTa poxaoeHus: [aTta BbINO/HeHWA
Mon: MCCNenoBaHWs:
CHUNC: _ Banvpaumsa:

ByKKanbHbIV 3NUTENMM C BHYTPEHHEN
[Hata noctynneHns _ Briomatepman: 4 P
BriomMaTepumana: CTOPOHbI LLeKM

MeTtoa nccnengoBaHns: ruP

leH MonuMopopusm MeHoTMN BapuaHT SpdekT PesynbTat
APOE rs429358, E2/E2 Polyrm/Polym CyLLUeCTBEeHHas MPeapacronoOXeHHOCTb K
rs7412 TMMEPTPUIIMLIEPUOEMAN. SHAYUTENBHO

CHVI>KEH PUCK Pa3BUTUSA BONe3HU
AnbuUreriMepa

CETP rs5882 AA Norm/Norm (-] -1 MpenpacronoXeHHOCTb K BblCOKOW
CKOPOCTU NepeHoca xonectepuHa 13 JIMBIM
B JIMHM
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UHTepnpeTauus pe3ynbTaToB aHanM3a:

eH - nccnenyeMbit reH, 0603HauYEeHHbIN Ha3BaHMEM corflacHO HomeHknaType HUGO.

Monmmopduam - Homep B 6ase aaHHbIXx dbSNP nccnegyemoro nonMMopgHoOro BapumaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHaIm3a obcnenyemoro.

BapuaHT - knaccnumkaTop pesynsTaToB aHanmsa Mo CTeneHn pacnpoCcTpPaHEHHOCTU

Norm - BapmaHT HOPMbI, YaCTbiI B UCCNEAYEMOM MOMyIALMN.

Polym - nonmMopdHbI MeHee pacnpoCTpaHEeHHbIN BapUaHT B UCCreayeMor nonynsauum.

DdPeKT - KraccnodmkKaTop pesysbTaToB aHanM3a ro BAVSHUIO MoniMMopdurama.

yKasblBaeT Ha MONOXUTENbHbIM 3PDEKT, CBA3aHHbIN C USMEHEHMEM aKTUBHOCTU UMM SKCMPECCUU reHa.
= yKasblBaeT Ha OTpMLATENbHbIN 3$EKT, CBA3AHHbBIN C M3MEHEHMEM aKTUBHOCTU UM SKCMPECCUM reHa.

PesynbTtaT - HTEPpeTaumnsa pe3ysbTaToB aHam3a rno NccrefyemMoMy reHy YerioBeka C TOUKM 3peHnst akTUBHOCTU U
SKCrnpeccuum reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH

OO0 “HaumoHanbHbIn
LIEHTP reHeTnyecKmnx
ncenenoBaHing
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BonesHb Anburenmepa (BA) (G30 cornacHo MKB-10) —
Henane4YnMoe gereHepaTmeHoe 3aboneBaHme
LIeHTpasibHOW HEPBHOM CUCTEMbI, XapaKTepM3ytoLLeecs
HapyLLIEHMEM KOTHUTUBHbIX GyHKLMM. ObLieMmpoBas
3abonesaemocTb Ha 2010 r.oueHuBanack B 35,6 MH
yenosek, K 2030 r.Mmo NporHo3am ysenmumTtea 0o 65,7
MIH,a K 2050 r.— go 115,4 MiH.

BA pa3BrBaeTCs B OCHOBHOM B MOXMIIOM BO3pacTe,
SABNASCb O4HOM 13 GOpPM AeMeHLMM: okosio 43%
H60/IbHbIX MMEIOT BO3pacT oT 75 Ao 85 neT. XKeHLWyHbl
3a60/1eBaIOT Yalle My>XUnH (72% Bcex obcnenyembix
¢ BA — xeHckoro nona). OgHow 13 Hanbonee
>KN3HECMOCOOHbBIX U Ha CEerOAHSAWHWN AeHb
OBLWENPUHATBLIX TMMNOTE3 Pa3BUTUS BONE3HU
ArblreiMepa CUMTaeTCa «aMUIonaHasa rmnoTesa,
COrflaCHO KOTOPOW MaBHOM MPUUYMHOM

3akioyeHue

HeMpoaereHepaTMBHOIO MpoLiecca sBIseTcs
HapyLueHne MeTabonmamMa benka-npenwecTBeHH1Ka
amunonga (APP). KnioueBbiM 3BEHOM B 3TOM Kackafe
ABNSeTCs 0OPa30BaHKME U OTIIOXEHWE aMUTIOUOHbIX
Brswek B mapeHxmme moasra. Ewe oagHMM MeEXaH1M3MOM
naToreHesa BA cumTatoT n3bblToUHOE
dochopummpoBaHme Tay-6enka (OTHOCSALLEroCs

K rpynne MAP-6eKoB, acCOLMMPOBaHHbIX

C MUKPOTPYOOUKaMM), B pe3yssTaTe Yero oH nepecTtaeT
B3aMMOLENCTBOBATb C MUKPOTPYOOUKaMn 1 obpasyeT
KITyBKM B HEMPOHaX, 3TO, B CBOKO OYepenb, BeaeT

K MOBpeXOeHuo nocneaHux. Hacnenyemocts BA 6bina
onpeneneHa Ha ypoBHe 58-79% (cornacHo
6M3HELO0BbIM NCCNenoBaHMAM); MO APYrM AaHHbIM,
BKJ/1a4 MEHETVIKM COCTaBNSET nopsaka 33%.

Ha cerogHswHMM OeHb BbisiBNeHo 6onee 20 OCHOBHbIX
IOKYCOB, CBSA3aHHbIX C PUCKOM pa3BnTus BA.

[eHeTUYeckuIA aHanM3 nokasarl, YTo Yy chnep.yeMoro BbISIBJIEH CHU)KEHHbIN pUCK

pa3BuTUs 6one3Hn AnbureiMepa.

O6cnepoBaHuA

O6cnenyeMoMy MOryT OblTb MOSE3HbI
npodunakTMyeckme obcrnenoBaHms, B
YaCcTHOCTV NMMMAOrPaMMa, UCCreqoBaHNSA
YPOBHSI OBLLEro XONeCTEPUHA,
xonectepuHa J1MBIM 1 ocobeHHo JITHI*.
Mpr HEOBXOAMMOCTI eMy MOIYT OblTb
Ha3HaYeHbl AOMOSHUTESbHbIE
obcnepoBaHusa (MPT, KT, MN3T)*. Ocoboe
BHUMaHME 06CeNoBaHNSAM CTOUT YOENATH
Mo JOCTUXeHM 60-65 neT 1 bonee*.
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* HeobxoamMa KOHCYMbTaLMe Bpada-cneLvanicTa

PekoMeHaaUum no npodunakTmke

HecMoTpst Ha CHUXEHHbIN pUCK pPa3BUTUS BA,
obcnenyemMoMy He pekoMeHOYyeTCs 3/10ynoTpebaTh
MPOAYKTaMu C BbICOKVM COAEPXaHMEM XONecTepUHa n
TPaHCXKMPOB. 1119 MUMHUMM3aLUMK prcKa pa3BuTns BA
HraronpusiTHa CPEAN3EMHOMOpPCKas AneTa*. Bo3aMOXHO
nob6asneHve B MLy KYpKyMnHa*. He cnegyet 3abbiBaTh O
HEOH6XOOMMOM KOMYeCTBe CHa /19 BOCCTAHOBIEHMS MO3ra.
[ocTaTouHOe KOMMYECTBO CHa (He MeHee 7-8 4YacoB B
CYTKN) N PETYNSPHbIE YMCTBEHHbIE YMPaXHEeHUs (pelleHue
peBYCOB, TOMMUYecKmX 3a4a4 1 T.n.) Takxke CrocobCTBYOT
MUHMMU3aLMN pUCKa pa3BnTUSA BA.
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NccnepyeMble reHbl

KoampyeT anosmnonpoTenH E, BXOAAWMIN B COCTaB XMIOMVKPOHOB M

APOE MMOMPOTENHOB OYEHb HU3KOWM MIOTHOCTU. MakCK1MaribHas 3KCmpeccms
3TOrO reHa HabMIOAAETCS B MEYeHM, TakKe B MOYKax, HAAMOYEUHMKaX,
KMPOBOW TKaHW, CeneseHke, Moare. benok y4acTByeT B 0OOMeHe MnMaoB B
KPOBMW 1 XOnecTeprHa B Mo3re. Havnbonee 4acto nccnenytoT 2
nofmMopdr3amMa, coueTaHme KOTopbix 00ycnaBMBaeT 3 GopMbl Herka: E2,
E3 (Hop™ma) 1 E4. BapvaHT E4 cBA3aH C MOBbIWEHHbIM PUCKOM Pa3BUTUA
aTepockepo3a 1 bonesHu ArblreriMepa. VInTepecHo, YTo BapuaHT E2
paHee ToXe CYUTaNM MPOaTEPOCKIEPOTUYECKMM, OAHAKO MOCEAHVE
VICCNEAOBAHWSA HE MOATBEPXKOAOT 3TO (MMEOTCS Aake obpaTHble
OaHHbIE),C OPYroM CTOPOHbI, 3TOT BAPUAHT CHKAET PUCK Pa3BMTUSA
B6onesHn AnbLrermMepa.

KopumpyeT TpaHcriopTep (6enok-nepeHocUrK) 3ab1poB XOoecTepuHa,

CETP KOTOPbIN OBecreurBaeT nepeHoc adbrpoB xonectepuHa 13 JIMBMM
(MMMOMNPOTEMHOB BbICOKOW MIOTHOCTM) B APYrMe MMOMNPOTEMNHbI, TaKUM
0bpa3oM yBemuBas ypoBeHb J1MHIM. MakcrMabHO 3KCrpeccmpyeTcs B
ceneseHKe, XMPOBOW TKaHW, IMMbaTUYECKIMX Y3/1ax, 1aleHTe, meyeHu.
OavH 13 NOMMOPOHBIX BAPVAHTOB reHa MPUBOAMT K CHUKEHUIO
AKTUBHOCTM DefKa, YTO CrOCOOBCTBYET YYULWEHWIO NIMMMAHOIO CnekTpa
KPOBW 1 OKa3bIBaET MPOTEKTVBHbLIN 3OHEKT MPOTVB CEPAEUHO-
COCYOMCTbIX 3a00NeBaHMI.
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