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UccnedosaHue paspabomaHo OO0 «Annens» cO8MECMHO ¢ kaghedpol 3HOOKPUHOMO2UU C KYPCOM Xorucmuyeckol MeduyuHb! Pocculickoeo yHusepcumema Opyx6bl
Hapodos um. lMampuca Jlymymbsi (3as. kaghedpoli npogheccop KanuH4yeHko C.HO., dokmop MeAOUUUHCKUX Hayk).

3akntoueHue:

HLA (HLA)

[annoTun pucka uenunakum HLA-DQ2/DQ8 He o6GHapyXeH.

LCT (c.-13910C>T; ¢.1917+326C>T)

l'eH LCT kogupyeT dhepMeHT nakTasy, nof AeUCTBUEM KOTOPOTO B XKENyA0YHO-KULLEYHOM TPaKTe NakTo3a pacLLennsieTcsl Ha rMioko3y W ranakrosy,
nocre Yero NPOVNCXOAWT BCAckIBaHWE 3TUX MOHOCaxapuaos. BapuaHT ¢.-13907C>T, pacnonoXeHHbIA B MHTPOHHOI NOCNeoBaTenbHOCTU reHa

PSayJ'IbTETOB I/ICCJ'IS[J,OBEHVII;I HEeOOoCTaToOuHO AnA MOCTaHOBKW AnarHosa.
ObssatensHa KOHCynbTauusa nevailero spava.

HaneuaraHo: 20.03.2026 12:26:25 (cTp. 1/5)
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MCM®6, asnstoLlerocsi perynsitopHbIM 31eMEeHTOM reHa nakTasbl, aCCOLMMPOBaH CO CHUXEHUEM (heMEHTaTUBHOW akTUBHOCTM (YPOBEHb CMHTE3a
MPHK rena LCT cHuxeH oT 2 go 10%). BeisiBneHHbIn reHotun C/C BapuaHTa €.-13907C>T cBsidaH € NakTa3HoOW HeOCTaTOYHOCTbHO.

LCT (c.-22018T>C; c.1362+117G>A)

['eH LCT kogupyeT pepMeHT nakTtasy, nog AeNCTBMEM KOTOPOTO B XXeNyA0YHO-KALWIEYHOM TpaKTe NakTo3a pacLlennseTcs Ha rioKo3y 1 ranakTosy,
nocre 4ero NPONCXOAUT BCacbliBaHWE 3TUX MOHOcaxapuaoB. BapuaHT ¢.-22018T>C, pacnonoXeHHbI B MIHTPOHHOW NocneaoBaTenibHOCTU reHa
MCM6, aBnsiowwerocs perynsiTopHbIM 35IEMEHTOM reHa flakTasbl, acCoUMMpPOBaH CO CHWXEHUEM (beMEeHTaTMBHOW aKTUBHOCTWU. BbisiBMEHHbIV
reHotun C/C BapuaHTa ¢.-22018T>C cBsizaH C NakTa3HOW HeJOCTaTOYHOCTbIO.

MTHFR (c.665C>T; p.Ala222Val)

feH MTHFR koaupyeT BHYTPUKINETOYHbIN bepMeHT MmeTuneHTeTparmgpodonaTpeaykrasy, y4acTByloWMn B NpeBpalleHn roMoumcTemHa B
METUOHMH C MOMOLLBID KOhaKTOpOB (MMPUAOKCMHA M UmnaHokobanamuHa) u cybctpata conmeBor KUCMoTbl. AKTMBHOCTb OaHHOrO dhepMeHTa
BMMSIET Ha ypoBeHb (HOraToB B Nia3me KpoBW, NMPW €ro HeJoCTaTOYHOCTW NMPOMCXOOWT HaKoMMeHWe romMouucTenHa B KneTkax, pa3BuBaeTcst
romoumcTemHemunsi. BapuaHT €.665C>T reHa MTHFR cBsizaH C MOHWXeHWEM TepMuyeckon cTabwunbHocTu Oenka, B pesynbrate 4ero
yBEMNMYMBAETCH YMCIIO0 HEMETUIMPOBAHHBIX (DOPM NMPOU3BOAHBIX horarta, B KrneTkax HakannimBaeTCs roMouucTenH. BobisiBneHHbin reHotun T/T
BapuaHTa €.665C>T reHa MTHFR cBsizaH c HapyLleHnem npespaLleHusi onMeBon KUCNOTbI U MULLEBLIX ONaToB B aKTUBHbIE (POPMBbI.

MTHFR (c.1286A>C; p.Glu429Ala)

eH MTHFR kogupyeT BHYTPUKIETOYHbIN (hepMeHT MeTuneHTeTparmgpodonarpeaykrasy, y4acTBYIOLWMA B NpeBpalleHun romouucTenHa B
METUOHMH C MOMOLLbIO KOaKTOpoB (MMpUAOKCHHA M LnaHokobanamuHa) u cybctpaTta gonmneBoi KMCMOTbl. AKTMUBHOCTb OAHHOrO hepmeHTa
BMMSAET Ha ypoBeHb hoNnaToB B Mria3Me KpOBM, MPU €ro HeJOCTaTOYHOCTM MPOVCXOAMT HaKoMneHne roMouuCTenHa B KreTKax, pasBuBaeTcs
romoumuctenHemnsi. BapuaHnt €.1286A>C reHa MTHFR cBfi3aH C MOHWKeHWeM TepMuyeckon cTabunbHocTM Genka, B pesynbTarte 4ero
yBENMYMBAETCH YMCIIO HEMETUIMMPOBAHHBLIX (DOPM MPOM3BOAHBLIX honaTa, B KNeTkax HakannMeaeTcs roMouncTenH. BoigBneHHbIi reHotun A/A
BapuaHTa €.1286A>C reHa MTHFR He cBs3aH Cc HapyLueHnem npespaLleHns onNneBoN KUCNOTbI U MULLEBLIX (DONaToB B aKTUBHbIE (DOPMbI.

FADS2 (c.208-2713_208-2692del)

leHbl FADS1 n FADS2 kogupyloT gecaTypasbl XUpPHbIX KACIOT, KOTopble npeacTaBnseT cobon depmeHTbl Aenbtab n  Aenbtab gecatypasbl
XUpHbIX kucnoT (delta-5, delta-6 desaturase), yyacTBylowe B CUHTE3€ «ANMHHBIX» MOMUHEHACHILEHHbIX XUPHBLIX KUCMOT, B TOM 4ucne
apaxvoHOBOW, 3MKo3aneHTaeHOBOW, Aoko3arekcaeHoBow (20:4n-6 ARA, 20:5n-3 EPA, 22:6n-3 DHA) 13 «KOPOTKUX» MPeALIeCTBEHHUKOB -
NMHONEBOM W anbda-NnMHONEHOBOW KWCIOT, MocTynawwmx ¢ nuwen. BapuanT €.208-2735_208-2692del HaxoaMTCsH B HEKOAMpYtoLLen
perynstopHoi obnactu, psgom ¢ reHom FADS2 1 BNUSieT Ha akTMBHOCTb 06ounx gecaTypas (FADS1 n FADS?2) - hepmeHTOB Aenbta5 v genbTtab
Jecartypas XUpHbIX KUCNOT. BbisiBneHHbIn reHoTun Del/Del BapmaHTa ¢.208-2713 _208-2692del reHa FADS2 cBsi3aH CO CHUKEHHOW aKTUBHOCTBIO
depmeHToB FADS1MFADS2. MeaneHHble fgecatypaTophbl (rpynna ¢ NOHWXEHHOW akTUBHOCTBI0 dhepmeHToB FADS) oTnnyaeTcsa npeobnagaHnem
npeaLwecTBEHHNKOB AMMHHOLIENOYEYHbIX NOMMHEHAachILWEeHHbIX XUpHbIX kucnoT JIK n ansda-JIK Hag npoayktamm (20:4n-6 ARA, 20:5n-3 EPA,
22:6n-3 DHA). 3Ta rpynna He cnocobHa k adhdekTMBHOMY CMHTE3Y akTuBHbIX [LIXKK 13 npeaLiecTBeHHNKOB, NOCTyNaoLWMX C NULLEN, U HY>XAaeTcs
B MOBbILLEHHOW KoppeKumn Yepe3 nprem Omera-3 XWPHbIX KUCIOT.

PPARG (c.34C>G)

e PPARG (PPAR-y) kogmpyeT SAepHbIN TPaHCKPUMNLMOHHBIN hakTop, y4acTBYOLWIA B PErynsumn YrieBoaHOro U XMpoOBOro obmeHa, a Takke
cTepovporeHesa yepes aktnsauuo epmerta STAR. PPARG Hanbonee cunbHO akcnpeccupyeTcs B 6enoi xuposon TkaHu (WAT) u BAT, raoe oH
SIBMAETCHA rMaBHbIM PErynAaTOpOB agurnoreHesa, a Takke MOLHbIM MOAYNATOPOM MeTabonvMama NnunugoB BO BCEM OpraHname. AKTMBaUMA reHa
PPARG yBenuumBaeT BbipaboTky XK 13 xunomukporos, JINMOHTI, a Takke 3anyckaeT SKCNpecCuio reHOB TPaHCMOoPTa XMPHbIX KUCMOT, NenTuHa,
aavnNoHeKTMHa, TpaHcrnopTepa rmoko3bl 4-ro Tuna (GLUT4), urpatoLmx KtoYeByo ponb B PasBUTUN MHCYTNIMHOPE3NCTEHTHOCTH, OXupeHus, MC,
cepAevHo-cocyamcToro pucka. B nevyenn PPARG yBenuyvBaeT 3KCMPECCUIO reHOB TpaHcnopTa u nornowenns nunugos. PPAR-y yyacteyeT B
CHWXEHUN YPOBHS TPUIMULIEPUAOB, OKa3biBaeT aHTUNponudepaTnBHOe AeNCTBKE U yry4luaeT PyHKUMIO dHAoTenuns. HatypanbHbIMy aroHMcTamm
PPAR- ramma siBnstotcs NMHXK, a-nmHoneHoBas, NMHONEHOBasi, 3NKO30NeHTaeHoBas, AoKo3arekcaeHoBasi U apaxuaoHoBasi. [pocrarnaHanHb
G2 n 15d—PGJ2 gasnsioTca Havbonee MOLUHbIMU MPUPOAHbIMKU nuraHgamn PPAR-y. AktnBHocTb PPARG Takke 3aBUCUT OT COOTHOLLEHWS
HaCbILLEHHbIX W HEHACbILWEHHbIX XMPOB B PaLMOHE, pexuma MUTaHuS, YPOBHS huanvecko akTMBHOCTM opraHuama. BapwaHTt €.34C>G
accouMMpoBaH C M3MEHEHMeM akTMBHOCTU peuentopoB PPARG. BbisiBneHHbii reHotun C/G BapuaHTta €.34C>G reHa PPARG cBs3aH co
CHWXKeHMeM akTuBHocTM peuentopoB PPARG. CHukeHue akTnBHocTM PPARG accoummpoBaHO ¢ 605ee BbICOKUMU 3HAYEHMAMU TPUMMNLLEPUIOB,
JIMHM, 6onee HM3kumu 3HadYeHuAMM JIMNBIM B KPOBW, HAPYLLUEHNSMU KMMPEHCA THOKO3bl, CHUXKEHWEM YYBCTBUTENBHOCTU K UHCYNUHY. CHIbKeHve
akTnBHocTM PPARG BbI3biBaeT CABUM B MepepacnpefeneHn nunuaoB OT XpaHeHUs B BUCLIEPasibHbIX K MOAKOXKHbLIM XXUPOBbIM N0 K XpaHEHWIO
BO BHYTPEHHMX OpraHax (MbiLLLaX ¥ NeYeHn), YTO HEraTUBHO CKa3blBaeTCA HAa MeTabonnyecknx npoeccax.

CYP27B1 (g.57764205A>G; ¢.1137-29T>C)

'en CYP27B1 kogupyeT uneH cynepcemenictsa pepmeHToB LUmMToxpoma P450. Benkn untoxpoma P450 npenctaBnstoT cobo MOHOOKCUreHasbl,
KOTOpble KaTanusupyloT MHOrMEe peakuuu, y4acTBylolime B MeTabonmame fekapcTB M CUMHTE3e XOfiecTepuHa, CTepouaoB W APYrux Nunuaos.
Bernok, kogupyembin 3TUM reHoM, NMoKanusyeTcs Ha BHYTPEHHEW MUTOXOHAPWAanbHON MembpaHe, rae OoH rmapokecunupyet 25-ruapokcuBuTamMmmnH
D3. O1a peakunsi CUHTE3MpPyeT aKTUBHYO hopMy BUTaMuHa D3 - kanbLUTPMON, KOTOPbIN CBA3bIBAETCH C peLenTopom ButamuHa D v perynupyet
meTabonuam kanbums. BapuanHt NC_000012.12:9.57764205A>G reHa CYP27B1 accouumMpoBaH CO CHWXEHUWEM aKTUBHOCTM PepMeHTa U
MOBbILLUEHHOW BOCTIPUMMYMBOCTBIO K AedvunTty ButammHa D. BbisiBneHHbin reHotun G/G BapuanTa NC_000012.12:9.57764205A>G reHa
CYP27B1 He cBSi3aH CO CHWKEHUEM aKkTUBHOCTU hbepmeHTa CYP27B1.

PesynbTaToB 1ccrenoBaHuiAi HEAOCTAaTOMHO AMs MOCTaHOBKM AMarHo3a. Haneuararo: 20.03.2026 12:26:25 (cTp. 2/5)
Obsi3aTernbHa KOHCYNbTaLWs Nevalliero Bpava.



117246, r. Mocksa, Hay4HbIi npoesa, oM 20, CTpoeHue 2,
at/mom/kom 2/1/22-30

+7 (495) 369-33-09 chromolab.ru
MaumenT: TECT TECT TECT222 Ne 3anBku: 2222088540
BogspacT: 26 n.
Mon: M
Data B3atus: 17.03.2026 15:19 —
[Oata BbinonHeHuA: 17.03.2026 17:00 Buomarepuan: Kposb ¢ 9TA E

MeToa: MNupocekBeHMpoBaHue

VDR (Bsml Polymorphism; NC_000012.12: g.47846052C>T)

'en VDR kogvpyeT saepHbIi ropMoHanbHbIv pelenTtop ButamunHa D3. Peuentop ButamuHa D o6HapyxeH BO MHOMMX TKaHSX U opraHax, BKitoyas
XKENyAOYHO-KULLEYHbIN  TPaKT, MOYEMOMoBYD CUCTEMY, OpraHbl SHAOKPWUHHOW CUCTEMbl, @ TakkKe B KynbType KNeTOYHbIX JIMHWUIA
CKerneTHO-MblleyHon cuctembl. VDR perynvpyeT 3KCMPeccuio reHoB, y4acTBYKOLIMX B pasHOODOpasHbiX Guonornmyecknx (yHKUMSAX, BKIOYas
pa3BWTME OPraHoB, KOHTPOIb KMETOYHOTrO LKA, roMeocTas Kanbuusi n doccata B metabonmame KocTen M AeToKCMUKaLmMio KCEHOBNOTHKOB.
PeuenTopbl BUTaMuHa D KOHTPOMMPYIOT MHOXECTBO PasnnyHbIX (YHKLWIA, BKIOYAs akTUBHOCTb MMMYHHOW CUCTEMbI, KOXW, NOAXKeNnyA04HON
Xenesbl U KOCTHOW TkaHW. ButammH D Heobxoaum Ansa perynauuy obmeHa Kanbuusa W YKpenneHus KOCTew, a Takke Ans npaBurbHON paboTbl
UMMYHHOW cucTeMbl. VDR npyHaanexuT knioyesas posib B OCTeoreHe3e 1 MuHepansHoM obmeHe. AnnenbHblvi BapuaHT BsmL, BeposTHO, BnvsieT
Ha CTabunbHOCTb TPaHCKpMNTa reHa. ACCoOLMMPOBaH C PUCKOM PasBUTUSA HapyLleHnin (ocOopHO-KanbLMeBoro obMeHa, NOHWXEHHbIM YPOBHEM
BMTaMmHa D B KPOBU, MOHVPKEHHON MUHEPAaribHON MITOTHOCTBIO KOCTEW.

BbisBneHHbI reHotun C/T Bsml Polymorphism reHa VDR He cBSi3aH C NOBbILLEHHBIM PUCKOM pasBuTusA AedmumTa Butamuna D.

VDR (Fok! Polymorphism; NC_000012.12: g.47879112A>G)

"eH VDR kopupyeT peuenTop BuTamuHa D. PeuenTtop nprHagnexuT kK ceMencTBy TpaHC-aKTUBHbBIX PerynAaTOpHbIX dhakTopoB TpaHckpunuun. OH
onocpeayeT AelcTBne BUTamMmnHa D, KOHTpPONUPyS 3KCMPECCUo reHoB, YyBCTBUTENbHbBIX K rOpMOHaM. MuLLeHN 3TOro S4epHOro ropMoHanbHoOro
peLenTopa y4yacTBYIOT B MUHepanbHOM OOMeHe 1 MrpatoT LieHTparbHY0 ponb B romeocTase kanbuus. Kpome Toro, peuenTtop perynupyet uenbli
psa Apyrx Metabonmyeckux nyTen, Hanpumep, 3a4eiCTBOBaHHbLIX B MMMYHHOM OTBETE U onyxorneobpasoBaHun. BapuaHt Fokl Polymorphism
reHa VDR accoumnpoBaH C HECMHOHVMUWYHOW 3aMEeHOW B CTapTOBOM KodoHe. Annenb A cBA3aH C cuHTe3oM Gonee AnuHHoOW dopmbl Bernka, a
annenb G - ¢ hopMoi, Ha 3 aMMHOKMCNOTLI Kopode AnnHHON. KopoTkas dopma Gonee achdekTmBHa B nepeade curHana. BoisBneHHbIn reHoTvn
AJ/G BapuaHTa Fokl Polymorphism rena VDR cBS3aH CO CHWbKeHMEM akTMBHOCTM peLienTopoB BuTamuHa D.

BCOL1 (c.801A>T; p.Arg267Ser)

"eH BCO1 kogupyeT dpepMeHT GeTa-kapoThH MOHOOKCUreHasy 1, KoTopbli ABMSIETCS KNoYeBblM hepMeHTOM B MeTabonuame ButamuHa A. Mpu
BCacbiBaHWUK 6eTa -kapoTuHouabl NpoBuTammnHa A npeobpasytoTcs B BUTaMuH A ¢ nomoLlbio BCMO1, KOTOPEIN 9KCnpeccupyeTcs B aHTepoLuTax
cnunsncTon obonoYkn kuweyHuka. Bapnant ¢.801A>T reHa BCO1 accoumMmnpoBaH CO CHKEHWEM akTUBHOCTU (bepMeHTa, YTO MOXET NPUBECTMU K
aedvuuty ButammHa A. BbisiBneHHbIi reHotun A/T BapuaHTta €.801A>T reHa BCOL1 cBsizaH C MOHWXEHHOW aKTUBHOCTbIO dhepmeHTa. OaHako
NPOSIBMSETCS AaHHbIN NPoLEeCC TOMNbKO NPy COBMECTHOM HOCUTENbCTBE C BapnaHToM €.1136C>T reHa BCOL.

BCO1 (c.1136C>T; p.Ala379Val; c.*760C>T)

'en BCO1 koanpyeT pepMeHT 6eTa-kapoTUH MOHOOKCUreHasy 1, KOTOpbIf SBNsIETCA Ko4eBbiIM (hepMeHTOM B MeTabonuame ButammHa A. lMpu
BcacblBaHuUM 6eTa -kapoTuHoMabl NpoBUTamMmnHa A npeobpasytotcst B BuTamuH A ¢ nomollbto BCMO1, KoTopbI 3KCNpeccupyeTcsl B 3HTepoLmTax
CnM3ncTon 06OMNOYKM KuweyHuka. BapuaHT ¢.1136C>T reHa BCO1 accoumMupoBaH CO CHUXEHWEM aKTUBHOCTU dhepmeHTa. Bonee BblpaeHHbIN
achdekT BapmaHTa HabngaeTcs Npu KoMNayHA-reTepo3nrotHomM Hocutensctee €.801A>T u ¢.1136C>T nonMMopcn3mMoB. BeisiBNEHHbIM reHoTHN
C/C BapunaHTa c.1136C>T reHa BCOL1 cBsi3aH C HOpMarnbHOWM akTUBHOCTBIO hepMeHTa.

UGT1A1 (UGT1A1*60; c.-3279T>G)

e UGT1Al «kogumpyeT depMeHT ypuanHaudochaT-rnoKypoHo3unTpaHcdepasy, KOTOpbl npeBpaliaeT NMnodunbHble MOSeKynbl B
BOOOPACTBOPUMbIE, 3KCKpeTMpyemble MeTabonuTbl. Hanuune BapuaHta UGT1A1*60 B retepo3urotHon dopme (reHoTun *1/%60) cHwkaeT
akcnpeccuto reHa UGT1AL, 4TO MPMBOAUT K HE3HAYNTENBHOMY CHIDKEHWIO aKTUBHOCTU hepMeHTa ypuanHandocdaT-rmioKypoHunTpaHcdepasb!
(1o 60-80%). M3onuposaHHo BapuaHT UGT1A1*60 B reTepo3uroTHoi hopMe He Bbi3bIBa€T CUMMTOMOB cuHapoM XKunbbepa. Y reTeposunroTHbIx
HocuUTenem MOXeT MposBNATLCA KWHWKa cuHapoma Xunbbepa nog AenctBueM HebnaronpusaTHeIX (hakTopoB (CTpecc, ronopaque,
obesBoxuBaHwue). B cnyyae koMbrHauum BeiISBNeHHOro reHotuna *1/*60 ¢ gpyrMMu natonornyeckmun BapnaHtamm reHa UGT1AL, KkymynsTuBHoe
KMMHUYECKN 3HAYMMOE CHUXEHWNE aKTUBHOCTM chepMeHTa MoxeT gocturatb 30%, 4TO NPpUBOAUT K NPosiBNeHuUto cuHapoma XKunsbepa.
BrisiBneHHbIN reHoTvn *1/%60 reHa UGT1AL cBsi3aH C NOBbILLEHHLIM PUCKOM pa3BuUTUS cuHapoma XKunbbepa.

UGT1A1 (UGT1A1*28; g.4963_4964TA)

FeH UGT1A1l koaupyeT epMeHT ypuanHandocdaT-rmoKypoHosunTpaHcdepasy, KOTOPbIA npeBpaliaeT nunodunbHble MOMeKynbl B
BOOOPACTBOPMMbIE, 3KCKpeTMpyemble MeTabonuTbl. Hanuume BapuaHta UGT1A1*28 B retepo3urotHom copme (reHoTun *1/*28) cHwkaeT
akcnpeccuto reHa UGT1AL, 4TO MPMBOAUT K HE3HAUNTENBHOMY CHIDKEHWIO aKTUBHOCTU hepMeHTa ypuanHandocdaT-rmioKypoHUnTpaHcdepasb!
(0o 60-80%). Y reTepo3nroTHbIX HOCUTENEW MOXET NPOSIBNATLCS KMUHMKA cuHapoma XKunbbepa nop gencTBueM HebnaronpusaTHbIX hakTopoB
(cTpecc, ronoaaHue, obesBoxuBaHune). B cnyvyae komMGUHaUMK BbISBNIEHHOrO reHoTuna *1/*28 ¢ ApyrMmmn naTonormyeckuMn BapuaHTamu reHa
UGT1A1, KyMynaTUBHOE KIIMHNYECKN 3HAYUMMOE CHUKEHME aKTUBHOCTU hepMeHTa MoXeT focTuraTe 30%, YTO NPUBOAMT K MPOSIBIIEHUIO CMHAPOMA
Kunbbepa.

BrisiBneHHbIN reHoTvn *1/%28 reHa UGT1AL cBsi3aH C MOBbILLEHHLIM PUCKOM pa3BuUTUS cuHapoma XKunbbepa.

DYHKLUMN FEHOB:

e BCO1 BeTta-kapoTuH okcureHasa 1

"eH BCO1 koaupyeT chepmeHT 6eTa-kapoTuH okcureHasy 1. 370 knoyeBorn pepmeHT meTabonmama 6eTa-kapoTuHa B BUTaMUH A, OH pacLuennseT
beTa-kapoTMH Ha 2 MoOnekynbl peTuHana. ButamuH A BaxeH AN MHOrMX MPOLECCOB, MPOUCXOASILUMX B OpraHuM3me, Takux Kak 3peHue,
3MGpuroHarnbHoe pa3sutue, AnddepeHLMPOoBKa KIETOK, 3aluuTa MEMOPaH U KOXU.
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FeH CYP27B1 la-rugpokcunasa; Liutokpom P450, cemeictBo 27, nogcemencteo B, nonunentug 1

OTOT reH KoaupyeT 4neH cynepcemencTBa epMeHToB uutokpoma P450. Benku uutokpoma P450 npepctaBnsioT cobon MOHOOKCUreHasbl,
KOTOpble KaTanuMaupyloT MHOIVME peakuuu, ydacTBylolmne B MeTabonusame nekapcTB M CUMHTE3€ XOnecTepuHa, CTepouioB W APYruxX Nunvaos.
Benok, koamMpyembli 3TUM reHOM, NOKanu3yeTcs Ha BHYTPEHHEN MUTOXOHApUanbHOW MembpaHe, rae oH rugpokcunupyet 25-rugpokcmButammH D3
B nonoxeHun lanbda. B xoge aTon peakumm cuHTesmpyetcs lanbda, 25-nurmgpokcmeutaMmud D3, akTuBHas dopma ButammHa D3, koTtopas
CBA3bIBAETCA C peuentopoM ButamvHa D u perynupyet metabonusm kanbuusi. Takum obpasom, 3TOT (epMeHT perynupyeT ypoBeHb
BGuonormyeckn akTMBHOrO BUTaMmMHa D un wrpaeT BaxHyl porfb B romeoctase kanbuusi. MyTauum B 3TOM reHe MOryT MpYMBECTU K BUTaMVH
D-3aBucumMomy paxvty tuna l.

FeH FADS2 [lecaTypa3a XXMpPHbIX KNCNOT 2

FADS2 koaupyeT fAecaTypasy XUpHbIX KUCMOT 2, koTopas npeactasnsieT coboi dpepmeHT 6 fecaTypasa )upHbix kucnot (delta-6 desaturase
(D6D)), y4acTByOLMIA B CUHTE3E «ANMUHHBIX» MONIMHEHACHILLEHHbIX XXMPHBIX KUCIOT N3 KKOPOTKUX» NpeaLlecTBeHHUKOB. MNMpu yyactum FADS2 un3
18:3 omera3 obpasyetcsi 18:4 omera3, kotopas nog aencrenem ELOVLS npespalyaetcs B 20:4 omera3. AHanornyHble npeBpaLLeHns NpoucxoasT
npu GuocuHTese omera6 [AokosaneHTaeHoBoW KucnoTel (22:5 omera6) B renatoumtax. MNMonumopdusmbl B 3TOM reHe MOryT BAMSiTb Ha
3hhEKTUBHOCTb SHAOTEHHON NepepaboTKn NOMMHEHACHILLEHHbBIX XUPHBIX KUCIOT.

FeH HLA YenoBeuyeckuit NeMKOLUMUTaPHbLIN aHTUTEH

Cuctema HLA (human leucocyte antigens, Yenoseyeckvie NefKoLMTapHbIE aHTUrEHbI, FMaBHbIA KOMMMEKC TMCTOCOBMECTUMOCTH) Bbina OTKpbITa B
50-gecatbix ropgax XX Beka. OTa cuctema npeactaBnsieT coboi KOMMMEKC reHOB, BbIMOMHSIOWMX pasnuyHble buonornveckue yHKuMM, 1 B
nepByo o4epeab 06ecneynBaloLLMX reHeTUHECKUA KOHTPOMb MMYHHOIO OTBETa M B3aUMOAENCTBNE MexXay CODOM KNeTok, KoTopble peanuaytoT
aToT oTBeT. Cpeau obnacten reHoB HLA BbigensitoT 3 knacca. K | knaccy otHocsTes reHbl HLA-A, HLA-B 1 HLA—C. 371 reHbl KOHTpOnupytoT
obpa3oBaHuWe Tak Ha3blBaeMblX TPAHCMNAHTALMOHHbBIX aHTUrEHOB, T.€. aHTUreHOB NaLuyeHTa, KOTOpble Pacno3HalT AOHOPCKUE KNETKW, BBEAEHHbIe
nauueHTy B TpaHcnnaHTate. Ko Il-my knaccy oTHocsATcs reHbl HLA-D perynupytowme cuny uMMmyHHoro oteeTa. ['eHsbl |lI-ro knacca KoHTponupytoT
CMHTE3 MOMEKyN CUCTEMbI KOMMMEMEHTA - Hecneumpuieckoro gaktopa MMMYHHON 3alnTbl opraHuamMa. eHbl cuctemsl HLA MoryT BnusTb Ha
pas3BuUTViE ayTOMMMYHHbIX 3aboneBaHuin (Hanpumep, caxapHblil AnabeT 1-ro Tuna u Lenuakuio).

FeH LCT INakra3sa

l'eH LCT kogupyeT dhepMeHT nakTasy, pacnofnoxeHHyo Ha xpomocome 2 (2g21.3). MNoa genicteneM depMeHTa nakrasbl B xenygo4HO-KULLEYHOM
TpakTe nakrosa pacliennseTrcs Ha [MKo3y W ranakTosdy, Mnocrne 4ero MPOUCXOAWUT BCacbiBaHWe 3TUX MOHocaxapupoB. Katanutuueckas
aKTUBHOCTb NakTasbl o6ecneynBaeTcs C-TepMuHanbHbIM PErMOHOM, KOTOPbIN BLICTYNaeT Haa MeMBpaHow KNeTK1 B MPOCBET NULLLeBapUTENbHOIO
TpakTa. PepMeHT nakTasa HauyMHaeT CMHTe3npoBaTbCH B KuLIeYHuke nrofa ¢ 10-12-om Hegenu rectaunn. MakcumanbHas akKTUBHOCTb CUMHTE3a
nakTasbl cOOTBeTCTBYyeT 2-4 mecsuam rpygHoro nepuopa. CteneHb TpaHcKpunummn reHa LCT 3aBMCUT OT 0COBEHHOCTEN Cis-perynsTtopHoro
anemeHtTa MCM6. MNonumopdu3mbl B 3TOM reHe MOryT MPUBOAUTL K HapyLUEHWIO BCacbiBaHUSI NMaKTO3bl M COMPOBOXAAIOTCH CUMMITOMaMu
HenepeHOCMOCTU NNaKTO3bl M NaKTo30coAepXaLlyx NPoayKTOB.

NeH MTHFR MeTuneHTeTparnapodonaTpenykrasa

[eH MTHFR nokanusoBaH Ha  kopoTkoM nnede 1  xpomocombl  (1p36.3) M KOoAMPYeT  BHYTPWKIETOYHbIA  bepMeHT
MeTuneHTeTparngpodonaTpeaykrasy, y4acTByLWNiA B NpeBpaLLeHn roMOLUCTENHA B METUOHWH C MOMOLLbIO KOhaKTOPOB — NUPUOOKCUHA U
umnaHokobanamuHa un cybcTpata honveBor KUCMOTbl. AKTUBHOCTb A@HHOTO hepMeHTa BNUsieT Ha ypoBeHb honaToB B Mna3me KpoBu, Npu ero
HEeOCTaTOMHOCTU MPOUCXOAUT HAKOMMEeHWe roMouMcTeMHa B KNeTkax, pasBuMBaeTcs romounctenHemus. [laHHOe u3MeHeHue npuBoauT K
YBENUYEHWIO pUCKa Pas3BUTUA Pa3fMYHbIX CepAevHO-COCYAUCTbIX U OHKOMOrMYecknx 3abonesaHunii, BO3PaCcTHbIX 3aboneBaHWin OpraHoB 3peHus,
TaKKe yBENMYnBaeTCa PUCK NEPenoMoB KOCTEN B CBA3N C YMEHbLLEHWEM VX MUHEParnbHOW MNOTHOCTY.

Fen PPARG PeuenTop raMma, akTuBMpyeMbiii nponudgepaTtopom NepoKCUCoM

e PPARG «koavpyeT TpaHCKPUNUMOHHBIN akTop ramma-peLlentopa, akTueuMpyembld nponudepaTopammu nepokcucom (PPAR-gamma)
cemencTtBa paktopoB TpaHckpunuum PPARs. PPAR’s BbICTynalT Kak YyHMBEpCarnbHbI 3alWUTHbIA MeXaHu3M, NpOTMBOOENCTBYOLMN
naToreHHOMY BIUSIHMIO HA COCY bl CTPECCOPHbLIX (haKTOPOB OKPYXKaloLLen 1 BHyTpeHHen cpeabl. PPAR’S akTMBMPYIOT TPaHCKPUNLMIO MHOXeCTBa

reHoB, y4acTBYIOLLMX B aannoreHeae, OKUCNEHUN YrieBOAOB, NOMMOLLEHUN TKaHsIMK CBODOAHBIX XUPHBIX KUCIOT U APYTVX NpoLeccax YrneBoaHoro,

nunugHoro obmeHa W aHepreTuyeckoro romeoctasa. PPAR- ramma Hanbornee LIMPOKO pacnpocTpaHeHbl B 6enon n Bypow XnpoBow TKaHw,
Makpodarax, 3HAOTENMK CoCyA0B, TONCTON KULLKEN CENe3eHKe, a Takke B CKENEeTHON 1 cepaeyHO MblLLLe, MeYeHn, Mo4eBoM ny3sbipe. [NpoaykT
3TOr0 reHa $BMSIETCS OCHOBHbIM hakTopoM perynsumn AnddepeHUMpoBKM  aaunoumMToB, a Takke CrnocobcTByeT akcnpeccun Gerka,
TPaHCNOPTUPYIOLLErO KMPHbIE KWUCMOTbI, MOBbILAET 3KCMPECCUMI0 U aKTUBHOCTbL aueTun-KoA-cuHTasbl, docdhaTnannmnHosnTon-3-kmHasbl,
yBenu4mBaeT 3KCNPECCUI0 reHa afauvnoHeKTWHa, TpaHcnopTepa FNioko3bl, MOAABMSET JKCMPECCUI0 reHa NenTuHa, UHIMbupyeT aKkcnpeccuio B
XXMPOBOW TKaHW hakTopa HEKPO3a OMyxonu anbda, YTO COMPOBOXAAETCH CHDKEHWEM PUCKa Pa3BUTUS UHCYIIMHOPE3UCTEHTHOCTY U YIy4LLEHNneM

ceKpeLnn MHCynnHa beTta-kneTkamm.

len UGT1A1 Monunentug 1A cemenctea YO®-rnokypoHuntpaHcdepasbl 1

eH UGT1A1 kogupyeT ypuanHaudocdaT-rniokypoHunTpaHcdepasy, hepMeHT npoLiecca rmoKypoHn3aumm, KoTopbi npespallaeT HebonbLuve
nunodunbHbIE MONEKYrbI, TaKMe Kak cTepouabl, BUnMpyGuHbI, FOPMOHbI U NEKAPCTBEHHbIE Npenaparbl, B BOAOPACTBOPUMYO (hOpMY, NPUrOaHYHO
Ons akckpeuuu. [aHHbll hepMEHT SBNSETCS OCHOBHbIM B MeTabonuame 6unvpybuHa. Mytaumm B reHe UGT1Al obycnaenvBaloT pas3sutme
HacneaCcTBEHHbIX HEKOHBIOTMPOBAaHHBIX rMnNepbunupy GuHemmnia, KOTopble BKMoYatoT B cebs: cuHapoM Xunbbepa, cuHgpom Kpurnepa-Hanspa [ u i
TUMOB.
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Fen VDR Peuentop BuTtamuHa D

l'eH VDR koaupyeT sifepHbI ropMoHasbHbI peuenTtop BuTammnHa D3, koTopbi Takke DYyHKLMOHMPYET B KaYecTBe peLenTopa Ans BTOPUYHOWN
XKENMYHOW KUCNOTbI — NIUTOXONEBON KUCMOThl. PeLentop NpvHaaneXuT K CEMeNCTBY TPaHC-aKTUBHbBIX PErynaTOpPHbIX (PakTOpoB TPaHCKPUNUUK -
onocpepayeT Aenctaue BuTammnHa D3, koHTponmpys (Yepes accoumaumio ¢ WINAC-KOMNIEKCOM) 9KCNPECCHo reHOB, YyBCTBUTEIbHbIX K FOPMOHAM.
Mo cBoel nocnefoBaTenbHOCTY UMEET CXOACTBO C peLenTopamMmmn CTePOUAHbIX U TUPEOUAHbLIX FOPMOHOB. MULLEHW 3TOrO SiAEPHOrO0 FOPMOHAIBLHOTO
peLenTopa y4yacTBYIOT, B MUHEPanbHOM OOMeHe - urpaeT LieHTparnbHyo pornb B roMmeocTase Kanbums. Kpome Toro, peuentop perynupyert Lenbiii
paga Apyrux metabonuyeckux nyTewn, Hanpvmep, 3afelcTBOBaHHbIe B UMMYHHOM OTBeTe M pake. Mytauuu B reHe VDR cBsidaHbl co |l Tunom
BUTaMuH D-pe3ncTeHTHoro paxuta. OQHOHYKNEOTUAHbIA NONMMMOPU3M B CTapT-KONOHE MPUBOAMT K CMELLLEHWIO MHHaLMaTOPHOro KOoHa Ha Tpu
KOMoHa OT Havana.

Bpay KOJ1: OpobpeHo: 17.03.2026

Cuctema ynpaBrneHus 1 MeHemKMeHTa kadectsa nabopatopumn ceptuduumpoBaHa no craHgaptam FOCT P UCO 15189.

JlaGopaTopus perynsipHo NPOXOAUT BHELLHIOK OLIEHKY KayecTBa KIMHUYeckux nabopaTopHbIx vccneaoBaHuin no otevectBeHHbiM (PCBOK) n mexayHapoaHbiv (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» siBnsietcs uneHom accoumaumm "®epepauus JNabopatopHoin Meauumtel”, cotpyaHukn OO0 «Xpomeuctemcllaby» BxoasaT B
COCTaB KoMWTETa Mo XpomaTorpacuyecknm MeTogaM UCCrefoBaHuUin U XpoMaTo-Macc-CrekTpOMETpUK.
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