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Pesynbrar uccnegoBanust Ne 695 ot 26.08.2016

®UO: UBanoBa Mapbsi HBaHOBHA
Ton poxnenus: 1972

ITom: XK

[ara B3sTus bnomarepuana: 26.08.2016
Hara peructpauuu: 26.08.2016

Bpau:

Homep obpasma: *695*
Otnenenue / xapra: /
CrpaxoBas xommauus: N/A
Ne nmonuca:

buomarepuan: kpoBb
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I'eHeTH4Yeckasi MPeAPACIOI0KEHHOCTh K HHPAPKTY MUOKapAa
HNudapkr muokapaa

ACE Anrunorensun-npespamaromuii pepment (Junentuamikap6okcunentuaasa 1)

I'er ACE xomupyer aHruoteHsuHnpeBpamaonmii pepment (AIID), xaranuzupyrommid pacuielUieHHe aHTHOTEH3MHA [
B (U3HONOTMYECKH aKTUBHBIA mentupa aHruoreH3uH II. OGe ¢GopMBl aHTMOTEH3MHA WIPAIOT BAXKHYIO POJIb B PEHUH-
AQHTMOTEH3WHOBOH CHCTEMe, PeryJipylomel KpoBsHOE JaBleHHe B opraHu3me. AHruoteH3uH Il sBiseTcs MOIIHBIM Ba-
30IIPECCOPOM U aJIbA0CTEPOH-CTUMYIISITOPOM, KOTOPBI KOHTPOIMPYET KPOBSHOE AaBICHHE M 00bEM KPOBH B OpraHU3ME.
Ins/Del, Intron 16; 289bp Alu-Ins/Del Kar NeS-0002/01
I/D

3HaUNTETBHBII

APOE Anonunonporenn E

Amnonumnonporend E sBISeTCS MOCPEAHUKOM AN CBSA3BIBAHUS, MHTEPHAIM3AIUK M KaTabOM3Ma JHIONPOTEHHOBBIX da-
CTHIL (JIMIIONIPOTENHOB HU3KOM MIOTHOCTH - LDL). OCTaTky XMIOMHUKPOHOB M JIMIONPOTEMHOB OYEHb HU3KOW IJIOTHOCTH
(VLDL) 6bIcTpO yHamisioTcs U3 KPOBOTOKA IYTEM PELEeNTOpP-OIIOCPEAOBAHHOIO SHOIUTO3a B MEYEHH. ATOIUIIONPOTEHH
E, sBnssch OCHOBHBIM allOIPOTEHMHOM XUJIOMUKPOHOB, CBS3BIBA€TCA € PELENTOPAMH JIMIIONPOTECHHOB HU3KOH INIOTHOCTH
(apo B/E) u crneruduueckumu perentopamu (apo-E) Ha MOBEPXHOCTH KIETKOK MCUCHU U MEpUPEePHUCCKUX KIeTOK. ApoE
HMeeT BaXXHOE 3HAYCHHE JUIsl HOPMaJIbHOTO KaTtabonm3Ma GoraTelX TPUIIHIEPUAAMH JIMIIONPOTENHOB. JledeKThl B reHe aro-
nunonpoTenHa E mpuBomAT kK ceMelHON AnMCOeTaNUIONpoTenHeMUH Wi K runepaunonporenHemud 11 tuna (HLP IID),
IIPH KOTOPBIX YBEJIMYECHHUE YPOBHS XOJIECTEPHHA U TPUITIMLIEPUIOB B IUIa3M€ SBIISIOTCS CIEACTBUEM HAPYILIECHUS BEIBEACHUS
OCTaTKOB XWJIOMUKPOHOB U JIMIIOIPOTEHHOB OUYEHb HU3KOHM IUIOTHOCTH.
APOE: *E2,*E3,*E4 (T388C + C526T)

*E1/*E4

3HauUNTETBLHBII

Kar NeS-0017/03(S-0017/02+S-0017/01)

F2 ®axrop xoarynsimu 11 (TpoM6uH)

I'er F2 xomupyer daktop cBeproBanus I (tpomOun). PakTop cBepThiBaHHA KPOBH Il MPOTEONHTHYECKH pacIIeIuIseT-
csi ¢ 00pa3oBaHMEM TPOMOMHA Ha TEPBOM 3Tale CBEPTHIBAHMS KPOBU. F2 Takxke MrpaeT BaKHYIO pONb B MOIAAEPKAHUU
LEJIOCTHOCTU cocynoB. Mytauuu B F2 mpuBogut x pasmuusbiM Gopmam TpoMO03a M IUCIPOTPOMOMHEMHH (QHOMAIUK
CBEPTHIBAIOLINX OEIKOB ).
G20210A

A/A

3HaUNTETBLHBII

Kar NeS-0055/01

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

8 (495) 689 77 04
8 (495) 689 70 52
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Ien F7 daxrop xoarymsmun VII (akcemeparop KOHBEPCHH CHIBOPOTOIHOTO MPOTPOMOUHA)
®Oynkuusa reHa Ten F7 komupyer dakrop ceeprbiBanust kposu VII (mpokonseptuH, F7) - K-ButaMuH 3aBUCHMBINA TPOQEPMEHT, TPOIYIIH-
pytonuiica B medenn. OCHOBHOIT (usnonornueckoit ponsto F7 sBisiercs akruBanust dakropa cseprsiBanus kposu X (F10).
[ocne moBpexxaenus cocyna, F7 cBsaspiBaetcs ¢ TkaHeBbIM (akrtopom I (TFA) m mepexoaut B akTuBHYyIO dopmy. DTa
peaxius SBIAETCS OCHOBHBIM COOBITHEM B Iponecce cBepThiBaHUs KpoBU. Kommiexke TFA u F7 cmyxur ans aktusanuu
taxropa IX (F9), X (F10) u dakropa VII (F7). AxruBuposanusiii Gakrop X (Xa) B CBOIO ouepenb y4acTBYeT B Ipolieccax
aKTHBAIIH MPOTpOoMONHA U mepexoze ero B TpoMOuH. daktop VII Takke MokeT akTuBHpoBarbes U dakropamu Xlla, [Xa,
Xa u Ila.
Bapuant G10976A; Arg353GIn Kar NeS-0159/01
Tenotun  G/A

Puck IIpoTexTuBHBIN

Ten ITGB3 Wnrerpun, 6era 3 (tpomGonurapHslii mukonporeun Illa, anturen CD61)
®Dynkuusa reHa Ten ITGB3 kogupyer Gerta nenb HHTErpruHa 6eTa-3. IHTerprHbI - MOBCEMECTHO AKCIIPECCHPYEMBbIE aAre3HBHBIC MOJICKYJIBI.
OHH SBJISIFOTCS TETEPOIUMEpHI alb(a- 1 GeTa-cyObeIMHHMII - peleNTOpaMy KIeTOYHOU noBepXxHOCTH. [nkonporenn 11/111b
(alphall/beta3) sBnseTcst penentopoM MHTETPHHA HAXOAAIIWIICA HAa MOBEPXHOCTH TpoMOOIuTOB. OH Y4acTBYeT B Iepe-
KPECTHOM CBSI3BIBAHUHM TPOMOOLUTOB ¢ (HUOPUHOM, MMEET J)KU3HEHHO BAXKHYIO pOJIb B (POPMHPOBAHUU KPOBSHOIO CTyCTKA.
Bapuant PIA1/PIA2; Leu33Pro; T1565C Kat NeS-0095/01
Tenotun  PIA2/P1A2

Puck 3HaunTeNbHBIN

Ien NOS3 DunorennanbHas cMHTa3a OKCHAA a30Ta, TUI 3
@Dynknusa reHa  Ten NOS3 komupyet Geiok — SHAOTENHAIBHY0 CHHTA3y a30Ta 3-10 THIA. DHIO0TeIHaIbHAs CHHTAa3a a30Ta 3-ro TUIIa IPOH3-
BoAUT okuch a3ota (NO), koTopast y4acTByeT B Iporiecce paccnabineHus cocyaucToi creHku no nl M®-omocpenoBaHHOMY
nyti. NO croco6Ha 3amyckars HHIyLHHpYyeMblid pakTopom pocra cocyauctoro suporenus (VEGF) poct kopoHapHBIX co-
CYIOB ¥ akTHBUpOBaTh TpoMOouThl. Kamusupyer cunre3 NO n3 L-aprunnna.
Bapuant Glu298Asp; E298D; [G894T; 894G>T)] Kar NeS-0115/02
Tenorun  Glu/Glu
Puck CpenHenomynsiuoHHbII

I'en Ha3Banue resa Bapuaur I'enotun | Puck

ACE Anruorensus-npespamatomuii - pepment | Ins/Del, Intron 16; 28%p | I/D 3HA4YUTENbHBIN
(Junentuamikapbokcurnentuaasza 1) Alu-Ins/Del

APOE AmnonunonporenH E APOE: *E2,*E3,*E4 | *E1/*E4 3HAUUTETbHBII

(T388C + C526T)

F2 ®axrop xoarymsiua I (TpoMOuH) G20210A A/A 3HAYNTETBHBIT

F7 @akrop xoarymsiumu  VII (akceneparop | G10976A; Arg353Gln G/A IIporexTuBHBIM
KOHBEPCHH CBHIBOPOTOYHOI'O IIPOTPOMOU-
Ha)

ITGB3 Wuterpun, 6eta 3 (tpomboruTapHbiii - | PIA1/PIA2; Leu33Pro; | PIA2/PIA2 | 3HauuTeIbHBIH
xornporenH [lla, anturen CD61) T1565C

NOS3 DHIoTeNnnalbHas CHHTa3a Okcuaa asora, | Glu298Asp; E298D; | Glu/Glu CpeaHenonyIssuOHHBIH
U 3 [G894T; 894G>T]

3akJ/04eHne

ACE(Ins/Del, Intron 16; 289bp Alu- Tereposurots ¢ reHoTHIIOM I/D MMErOT NOBHIIICHHEH ypoBeHb AIID B KpoBH, 9TO
Ins/Del) MOXET SIBIATHCSA OTHUM M3 (aKTOPOB PHCKA PAa3BUTHUS THIIEPTOHHYECKON OOJE3HH.
Annens D Berpewaetrcst y 30% HacelneHHS W pacCMaTpUBAaeTCAd KaK TeHETHYECKHUN
(haxTop NpenpacroioKeHHOCTH K HH(APKTY MUOKap/a U UILIEMUYECKOMY UHCYIIBTY.

APOE(APOE: *E2,*E3,*E4 (T388C + VY nHocureneir ajuens E2 oObryHO HaOMOmaeTCsl TUIEPIMIIONPOTEMHEMHUS 3 THIA U

C526T)) pE3Ko BO3pacTaeT PUCK aTepoCKIepo3a MPH YIOTPEOICHUH OONBIIOr0 KOJIHYECTBA
XKHpa B Tuile. [unepaunonporenHeMust - pakTop pucka HHpapKTa MHOKapaa B BO3-
pacte g0 40-50 ner.

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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F2(G20210A) MyTanus B reHe IPOTpOMOMHA, BEIpakaromlascs B 3aMeHe TyannHa G Ha afeHuH A

F7(G10976A; Arg353Gln)

ITGB3(PIA1/PIA2; Leu33Pro; T1565C)

NOS3(Glu298Asp; E298D;  [G894T;
894G>T])

B no3unuu 20210 nmpUBOIUT K HAPYIICHUIO PETYISIMH CHHTE3a Oellka mpoTpoMOnHa
Y TOBBIILICHUIO €TO YPOBHS B KpOBU. PUCK pa3BUTHS TPOMOO30B y HOCUTEJEH JlaH-
HOM MyTalMu Bo3pacTaeT B 9 pa3 npu Hammuuu reHotuna A/A. CoueraHue ayuresns
20210A u myramuu Jleiinen B reHe FS5 yBennumBaeT pucK pa3BUTHSA TPOMOOQIITHH,
ABJIAIOMIEHCS Cepbe3HBIM (aKTOPOM pHCKa HH(apKTa MHOKap/a.

CHI/I}KeHI/Ie AKTUBHOCTHU MPOKOBEPTHUHA, ABJIAIOMICCCA PE3YJIbTATOM 3aMCHBI T'YaHWHA
G Ha ageHuH A B nonoxkenun 10976 rena F7, crocoOCTBYeT CHUXECHHUIO MPOIECCOB
TpoMOoOOpa3oBaHus. Hammuue amienst A 3HAYATENFHO CHIXKACT PUCK BO3HHUKHO-
BeHNs WH(papKTa MHOKapia, THIEPTOHNYECKOH OoNe3HH, aTepockiiepo3. B ciydae
reTepo3uroTHOCTH G/A — pHUCKH CHIDKAIOTCS TPUMEPHO B 2 pa3a MO CPaBHEHUIO C
rerotuniom G/G.

AHTHarperaHTHas aclIMpHUHOBAs Tepanus y HocuTened reHotuna A2/A2 B 2,5 pasa
MeHee Hed(pEeKTHBHA MO0 CpaBHEHHIO ¢ HocuTenmsmu reHoruna Al/Al. Hocurens-
CTBO ayuienisi A2 MPUBOJWUT K MOBBIIICHHUIO arperallHOHHBIX CBOMCTB TPOMOOIUTOB,
accoLMUPOBaHa ¢ MH(pAPKTOM MHOKapAa, KOPOHAPHBIM aTePOCKICPO30M, KOPOHAp-
HBIM TPOMOO30M CTEHTa, OCTPON KOPOHAPHON HEJOCTaTOYHOCTHIO, HHCYJILTOM.

BEIsBIICHHBII TEHOTHII 110 YKa3aHHOMY BapUaHTY I'CHA HE CBA3aH C pPUCKOM PA3BUTHUSA
OITMCBIBACMOT'O q)eHOTI/IHa

Hara: 26.08.2016 Bpau : I'puropuesuy H.1O. Moanuce:

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



