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MoAeKyASIpHO-TeHeTUYEeCKOe TECTUPOBAHME MO NPOoOUAIO
«Pak kMwe4yHuka (NpeAPACNOAOXEHHOCTDb))

$.U.0. nauueHTa: PesyAbTaT aHaAmsa Ne:
AaTa poXAeHus NaumMeHTa: AaTta BblAQuM:
MoA: Hanpaeasiouiee y4ypexaeHue:

Pe3YAbTCITbI reHeTn4eckoro TeCtTMpoBaHus

BALL BAUAHUE BALLUETO FrEHOTUNA

FEH MPOAYKT FEHA U ETO PYHKLUA | NTOAUMOPPUIM FEHOTH HA AKTUBHOCTb PEPMEHTA

M-1rAyTaTUOH-S-TpaHchepasa
MHAOKTUBALMADAEKTDOOUABHBIX

OPraHU4eCKMX BELLLECTB
GSTM | (noanapomartmyeckme wt, del wt
BbisBA€HO 6A30BAS
YTAEBOAOPOAbI, 3MNOKCHABI,
MPOM3BOAHbIE BeH3nmpeHa), OKTMBHOCTb PEPMEHTA

KOMMOHEHTOB TAOAYHOTO AbIMA

FAyTaTHOH-S-TpaHchepasa-T
AETOKCHKALME  MPOMBILLAEHHbIX

KQH reHoB (B YACTHOCTH,

GSTT XfO;zZ$Oioi ( MOC OCAp. wt, del wit BbiiBAEHO ©A30BAS
FOAOTEHMPOMU3BOAHBIX COAKCHOB), QKTUBHOCTb OEPMEHTA
KOMMOHEHTOB TABAYHOTO AbIMA
N-aueTuaTpaHcdcepasa 2 wt / *4
- N-auetmmamposaHme (0BbIMHO c.481C>T
AE30KTMBALLMA)  APOMATHUHECKMX (I’S]799929)/*5
n O-aLETUAMPOBAHKME (OObIMHO (S1)

NAT2 gﬁ:ii:mz ;s:spoum’\mecmx c.590G>A t it BbisBA€HO 6A30BO4

' PEIM - OTHOCATCS (rs1799930)/*6 ( Wi/ w OKTMBHOCTb DEPMEHTA
MHOTrMe KOHLLEPOreHbl
M HEKOTOPblE AEKAPCTBEHHbIE S2)
NPEenapaTh; C.857G>A
- noaAepxaHue ueaoctHoctw | (rs1799931)/*7
reHoma (S3)
3aKAOYeHue:

BbisBAEHHbIE Y Bac ocobeHHOCTH reHa NAT He CnoCOOCTBYIOT HOPYLLUEHUIO BbIBEAEHMUS
KOHUEPOrEHOB M HEKOTOPbIX AEKAPCTBEHHbBIX BELLECTB M3  OPraHmama. [lpm  aHOAM3E
MCCAEAYEMbIX MAPKEPOB B reHax GSTM, GSTT, NAT, m3MeHEHMM, CBA3AHHbIX C MOBbILUEHMEM
PUCKA PAKA TOACTOrO KMLLIEYHUKA, XXEAYAKA U PAKA MOYEBOTO MY3bIPS HE BbISBAEHO.




OGpCITMTe BHUMOHMUE, 4TO OOCOAIOTHBIM PUCK PA3BUTUI OHKOAOTMHECKMX 300O0AEBAHMM
30BUCUT KOK OT FreHeTMYeCckux doaKTOPOB, TAK M OT ODPA3A XKMU3HU, XAPOAKTEPA MUTAHMUA U
HOAMYUA XPOHUYECKMX BOCTIAAUTEAbHbBIX 3000OAEBAHUI.

PekomeHaAQUMUM:

KOHCYAbTALLMS A€YALLLETO BpaHA.

OOpAaTUTE BHUMAHME, 4TO AAR BBIICHEHMS AOTMOAHMUTEABHBIX COOKTOPOB PUCKA PA3BMTUSA
OHKOMPOAMEPATUBHBIX 3ADOAEBAHUM MPOKOHCYALTUPYMUTECH C  AEHOLLUMM  BPAYOM. ITO
MOMOXET COCTABUTb OOAEE AETOAbHbIE PEKOMEHAALMU, MNPOBECTU  AMATHOCTUHECKME
MHCTPYMEHTOAbHbIE M AQDOPATOPHBIE MCCAEAOBAHMS MPU UX HEODXOAMMOCTH.

AHQAU3 NPOBOAUAU:
buonaor

Bpay-reHeTtmk



Cnpaska.

Cuctema o06e3BpPeXMBAHUA KCEHOOMOTUKOB U  KOHLLEPOreHOB B
OpraHusme.

Mbl NOABEP>KEHBI BO3AEMCTBUIO IAOB M BPEAHBIX BELLLECTB B FOPA3A0 OOAbLLEN CTEMEHU, YHEM Mb
3T0 OCO3HAEM. CUTAPETHBIM AbIM, MPOMBILLUAEHHOE 3ArpPa3HEHME, NECTULLMABI, COAEPXXALLIMECS
B COPYKTOX M OBOLLLOX, XMMMHYECKME BELLLECTBA, BXOAJLLIME B COCTAB PIAQ AEKAPCTBEHHbBIX
NPEenApPATOB M MULLEBbLIX AODABOK, MPEACTABAAOT COOOM AMLLb HEKOTOPbLIE M3 BELLLECTB,
BO3AEMCTBUIO KOTOPBIX Mbl MOABEPIAEMCH EXEAHEBHO, M KOTOPLIE MOTYT HEFATMBHO CKA3bIBATLCH
HO HALLEM 3A0POBbE. MEXAHM3MbI KAETOYHOTO BOCCTAHOBAEHUS M BbIBEAEHMS TOKCMHOB M3
KAETOK MNPEAOTBPALLLAIOT BO3HMKHOBEHME OHKOAOTMM U LLEAOTO PAAC MPOBAEM CO 3A0POBLEM.

NccaeayeMble TEHbI BOXKHbI, MOCKOAbKY OHWM BO MHOTOM OMPEAEANOT, KOKMM OBpasom Balwu
OPraHu3m ByAET B3AMMOAENCTBOBATL C PA3AMYHBIMM BPEAHBIMM BELLLECTBAMM. TEM AIOAIM, HbM
3ALLMTHBIE MEXAHM3MbI MeHee 3APIDEKTUBHDBI, MPUXOAMUTCA B BOAbLLIEM CTEeneHu npuberatb K
OAbTEPHATUBHLIM CMOCOBAM 3ALLIMTEI OPTAHM3MA OT TOKCUMHOB, AYYLLMM M3 KOTOPbIX SBASETCS
COAAQHCHMPOBAHHBLIM PALMOH MUTAHMS, OFTPAHUYEHNE KOHTOKTA C CUITAPETHBIM ABIMOM, (B TOM
YMCAE, TMACCUMBHOE KYypPEHME) U MNPOAYKTOMM HEDTEXMMUMHECKOM MPOMbBILLUAEHHOCTU. B
HEKOTOPbIX CAYYOSX BO3MOXHO BO3AEWCTBME HA OKTMBHOCTb OEPMEHTA 3A CHYET BKAKOYEHMA B
AMETY OMNPEAEAEHHBIX MOOAYKTOB, MPU 3TOM MOXHO KOK HOPMOAM3OBATL PABOTY doepMEHTQ,
TAK U YCYryOUTb MMEIOLLIMNCSH FTEHETUYECKMM BAPUAHT (CM. TABAMULLY).

POK TOACTOrO KMLLIEYHMKO BXOAMT B TOM 5 COMBIX YACTbIX OHKOAOTMM BO BCem MmMupe. Ero
BO3HWMKHOBEHME 3ABUCMUT KOK OT TEHETUHECKMX JDAKTOPOB, TOK M OT 0BPA3A XM3HKM, XAPAKTEPA
MUTAHMUS M HOAMYMSA BOCTIOAUTEAbHbBIX 3000AEBAHMIA KULLIEYHMKA.

Moy MPUIOTOBAEHMM  KPACHOTO  MICO  MPU  BbICOKOM  Temnepatype  0obpa3syloTcs
MPOKAHLLEPOTEHHbIE BELLLECTBA — MOAUMLMKAMHECKME APOMATUYECKME TMAPOKAPBOOHATHI (PAH) 1
retepoumkamdeckme amumHel (HCA). HCA obpasylotca npuv HArpPeBAHUM OEAKOB MACA U UX
KOAMYECTBO MPAMO MPOMOPLMOHAABHO TEMMNEPATYPE U BPEMEHM MPUIOTOBAEHMA, TOTAQ KOK
PAH oB6pa3yloTcsl Mpu MUPOAM3E XKMPOB, BO BPEMS KOMYEHMS MACQA, XAPKE HA  YrAdX,
PAAMOUPOBAHUKM. ABCOPOUPOBAHHbBIE HCA 11 PAH MeTabOoAM3MPYIOTCS B NEYEHM, O TAKXE
YOCTMYHO TPAOHCMOPTUPYIOTCS B KULLEYHMK C XXEAYBKO M MOTYT AOKOABHO QKTUBMPOBATLCSA.
BOAbLLIAS  4OCTb XMMMYECKMX MPOKAHLLEPOrEeHOB B HALLUEM OPraHM3ME HYXXAQIOTCA B
OUOAOIMHECKOM OKTMBALMM, MOCAE YETO OHU MOTYT CB43bIBATbCA C AHK 1 obpa3osbiBaTh AHK-
GAAYKTbI, 4TO U MPUBOAMT K KOHLLEPOTEHESY.

PepMEHTbI NEPBOM AOA3bI AETOKCUKALIMM KCEHOBUMOTUKOB (CUCTEMA UmMTOXPOMA P450 - CYPs)
OKTUBMPYIOT MNPOKAHLLEPOreHbl B  KAHLEPOreHbl, TOrAQ KAK dOEepPMEHTbl BTOPOM  dpa3bl
(TAIOTATUOHTPAHCAPEPA3bI CYABADOTPAHCAEPA3bI U T.M.) CBA3BIBAIOT AKTUBHbIE KAHLLEPOrEHbl U
NPENATCTBYIOT MX MATOAOTMYECKOMY BO3AEUCTBMIO HO AHK, MpeAOoTBpaLLas KaHLeporeHes. MNopu
reHeTn4eCckm oOyCAOBAEHHOM MOBbLILLEHHOM AKTMBHOCTU DEPMEHTOB MEPBOU ADA3bI U CHMXKEHMS
OKTMBHOCTM JOEPMEHTOB BTOPOM PA3bl AETOKCUMKALMM  YBEAMHMMBAETCA BPEMA AEMUCTBUA
KOQHLLEPOreHOB B OPraHM3ME U, COOTBETCTBEHHO, PUCK OHKOAOTMM, TAKMM MALMEHTOM
PEKOMEHAYETCH OrPAHMYMBATL MOTPEBAEHME XOPOLLO NPOXAPEHHOTO MACA.



