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ALDH1A2 | Anpnerunneruaporenasa 1 (Pe- | ¢.*593C>T/G C/G \l/ [ToHwkeHHast akTHBHOCTh ep-
THUHAJIBJCTHIETHApOTreHasa 2) MEHTa

BCO1 Bera-xaporun okcurenasa 1 c.801A>T; p.Arg267Ser | A/T \L CHmkeHHas aKTUBHOCTH ep-
MEHTa

BCO1 Bera-kapotun oxcurenasza 1 c.1136C>T; C/C HopmanpsHast akTuBHOCTE (hep-
p-Ala379Val; ¢.*760C>T MEHTa
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3akJjioue

ALDHI1A2 (c.*593C>T/G) I'en ALDH1A2 xomupyer Oenok W3 ceMmelcTBa anpaerumieruaporeHas. [Ipoaykr
9TOTO Te€Ha y4YacTBYeT B CHHTE3¢ PETHHOEBOW KHCIOTHI W3 peTHHAJbIeruma. Peru-
HOEBasl KUCIIOTA MPEACTABIAET COO0 CHTHAIBHYIO MOJIEKYITy, KOTopas HeoOXoanMma
i kietounor auddepeniuporku. Bapuant ¢.*593C>T/G rena ALDHIA2 acco-
IUMPOBAH C M3MEHEHHEM aKTUBHOCTU (epmenTa. Brisienennsiii reHotun C/G Bapu-
anTa ¢.*593C>T/G rena ALDH1A?2 cBsi3aH CO CHIDKCHHEM aKTUBHOCTH ()epMEHTA.

BCO1 (c.801A>T; p.Arg267Ser) I'en BCO! komupyer ¢epMeHT [-KapoTHH MOHOOKCUTEHa3y |, KOTOpBIW SIBISIET-
Csl KJIFOYEBBIM (pepMeHTOM B Merabonm3me BuTamuHa A. Ilpu BcaceiBanuu [ -
KapOTHHOM/IBI IPOBUTaMUHA A ITpeoOpa3yloTcs B BUTaMuH A ¢ omouipio BCMOL,
KOTOPBIN AKCHPECCUPYETCs B SHTEPOLMTAX CIU3MCTOM 000JI0UKN KUIIeYHHKa. Bapu-
ant ¢.801A>T rema BCO1 acconumpoBaH cCO CHW)KCHHEM AKTHBHOCTH (epMEHTa,
YTO MOXKET TIPUBECTH K Ne(UINTy BUTaMUHA A. Brrsaeinennsiii renotun A/T BapuaH-
ta ¢.801A>T rena BCO1 cBs3aH ¢ MOHMKEHHON aKTHBHOCTBIO depMeHTa. OMHAKO
MPOSIBIISICTCS TAaHHBIM MPOLECC TOJIBKO NMPH COBMECTHOM HOCHUTENBCTBE C BAPHAHTOM
¢.1136C>T rena BCOL1.

BCO1 (c.1136C>T; p-Ala379Val, Ten BCOIl komupyer ¢epMeHT [-KapoTHH MOHOOKCHUTEHa3y 1, KOTOpBIN sIBISIET-

c.*760C>T) csi KimoueBbiM (epMeHTOM B Mertabonm3me ButamuHa A. Ilpu BcacwiBanuu [ -
KapOTHHOM/IBI MPOBUTAMHHA A MpeoOpa3yioTcst B BuTaMuH A ¢ nomoiipio BCMOI,
KOTOPBIN AKCHPECCUPYETCs B SHTEPOLMTAX CIU3UCTON 000JI0UKY KUIleuHHKa. Bapu-
anT ¢.1136C>T rema BCO1 accoruupoBaH cO CHU)KCHHEM aKTUBHOCTH ()EPMEHTA.
Bornee BripakeHHBIH A GEeKT BapraHTa HAOMIOMACTCSA IPH KOMIIAyHI-TeTEPO3UTOTHOM
HocutenbeTe ¢.801 A>T u ¢.1136C>T nmonmumopdu3moB. Brrsenennstit reaotur C/C
BapuanTa ¢.1136C>T rema BCO1 cBsi3aH ¢ HOpMaJIbHON aKTHBHOCTBIO ()EpPMEHTA.

Ten ALDHI1A2 Anbaeruaneruaporenasa 1 (PeTunansaernyiernaporenasa 2)
@Dynkuusa reHa Ten ALDHIA2 komupyer Genok u3 cemeicTBa anbIeruaieruaporeHas. [IpoyKToM 3TOro reHa sBiaseTcsi (pEpMEHT, KO-
TOPBIA KaTalM3UpPyeT CHHTE3 PEeTHHOEBOHW KHUCIOTHl M3 PEeTHHAJBJCTHIA. PeTHHOeBas KHCIIOTa, aKTHBHOE IIPOM3BOIHOE
BUTaMUHA A (PEeTHHOJIA), IPEACTABIAET cOOOH TOPMOHANBHYIO CUTHAJIBHYIO MOJIEKYIY, HEOOXOOUMYIO Ul pocTa M Jud-
(hepeHIIMPOBKH KJIETOK.

TI'em BCO1 Bera-kaporun okcurenasa 1
@®ynkumsa reia  Ten BCOI xomupyer depmeHT GeTa-kapoTHH OKcHreHasy 1. DTo kirodeBoil GpepMeHT Metabonn3ma bera-kapoTHHa B BHTA-

MHH A, OH pacLIeIuIseT 0eTa-KapoTHH Ha 2 MOJISKYJIBI PeTHHaIA. BuTaMuH A BaKeH [UIsi MHOTHX IPOLIECCOB, IPOUCXOJS-
KX B OPraHu3Me, TaKHX Kak 3peHHe, SMOpHOHaIbHOE pa3BuTHEe, AU(hepeHIpoBKa KIETOK, 3allUTa MeMOpPaH 1 KOXKH.

Jdara: 12.07.2024 Bpau-renetux : Ko6mosa 0.K. Tloanucen:

Hampasnenue 0000072387 TECT TECT Crpanuua 2u3 2



