CHROMOLAS

Hay4yHO-NabopaTopHbIN KOMMEKC

Pesynprar uccnenoanus Ne 0000104732 ot 26.06.2025

®U1O: TECT TECT
Jara poxxaeHust:

ITom: M

[Jara B3satus 6uomarepuana: 26.06.2025
[Hara peructpanuu: 26.06.2025

Bpau:

EI/IOMaTepI/IaJ'I: KpOBb

Homep o6pasma: *0000104732*
Otnenenne / xapra: /
CrpaxoBas xommaHus: N/A

Ne monumca:

Hccrenosanne Histamingen - Henmepenocumocts ructamuna (HIT)

®enorun MeTa00IM3M THCTAMUHA

Pesyabrar:
I'en HasBanue rena Bapuant I'enorun Puck
AOC1 Menscoaepikaas aMuHOOKcuAasa 1 c.-16-578A>T A/T CpenHenonyasOHHbII
AOCI1 Mensconeprkaias aMHHOOKcHAa3a 1 c.47C>T; p.Thr16Met C/T IloBLIIEHHBIH
AOC1 Menscoaepikalas aMuHOOKcuaasa 1 c.995C>T; p.Ser332Phe c/c CpenHenonyasuOHHbII
AOCI1 Menbconeprkamas aMuHOOKCHAa3a 1 ¢.-691G>T; ¢.-92-231G>T G/T CpeaHenonyIsuOHHBIH
Pacmuqbposm PUCKO8:

puck «IIlpomexmueneiiiy — OR 0-1; puck «Cpeonenonynsyuonnviiiy — OR 1, puck «Iloswiuwennviiiy — OR 1-3; puck «Buvicokuiiy — OR 3-5.

Hampasnerne 0000104732 TECT TECT

Crpanuna lus 2



CHROMOLAS

Hay4yHo-nabopaTopHbIN KOMMEKC

3akJjaou

AOCl1(c.-16-578A>T) BeousiBnennsiii reHotun A/T Bapumanra c.-16-578 A>T rema AOC1 coorBeTcTByeT
CPEIHETIONMYIAOHHOMY PHCKY Pa3BUTHS HAapyIICHUH MeTabonn3Ma rucTaMHHa.

AOCI1(c.47C>T; p.Thr16Met) Amens DAO 16Met komupyeT Oeok ¢ Oojiee HU3KOW METabOIMUYECKON CIIOCO0-
HocTbio, 4eM ajutenb 16Thr. (PMID:21488903). CHikeHUEe akTHBHOCTH (epMeHTa
MPUBOJIUT K TTOBBIIIEHHON YYBCTBUTEIBHOCTH K HECTEPOMIHBIM MPOTHBOBOCHAIIH-
tenpHBIM Tipeniaparam (HIIBIT). HIIBII sBisttoTcst Hanbomnee 9acTo y4acTBYIOIIHMMUA
B PEAKIUAX THIEPIyBCTBUTEIBFHOCTH JICKAPCTBCHHBIMH CpPEICTBAaMH. | MICTaMHH BBI-
cBoOOXKIaeTcs npu amwtepruaeckom otBete Ha HIIBII 1 oTBeuaeT 3a HEKOTOPBIE KIIH-
HUYECKUE CUMNTOMBI. VccnenoBanue, mposefcHHoe Ha Oosee yem 400 mamueHTax ¢
runepayBcTBuTenbHOCTBI0 K HIIBII, BIsSIBHIIO ee cBs3b ¢ amnenem 16Met (OP=1,7)
(PMID:23152756). Takum obpazom, momumopdusm rs10156191 B rere DAO, BEI-
3BIBAIOMINI HapylIeHHe MeTabonn3Ma UPKYIUPYIOIETO THCTaMHHA, CBA3aH C KIIU-
HAYECKUM OTBETOM IpH INepeKkpecTHOU runepuyBcTBuTeabHOCTH K HIIBIT 1 MmoxeTt
OBITH MCIIOJIB30BaH B KauecTBe OMoMapkepa orBeTa. [IoMuMo TOro, 4TOo TUCTaMKH BbI-
pabarbIBaeTCsl B OpraHu3Me, OH TakXKe IPHUCYTCTBYET BO MHOTHX IPOAYKTaX, BKITIO-
Yasi: KOIUeHasi ¥ coleHas pbida, TBEpIbIe CHIPHI, KOMUYCHOCTH, MapUHOBAHHBIE OBO-
IIM, YKCYChI M HEKOTOPBIE AJKOTOJIbHBIC HAMMTKH. [103TOMy HOCHTENH ajens pucka
16Thr MoryT paccMOTpeTh BOZMOXHOCTh M30€KaTh WM yMEHBIIUTH HOTpeOIeHHe
3TUX TPYNI HNPOAYKTOB MHUTaHMS, YTOOBI OTPAaHUYUTH PAa3BUTHE HEMEPEHOCUMOCTHU
rucrtamuHa (PMID:17490952)

AOC1(c.995C>T; p.Ser332Phe) Beusienennstit renorun C/C Bapuanra ¢.995C>T rena AOC1 cooTBETCTBYET cpenHe-
MIOIYJIIIIOHHOMY PHCKY Pa3sBHTHS HapyIICHUH MeTabonn3Ma rucTaMHHa.

AOCI1(c.-691G>T; ¢.-92-231G>T) Brusienennsiit renotunt G/T BapuanTta ¢.-691G>T rena AOC1 cooTBETCTBYET Cpej-
HETMOMYJIAIMOHHOMY PUCKY Pa3BUTHS HAPYIICHHUHA MeTaboIu3Ma TUCTAMUHA.

T'en AOC1 Mensconepxaias aMuHOOKcH1a3a |

@®ynkuusa reia  Ten AOC1 kooupyeT MeTasuI-CBS3BIBAIOIINN MEMOPAHHBIH TIMKOIPOTEHH, KOTOPBIA OKHCIUTENBHO Ae3aMUHUPYET IHCTa-
MHH, IIyTPECUUH, CHEPMUH U CIEPMHIWH, BEIIECTB, YJAaCTBYIOIIUX B AJUIEPTUUECKHX M MMMYHHBIX PEAKIHAX, IPOJIH-
(depanun kietok, nuddepeHIpoBKe TKaHeH, 00pa3oBaHUHU OIyXOJied M, BO3MOXKHO, arontose. Paboraer 3ToT (epMeHT
BHEKJICTOYHO, OH HAaKAIUTMBACTCS B MEMOPaHOACCOIMMPOBAHHBIX BE3UKYISIPHBIX CTPYKTYPax SMHUTENUAIBHBIX KJIETOK U
BBICBOOOKIAeTCS M3 HUX NpH cTUMYsuuu. Kommpyemsblit reHOM Oenok - Menbcozmepxamtas amuHookcnaaza 1 (DAO),
HWHTHOMPYETCs aMUJIOPUIOM - TUYPETUKOM, KOTOPBI IEHCTBYeT, OJOKHPYS SIUTENINAIbHBIC HATPUEBbIE HOHHBIC KaHAJIBI.
Cunraertcs, uto mianeHTapaas DAO urpaet ponb B peryisnuy perpogyKTUBHON (DYHKIUH KEHITHHBL.

Hara: 26.06.2025 Bpau-reneruxk : Ko6mosa 10.K. MMoanuce:
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