CHROMOLAS

Hay4yHo-nabopaTopHbI KOMMIEKC

Pesynbrar uccnenoBanus

DUO:

Jata poxxaeHus:

ITom:

JlaTa B3sTHs OMOoMaTepuana:
Jara perucrpauuu:

Bpau:

Bruomarepuain: kpoBb

Ne monmca:

Howmep obpasna:
Otnenenue / kapta: /CtpaxoBas
koMnanus: N/A

HccaenoBanme I'eneTnyeckasn NpeaApacmoJa0KCeHHOCTDb K BBLICOKONM BBIHOCJIMBOCTH

®enorun CHIOPTHBHBIE CNIOCOOHOCTH

Pesyabrar:
I'en Ha3zBanue rena Bapuant I'enotun | Puck
ACE AnrnoteH3uH-mipeBpamarmuil - pepmert | Alu-Ins/Del I CpeanenonyisirOHHbINA
(Junentuamikapbokcurentrgasa 1)
NOS3 DH70TenHaNbHas CHHTa3a OKcHia a3ora, | ¢.894T>G; p.Asp298Glu Glu/Asp IoBbIlIEHHBII
THI 3
PPARA Penrenitop anega, aktuBupyemsiii nponu- | c.1160-396G>C; IVS7 | G/C CpenHenony S IIHOHHBII
(hepaTopoM MepoKCHCOM 2498G>C; Intron 7 G/C
Pacmu(])poeka PUCKO8:

puck «Ipomexmusnwviity — OR 0-1; puck «Cpeonenonynayuonnwitiy — OR 1; puck «Ilosviuennviity — OR 1-3; puck «Bwvicokuiiy — OR 3-5.

Hamnpasnenue
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3akJjioue

ACE(Alu-Ins/Del)

CHROMOLAS

Hay4yHo-nabopaTopHbIN KOMMEKC

Yeranosnero, yro i sl ¢ reHotunoM /I rena ACE xapakTepHO Ooliee BBRICOKOE
OTHOCHTEJIFHOE COICP)KaHMS MEAJICHHBIX BOJIOKOH M HU3KOE COIEpKaHne OBICTPBIX
BOJIOKOH TI0 CPaBHEHHIO C TAaKOBBIM Ipu Hammuyuu reHotuna D/D. «MemieHHBIS»
MBIIIIEYHbIE BOJIOKHA MEAJICHHO COKPAIAIOTCS, MEAJIEHHO YTOMIIAIOTCS, IpeodasiaeTt
aHa’POOHBIA TMKoMU3. Anenb cuiibl. CUiIoBBIe BHIBI criopTa: Tspkenas aTieTuka,
apMcIopT (apMpECTIIMHT), OOMUOMIIANHT, May3pIu(THHT, THPEBOH CIOPT.

NOS3(¢c.894T>G; p.Asp298Glu) T'er NOS3 komgmpyeT GeloK — SHAOTEIHAIbHYIO CHHTAa3y a3oTa 3-ro Thma. DHIOTe-

nuanbHas cuHTaza a3ora (eNOS) mpous3BoAMT MPOM3BOIUT OKKCh azora (NO), ak-
TUBHUPYIOILYIO T'YaHWIATIHUKIA3y, YTO MPUBOAUT K PacCiIaOiICHUI0 IIaJKHX MBbIIIILL
U pacUIMpeHHI0 cocynoB. Bapuant ¢.894T>G nmpuBOAUT K CHIDKEHHMIO aKTUBHOCTU
¢epmenTa. Bapuant ¢.894T>G accoumupoBaH C MOBBIIICHHBIM PUCKOM Pa3BUTHSA
apTepraNbHON THIIEPTEH3UH U CEPACIHO-COCYAUCTHIX 3a0oeBanuii. Takke qaHHBIN
HONMUMOP(U3M MOXKET OBITH OZHOM U3 IPUYUH HEIOCTATOUHOM PEAKIMH ITAI[IEHTOB C
apTepUalIbHON TMIIEPTeH3MEN Ha TUIIOTEH3UBHbIE NTpenaparhl. BeIsBIEHHBIN reHOTHIT
Glu/Asp BapuanTa ¢.894T>G rena NOS3 cBsizaH ¢ CHIKEHHBIM YPOBHEM CHHTE3a
NO B 3HAOTENNH COCYAOB, KOTOPHIE a/IEKBAaTHO HE PaccialiIsSioTCsl B OTBET HA CEPUH
yIpaXHEHUH, TPEUMYIIIECTBEHHO CKOPOCTHBIX BHIOB CIIOPTA.

PPARA(c.1160-396G>C; IVS7 2498G>C; bananc mMexmy OBICTPBIMH U MEIJCHHBIMH MBIIICYHBIMU BOJOKHaMH. CMeIIaHHOe

Intron 7 G/C)

I'en
DyHKUMA reHa

Ten
DyHKUIMA reHa

Ten
DyHKUMA reHa

Jara:

Hanpasnenue

IMPOSIBJICHUEM, KaK CKOpOCTI/I/CI/IJ'H)I, TaK U BBIHOCJIMBOCTH.

ACE Awnrnorensun-npespaniatomuii gpepment (Junentuamikapookcunentunasa 1)

I'en ACE noxanm3oBas Ha xpomocoMme 17 (17q22-q24) u xoaupyeT aHrHOTeH3UH [-nipeBpaniaomuii GepMenT, KaTaau3upy-
IOLIMH paciierieHue aHruoTeH3rnHa | B gusnonornyeckn akTuBHBIN mentua aHruoTeH3uH II. Ode Gopmbl aHTHOTEH3MHA
UTPAIOT Ba)KHYIO PONb B PEHHH-aHTHOTEH3MHOBOM CHCTEME, PEryIHpYIOIIeil KpOBsIHOE JaBIeHNE B OpraHu3Me. AHTHOTEH-
3uH I sIBIS€TCS MOIIHBIM Ba30IPECCOPOM, aIbI0CTEPOH-CTUMYISATOPOM, a TaKkke obagaeTr npoaudepaTHBHBIM H IPOBOC-
MATUTETBHBIM 3P PEeKTaMH.

NOS3 DuporenuansHas CMHTa3a OKCHMA a30Ta, THI 3

I'er NOS3 xomupyeT 6e0oK — 3HIOTETHATIBHYI0 CHHTAa3y a30Ta 3-Tro TUMa. DHI0TeINaIbHAsS CHHTAa3a a30Ta 3-T0 THIA POU3-
BoaHT OKHCh a3oTta (NO), KoTopas y4acTByeT B IpoLiecce pacciadieHus cocyaucToii creHku mo ul Md-onocpenoBaHHOMY
nyti. NO criocoGHa 3amyckarts HHIyLHpyeMblid ¢pakTopom pocra cocyauctoro suporenus (VEGF) poct kopoHapHbBIX co-
CYIOB M akTHBHpOBaTh TpoMOouunThl. Karamusupyer cuure3 NO n3 L-aprununa.

PPARA Penenrop anbda, akTHBUPYEMBIil TPOIHPEPATOPOM MEPOKCHCOM
I'en PPARA xomupyeT TpaHCKpUIIMOHHBIN (akTop ambda-perentopa, aKTHBUPYEMbIl mponugeparopaMid HEPOKCHCOM

(PPAR-alpha), siBisieTcsl OHUM M3 BaKHEWIINX TPAHCKPHIILMOHHBIX (DAKTOPOB, PETYIUPYIONIUX IKCIPECCHUI0 MHOXKECTBA
T€HOB, BOBJIEYCHHBIX B OOMEH >KHPHBIX KHUCIIOT M ITIOKO3BI.

Bpau-reHetux : Tloanucen:
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