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PE3Y/IbTAT MOJEKYIAPHO-TEHETUYECKOTO UCCAEAOBAHMS
«CTATUHbI (5 mapkepos)»

[poAdyKT reHa u ero

MyTauusa/

Baww
reHoTmn

BanAHune Bawero reHoTuNa

dYHKLMA

AnonunonpotenH A5

BxoauT B coctas JINBM wMOHM,
CTUMYAMPYET INNONU3, UHTMBUpPYeT
CVHTE3 TPUTNLLEPU 0B BNEYEH!;

Nonnmopdusm

NM_052968.4:c.-644C>T

MaymneHTbl creHoTMNOM AA U

rMnepaAnnuaeMmnent, nosyyatoLe aTopacTaTuH,
NOBACTaTUH UM CUMBACTATUH, MOTYT UMeTb bonee
BbICOKOE CHUMKEHME XoNecTepuHa

JINHMN no cpaBHeHMIo ¢ NauueHTammc reHotTunom AG

ApoA5 A/A nnan GG. pyrue
perynauus metabonnsamanmnuaos c Promoterrs662799
reHeTM4YeckMe 1 KIMHUYeckne GpaKkTopbl TakkKe MoryT
nomolbto anboa-peLenTtopa,
B/IMATb HAOTBET Ha /IeYeHMe CTaTUHAMM.
aKTMBUpyemoro nposnundepaTopom
nepokcucom (PPARa).
*,ﬂ,aHHaﬂ KNNHUYEeCKaa aHHOTauuA nmeet ypoBeHb
AO0Ka3aTe/ibHOCTN 3
MauueHTbl ¢ reHoTMnom TT (MOCpaBHEHMIO C
nauueHTamm ¢
reHoTunom CC nam CT) moryT umetb:
- MEeHbLUYH 3KCMO3MLMI0aTopBacTaTMHa.
NOHUXKEHHbIe KOHLLEHTpaLMMnNuTaBacTaTMHa.
TpaHcnopTep . N
- MEHbLUMWIA PUCK CTaTUH- aCCOLMUPOBAHHOM
OpraHWYecKk1x KaTMOHOB
181 Mmuonatuu unm
MWaNTUM NpU JIe4eHNMPOo3yBacTaTUHOM.
- oCyLecTBieHne NM_006446.4:c.521T>C
SLCO1B1 1T NOHWUXKEHHble KOHLeHTpaLundayBacTaTMHa.

MeM6paHHOI’O 3axXBaTasaHAOMeHHbIX
BewecTs MKCEHOBWMOTNKOB, B TOM Yuncse
CTaTUHOB

renaTounTamu.

(p. Val174Ala)rs4149056

- CHMXeHue KOHLI,eHTpaLI,MVInOBaCTaTI/IHOBOI‘;I KMUCNOTbI.
- MOHMXEeHHble KOHLl,eHTpaLl,MMCMMBaCTaTMHOBOﬁ
KMUCNOTbl.

- MEHbLWN PUCK pa3BUTUA MUONaTUUNPU TIeHeHNN
npaBacTaTUHOM.

*[laHHble KIMHUYECKME aHHOTALMU UMEIOT YPOBEHb
AoOKasaTtenbHoctn 1A



mailto:info@cerbalab.ru

MaymneHTbl ¢ reHoTUNom GG moryT MmeTb
MOHMMKEHHblE KOHLEHTPaLMnpo3yBacTaTMHa B
nnasme npu e4eHnUm po3yBacTaTMHOM Mo
ATP Binding C. tte Subfamily G CpaBHEHUIO C NaumeHTamn creHotunom TT uam GT.
inding Cassette Subfami
Memb Zg Y *[laHHaA KAMHMYECKas aHHOTaUMA MMEEeT YPOBEHb
ember
noKaszaTtenbHoctn 1A
-y4yacTue B TpaHCNOPTE PasINYHbIX NM_004827.3:c.421G>T
ABCG2 Y vp P p6 - G/G MauueHTsbl ¢ reHoTMNOM GG, nonyyatoume neyeHune
coeauHeHunii yepes membpaHy 3a cyet | (p.GIn141lys)rs2231142 03VBACTATIHO o otb C o i oTBeT Ha
raponnsa ATO; pO3yBacTaTUHOM, MOTYT UMETb CHUXKEHHbIV OTBET H
6 ! 6 nedeHne, utoonpesenserca 601ee HU3KUM
- obecneyeHune BbiBeAEHUAMETAbONNTOB
A cHukeHnem X-JINMHM no cpaBHeHMIOC NauMeHTamm ¢
B KeNyb.
reHotunamu GT unuTT.
*ﬂ,aHHaﬂ KNNHUYEeCKaa aHHOTaumnAa nmeet ypoBeHb
[oKa3zaTenbHOCTU 2A
MaumenTtsl ¢ reHotunom CT (Hocutenu ApoE E4)
MOTYT UMEeTb MOBbILWEHHbIA PUCK CMEPTHOCTH nocse
MH}apPKTa MMOKapAa NO CPaBHEHMIO C FeHOTUMOM
TT, KOTOPBLIMMOXKET BbITb CHUXKEH NPU NIeYEHNUU
CMMBACTaTMHOM. TakMm 06pas3om, 3TV NaLUeHTbI
MOTyT NONYYUTb
60/1bLUE NO/b3bI OT IEYEHUACUMBACTATUHOM.
*[laHHaA KAMHWYECKas aHHOTaLLMA MMEET YPOBEHb
AnonunonpotenH E 3
[l0Ka3aTenbHOCTU
- obecrneyeHne KnpeHca
JIMNONPOTENHOB 3a cYeT
P MaumeHTbl ¢ reHoTMnom rs7412 CCmoryT umeTtb
NornoLeHns renatTouuTamm o
U—\ J'II'ICI;'HI'I ANBA CHUXEHHbI OTBET HAaaTOPBACTATMH MO CPABHEHUIO C
XUOMUKPOHOB, ;
P 6 ! ! ,ﬂI'IOHI'I nauueHtTamm c reHotunom CT uam TT.
- y4acTue B bocuMHTE3€e neyveHn
aiak)«ea "| NM_000041.4:c.388T>C *[laHHaA KAMHUYEeCKas aHHOTaLMA UMeeT YPoBEHb
VX NOFAOLLIEHMM Nepud epuIecKMIA (p.Cys130Arg)rs429358 [OKazaTtenbHocTH 2B
ApoE TKAHAMY. OB ECTIEUNBAA AOCTABK NM_000041.2:c.526C>T E3/E4 (T/C,C/C)
! A ¥ (p.Arg176Cys)rs7412 MNauneHTbl creHotTnom CC, KoTopbleneyatca
TPUTANLLEPUAOB,HAKONNEHNE SHEPTU B o
P Hepnace, o P E2/E3/E4 bNyBaCTaTUHOM, MOTYT UMETb CHUMKEHHbI OTBET
MbILLILAX, Ce € VXXVMPOBOW TKaHMU;
Hax, cepau P ! (meHbluee cHuKeHne xonectepuHa JIMHM nan
- OCYyLL,eCTB/IEHNeonocpes0BaHHOro
yul PeA nameHeHwve JINBM) nNo cpaBHEHMIO C NaLMEHTAMM C
AMNONpoTenHaMM
P reHoTunom CT (Hocutenn E2).
acnpefeneHna NMNUL0B MeX,
pacnpea A AY *[laHHaA KAMHUYEeCKas aHHOTaLMA UMeeT YPOBEHb
TKaHAMM, NOAAepKaHNe romeocTasa
AoKasaTtenbHoctv 3
NUNUAO0B B NN3a3Me W TKaHAX.
MNaumeHTbl c reHotunom CC (He Hocutenn APOE E2),
KOTOPble NONYYaoT NPaBacTaTUH, MOTYT UMETb
CHUXEHHbI OTBET (MEeHbLLEee CHUKEHWE XoNecTepuHa
JIMHN) no cpaBHEHMIO C NaUuMeHTaMu ¢
reHoTMnom TT (TakKe M3BeCcTHbIM KakAPOE E2/E2).
*,ﬂ,aHHaﬂ KNNHUYEeCKaa aHHOTaumnA nmeet ypoBeHb
[10Ka3aTenbHoCTn 3

Mpu nccnegosaHum noanmopdusma reHos ApoA5, SLCO1B, ABCG2, ApoE, accoummpoBaHHbIx C 3pPEKTUBHOCTbIOOTBETA HA /lIeYeHne
CTaTUHaMM, 6bINN BbIABAEHbBI CAeaytoLLMe 0COBEeHHOCTN ITUX FEHOB, KOTOPbIE CMOCOBCTBYIOT BEPOATHOW OTBETHOM peakLmmn y HocuTens
AaHHoro reHoTuna (cm. Tabanuy 1).




Tabnuua 1.

Mpenapat dapMaKkoNornyecknuin oTeeT ‘
CHUXKeHue 3 EeKTUBHOCTM* Npu cpeaHei A03e, CHUKEH PUCK Pa3BUTUA MUOMNATUM U MUAITUM B
PosysactaTuH o PV CREAREN AO3E, puck P
OTBET HA NPWUEM AAHHOTO npenapara
ATOpBacCTaTUH CHuskeHme addekTMBHOCTM™® Npu cpeaHeit gose

CHuskeHune addekTMBHOCTU® Npu cpeaHeit fo3e (MpeapacnonoXEHHOCTb K CHUMKEHUIO
MpaBacTaTnH KOHLIeHTpaLumM NpenapaTa Bnaasme KpoBM), CHUXKEH PUCK Pa3BUTUA MUONATUW B OTBET Ha NpUem
[aHHOro npenapara

CumBacTaTvH MpenpacnonoKeHHOCTb K CHUMKEHUIO KOHLLEHTPpaLMm npenapara Brnaasme Kposu
JloBacTaTvH MpeapacnonoKeHHOCTb K CHUMKEHUIO KOHLLEHTPpaLMm npenapara Brnaasme Kposu
dnyBacTaTvH CHuKeHune apdekTMBHOCTU™* Npu cpeaHen fAo3e

MuTtaBacTaTH MpenpacnonoKeHHOCTb K CHUMKEHUIO KOHLLEHTpaL M npenapara Brnaasme Kposu

*JdeKTMBHOCTL OTBETA OMpesenseTca YBeMYEHUEM CHUKEHUA ypoBHA xonectepuHa JIMHM.

O6paTnTE BHUMAHME, uTo ApYrie reHeTUUECKME U KAMHUYecKMe GaKTopbl TaKyKe MOTyT BAUATb Ha peaKLMIo NaLyeHTa Ha
NeyeHue cTaTMHaMu,

PEKOMEHOALMW:

KoHcynbTauma fevallero Bpadya no pesynbtaTtaMm MOJIEKYISAPHO-FEHETUYECKOro UCCAeA0BaHNS.

AHANTN3 NMPOBOANNN:

Bpau-reHeTuk: CeBocTbAHOBa A. M.

Bpay nabopaTopHbIil reHeTHK: 06yxosa 0. 0.




Obwas nHdopmaums

CTATWUHDbI - nexkapcrseHHble npenaparbl, CHUxatowme yposeHb JIMHM (AMNonpoTenHbl HU3KOM NAOTHOCTU, U36bLITOK
KOTOPbIX MPUBOAMUT K rMnepxonectepuHeMmm). Ha faHHbI MOMEHT OHU NPU3HaHbl HanboneeapdekTUBHbIMMU
cpeacTBaMm NepPBUYHON U BTOPUYHOM NPODUNAKTUKN ULeMMYecKoi 6onesHN cepaLiam ee ocnoxKHeHnin. OgHako,
TepaneBTUYECKU 3P PeKT II060ro NeKapCcTBEHHOMO CPEACTBA CYLLLECTBEHHO3aBUCUT OT CKOPOCTU
meTabo1M3Ma/BbIBEAEHUA €r0 U3 OpraHn3mMa. 3a MeTabo/IM3m CTaTMHOB OTBEYAETIPynna reHoB CUCTEMbI
[ETOKCMKALMM U BUoTpaHCcHOpMaLIUU, MyTALLMU B KOTOPbIX U3MEHSAIOT aKTUBHOCTb COOTBETCTBYIOLMX GEPMEHTOB U
nepuog, nonysblBeAEHNUA IEKaPCTBEHHbIX NPENapaToBs, YTO MPUBOAMUT K HEXKENATE/IbHbIM JIEKAPCTBEHHbBIM PeaKLUMAM
(HN1P). Ha ocHoBaHuu pe3ynbTatoB AHK-AMarHOCTMKM NnogaHHOMY NMPOdUI0 MOXKHO NPeacKasaTh PUCK
BO3HUKHOBeHMA HJIP npu npveme CTaTMHOB M CKOPPEKTUPOBATb JliedeHMe CMEHOM NpenapaTa v U3MeHeHNeMm ero
[03MPOBKM.

Mpwu oTpULATENBHOM pe3ybTaTe TECTUPOBAHUA (HOPMasIbHbIM FTeHOTUM NO BCeM reHam) puck H/IP muHumaneH. B
c/yyae 0b6HAPYKEHWUA MYTaLLMU B KAaKOM-1MBO reHe peKoMeHAyeTcs HasHayaTb Npenapar, KOTopbli meTabonnsupyerca
bepmeHTOM, B reHe KOTOPOro MyTaLmu He bbiin 06HapyKeHbl. ECIM 3TO HEBO3MOKHO, CieAyeT CHU3UTb
exeZHeBHy10 4,03y NpenapaTa Bo u3bexkarue H/IP. OgHako, npuem UAnoTMeHa oBbIX 1IeKapCTBEHHbIX
npenaparos, a TakXe U3MeHeHNe J03MPOBOK A0/IXKHbl OCYLLECTBAATLCATO/IbKO NOA KOHTPOIEM /leYallero spaya.

MOKA3AHMA K NMPOBEAEHNIO MCCNTEAOBAHUA:
®  MOBbILIEHME YPOBHSA X0NECTEPUHA B KPOBH;

®  HapyleHue AMNuAHoro npoduns;

®  HasHayeHMWe CTaTVHOB.




