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Ton poxnenns: 1972

IMon: XK Homep obpasma: *856*
[Jara B3stus buomarepuana: 26.08.2016 Otnenenue / xapra: /

Hara peructpauuu: 26.08.2016 CrpaxoBas xommauus: N/A
Bpau: Ne nmonuca:

buomarepuan: kpoBb
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I'eHeTn4eckasi MpeapPacnoioKeHHOCThL K HAPYIIEHUI0O 00MeHa XoJiecTe-
puHa

Hapyumenue JunuaHoro ooMeHa

APOC3 Anomvnonporenn C-I11I

I'er APOC3 xomupyer Oenox amosmmomnporens C-III, KOTOPBIHOTHOCHTCS K JIMIONPOTEHMHAM OUYeHb HU3KOHIIIOTHOCTH
(VLDL). APOC3 uHrubupyer nedeHOuHyI0 ¥ JIUIIONPOTEHHOBYIO JIUIAa3y, yMEHbIIACT NOMIOMICHHE XUIOMUKPOHOB KJIET-
KaMH{ ITI€UeHH, 3aJep)KUBAaeT KaTaOoiau3M OOraTelX TPUNIHLECPHIAMH YACTHUI]; HEMOCPEACTBEHHO aKTUBHPYET MOHOIUTEHI
4eJIoBeKa, Mo KpaiiHeiiMepe yacTuaHo yepe3 TLR2-3aBUCHMBIATYTh; ABISETCS HHTHOUTOPOM JIMITONPOTEHHIINIIA3EI U KITFO-
YEBBIM PETYJIATOPOM MeTaboan3ma 6OFaT]>IX TPUITTALIEPpUAAMHU JTUIIONTPOTEUHOB, KOTOPHIC B OCHOBHOM CHUHTE3UPYIOTCA B
MeYeHH U KHIICYHUKE; MOXKET MTPaTh OIpEENCHHYIO POib B 3allaCaHMM M MOOWIM3ALMK JIMIUIOB B aIHUIOLWTHEl U B
KIIETKH HE CEKPETHPYIOIINE JIUIOMPOTENH.

C-482T; [-482C>T] Kar NeS-0016/01
C/T

3HaUNTEIBHBIH

T-455C; [-455T>C] Kar NeS-0016/02
C/T

3HaUNTETBHBIH

APOE Anonunonporeunn E

Amnonumnonporend E sBIsSeTCS MOCPEIHUKOM NI CBSA3BIBAHUS, WHTEPHAIM3AIUN M KaTaboNM3Ma JHIONPOTEHHOBBIX da-
CTHIL (JIMITONIPOTENHOB HU3KON MIOTHOCTH - LDL). OCTaTky XMIOMHUKPOHOB M JIMIIONPOTEMHOB OYEHb HU3KOW IJIOTHOCTH
(VLDL) ObIcTpo yHaisioTcs U3 KPOBOTOKA IYTEM PELEeNTOpP-OIIOCPEAOBAHHOIO SHOIMTO3a B MEYEHH. AIOIUIIONPOTEHH
E, sBnssch OCHOBHBIM alOIPOTEHMHOM XUJIOMUKPOHOB, CBSA3BIBAETCA € PELENTOPAMH JIUIOIPOTEHHOB HU3KOH INIOTHOCTH
(apo B/E) u crneruduueckumu perentopamu (apo-E) Ha MOBEPXHOCTH KIETKOK MMEUCHU U MepUPEepHUeCKUX KiIeToK. ApoE
HMeeT BaXXHOE 3HAYCHHE JUIsl HOPMaJIbHOTO Karabonm3Ma GoraTelX TPUIIMIEPUIAMHI JIMIIONPOTEHHOB. JledekTh! B reHe armo-
nmunonpoTenHa E mpuBomAT kK ceMelHON AMCOETANUIONPOTenHEMUN Wi K runepaunonporenHemud 11 tuna (HLP IID),
IIPH KOTOPBIX YBEJIMYECHHUE YPOBHS XOJIECTEPHHA U TPUITIMLIEPUIOB B IUIa3M€ SBIISAIOTCS CIEACTBUEM HAPYLIECHHUS BEIBEACHUS
OCTaTKOB XWJIOMUKPOHOB U JIMIIOIPOTEHHOB OUYCHb HU3KOM IIOTHOCTH.

APOE: *E2,*E3,*E4; T388C; Cys112Arg; ApoE epsilon 4; SNP92-APOE; [in dbSNP build 130; Cys130Arg]
Kar NeS-0017/01

C/T

HenocraTtoyHo JaHHBIX

APOE: *E2,*E3,*E4; C526T; Argl58Cys; 2198C>T; [Argl76Cys; ApoE epsilon 2; 8041C>T; 526C>T] Kat
NeS-0017/02
C/T

HenocrarouHo TaHHBIX

APOE: *E2,*E3,*E4 (T388C + C526T) Kar NeS-0017/03(S-0017/02+S-0017/01)
*E2/*E2

Bricoknii

8 4 9 5 6 8 9 7 7 04 M. MeggeakoBo, yn. [pekoBa, A. 5 nH-c6 9.00-18.00
M. Teepckasn, yn. Teepckas, g. 6, cTp. 6 nH-nT 7.30-21.00; c6-8¢ 7.30-19.00
M. Mapk Mo6eppl, yn. leHepana Epmonosa, a. 8 nH-nt 8.00-18.00; ¢6 9.00-14.00

8 4 9 5 6 8 9 70 52 M. MnanepHas, yn. HoBokypkuHckoe wocce .51 nH-nt 7.30-19.30; c6-8¢ 8.30-19.30
M. IneKTpo3asopgckas, yn. Monos Mpoesg, a.4 nH-nT 8.00-18.00; c6 9.00-14.00
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Ten
DYHKIMA reHa

PONI1 Tapaokconasa 1

[Tapaokconasza 1 (Apwmimacrepaza B-tuna) - ¢epment, kogupyemsiii rerom PONI1, ruaponusyer mapokcoH ¢ obpa3oBa-
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———— ]

HHEM p-HUTpOdEeHONa; THAPOIN3YeT TOKCHYHBIE METa0ONIHUTH psifa (OoCHOOpraHMIecKUX HHCEKTHIUIIOB, MOXET obec-
MeYNBaTh (PEPMEHTATHBHYIO 3alUTy JUIONPOTCHHOB HU3KOH INIOTHOCTH OT OKCHIATHBHBIX MOTH(UKAIMHA, MOXET IpH-
BOJUTH K AHTHU-aTCPOICHHBIM PECAKIUAM INPU Cl'leLH/I(bPl‘{HOM CBA3BIBAHUM C COOTBETCTBYHOIIHMMH caliTaMHM CBS3BIBaHUS
Makpogaros. MMeeT aHTHOKCHIATHBHYIO M areponpoTekTHBHyI0 (yHKimu. PON1 Taioke sBISieTCS BaKHEHIIMM aHTH-
aTepPOCKICPOTHIECKAM KOMIIOHEHTOM JIMIOMPOTEHHOB BbICOKOW TuioTHOCTH. ['eH PONI1 aktmBupyercs PPAR, xoTopsrit
YCUIMBAaeT CUHTE3 MIPOAYKTa 3TOr0O T'eHa B I€UYEHH, IPEAOTBpaLlas aTepoCcKiepo3. Y noApocTKoB akTUBHOCTE PON1 HeBbI-
COKa 110 CpaBHEHUIO co B3pocibiMu. [Tomumopdusmer B rene PON1 CHIIBHO CHMXKAIOT KaTQIUTUYECKYI0 aKTHBHOCTB 9TOTO

(depmenra.
Bapuant PONI1: GIn192Arg; Q192R Kar NeS-0123/02
Tenorun  Arg/Arg
Puck  3HauuTeNnbHBIN

I'en HasBanue rena Bapuanr I'enorun | Puck

APOC3 AmnonumonporenH C-I11 C-482T; [-482C>T] C/T 3HAYUTETbHBIH

APOC3 Amnonunonporenn C-III T-455C; [-455T>C] C/T 3HaYUTENbHBIH

APOE AmnonumonporenH E APOE: *E2,*E3,*E4; | C/T HenocraTtouno maHHBIX
T388C; Cysl12Arg; ApoE
epsilon 4; SNP92-APOE;
[in dbSNP build 130;
Cys130Arg]

APOE AmnonunonporenH E APOE: *E2,*E3,*E4; | C/T HemocraTtouHo gaHHBIX
C526T; Argl158Cys;
2198C>T; [Argl76Cys;
ApoE epsilon 2; 8041C>T;
526C>T)]

APOE Anonunonporeus E APOE: *E2,*E3,*E4 | *E2/*E2 Bricokuit
(T388C + C5267T)

PONI1 [Tapaokconasa 1 PONI1: GIn192Arg; Q192R | Arg/Arg 3HAYNTENBHBII

3akaiouenne

APOC3(C-482T; [-482C>T])

APOC3(T-455C; [-455T>C])

APOE(APOE: *E2,*E3,*E4; T388C;
Cysl12Arg; ApoE epsilon 4; SNP92-
APOE; [in dbSNP build 130; Cys130Arg])

APOE(APOE: *E2,*E3,*E4; C526T;
Argl58Cys;  2198C>T; [Argl76Cys;
ApoE epsilon 2; 8041C>T; 526C>T]))

8 (495) 689 77 04
8 (495) 689 70 52

V¥ rerepo3uroTHeix Hocutenel BapuanTta -482T rena APOC3 (renortun C/T) Ha-
6mromaercst 30%-Hoe yBenuueHHe KOHIeHTpanuu anonunonporenHa C3 u 60%-Hoe
YBEIMYECHUE KOHIICHTPANU TPUIVIMIIEPHIOB B IIa3M€ HATOINAK, 2-X KPAaTHOE YBEIIH-
YeHUE TPUDIUIEPUIOB U KOHIIEHTPAIIMH 3(DUPOB PETHHUI KUPHBIX KUCIIOT B IIa3Me
mocje TecTa CTaHJApTHON MUILEBON XUPOBOI HArpy3Kd U 2-X KpaTHOE CHIDKCHHE
KIIMpeHca TPUNIULIEPUIOB B IIa3Me.

V rerepo3urotHeix Hocutenelr Bapuanta -455C rema APOC3 (renotun T/C) Ha-
omomaercs 30%-Hoe yBenndeHue KoHIeHTpanuu anojunonporernaa C3 u 60%-noe
YBECJIMYCHUEC KOHICHTPAUWUU TPUTIIMHEPUIOB B IJIa3ME HATOIIAK, 2-x KpaTHOC yBCJIU-
YCHUE TPUDIUICPUIOB U KOHIICHTPAIUH 3()UPOB PETHHII KUPHBIX KUCIIOT B IUIa3Me
MOCJIe TeCTa CTAHAAPTHOM MHUINEBOI JKUPOBOW HATPY3KH M 2-X KPAaTHOE CHUKEHHE
KJIMPEHCa TPUIIMLEPH/IOB B IIa3Me.

Jlyist OLICHKH pHCKa HEOOXOMM OIHOBPEMEHHBINH aHamu3 nmonumopdusmor T388C u
C526T B rene APOE

JItst oTleHKH prcka HEOOXOAMM OTHOBpEeMEHHBIH aHam3 rmonnMopdusmoB T388C u
C526T B rene APOE

M. MeggeakoBo, yn. [pekoBa, A. 5 nH-c6 9.00-18.00

M. Teepckasn, yn. Teepckas, g. 6, cTp. 6 nH-nT 7.30-21.00; c6-8¢ 7.30-19.00

M. Mapk Mo6eppl, yn. leHepana Epmonosa, a. 8 nH-nt 8.00-18.00; ¢6 9.00-14.00

M. MnanepHas, yn. HoBokypkuHckoe wocce .51 nH-nt 7.30-19.30; c6-8¢ 8.30-19.30
M. IneKTpo3asopgckas, yn. Monos Mpoesg, a.4 nH-nT 8.00-18.00; c6 9.00-14.00




Hay4Helit LeHTp
MOASKYAAPHO -rTeHETHYEC KMX MCCASAOBAHKHI AHKOM

www.dnkom.ru

APOE(APOE: *E2,*E3,*E4 (T388C + V mromeit ¢ renoruniom E2/E2 BBICOK pHCK TSKETOW NUCOSTAIMIONPOTEHACMUN U

C526T)) PHCK aTepockiiepo3a . PacmpocTpaneHHocTs "aTeporenHoro'renoruna E2/E2 cpenun
HaceneHus coctasisieT 1:100, ogHako ceMeiiHasi JUCOETATUIIONPOTEUIEMHUS BbISIB-
nsiercst Tonbko y 1- 2% mnropeit ¢ TakuM (PEHOTUIIOM.

PONI1(PONI1: GIn192Arg; Q192R) T'omo3uroTHbI BapuaHT Arg/Arg IpUBOINT K 2-X KPaTHOMYIOBBIIICHHIO PHCKa Kap-
JIMOBACKYIISIPHBIX 3a00JIEBaHUN, YBEIMYMBAET PUCK Pa3BUTHS KOPOHAPHOW OOJIe3HH
apTepuil, HIIEMUIECKOTO MHCYIIBTA, TaK Kak MpH HOCUTENbCTBE auiens 192Arg cun-
Te3upyercs Oosee akTHBHas (hopMa MapaoKCOHa3bl, xyxe 3ammuiiatonias JIITHIT or
OKHCIICHHS.

Hara: 26.08.2016 Bpau : I'puropnesnu H.1O. Honmucs:

8 4 9 5 6 8 9 7 7 04 M. MeggeakoBo, yn. [pekoBa, A. 5 nH-c6 9.00-18.00
m. TBepckas, yn. Teepckas, . 6, cTp. 6 nH-nT 7.30-21.00; c6-8C 7.30-19.00

M. Mapk Mo6eppl, yn. leHepana Epmonosa, a. 8 nH-nt 8.00-18.00; ¢6 9.00-14.00

8 4 9 5 6 8 9 70 52 M. [MnaHepHas, yn. HoBokypkinHcKoe wocce .51 nH-nr 7.30-19.30; c6-8c 8.30-19.30
M. IneKTpo3asopgckas, yn. Monos Mpoesg, a.4 nH-nT 8.00-18.00; c6 9.00-14.00



