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Srnure”HeTHuKAa:
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Kaszanocsb, 4To nocne pacndpoBKU reHoMa Ha 60/1bLLIMHCTBO BOMPOCOB,
KacalollMxcs 300p0Bbs YeNTOBEKA M NeYeHunsa 3aboneBaHnin, BCKope 6yayT HanaeHbl
ucyepnbiBatoLme oTBETbl. HO 0Ka3anochk, YTO reHbl NPOSBASIOT CEOS MNO-pPa3HOMY,

B 3aBMCUMOCTH OT BO3AENCTBUSA GaKTOPOB OKPYyXatoLwen cpebl. Ha Hay4YHyto

CLIEHY CTPEMUTENIbHO BOPBanach anuMreHeTuKa 1 ctana urpatb BeayLlyto posb

B COBPEMEHHbIX NMpeAcTaB/IEHUAX O Npupoae 3aboneBaHnn U NOAX0Aax K UX NeYeHuto

YTO TAKOE SITUTEHETUKA?

AnureHeTKa — 3TO PEBONIOLMOHHOE Ha-
npasneHne B 6MONOrMN 1 30PaBOOXPAHEHNN.
B 2008 r. HaumoHanbHbIN MHCTUTYT 300POBbA
CLUA 06bsBUA, UTO B TEUEHUE CNIEAYIOLLNX
5 neT Ha U3yyeHwe 3TOro HanpaeneHus byaeT
notpayeHo 190 mnH fgonnapos. 1o MHeHnI0
HEKOTOpPbIX UCCnefoBaTeNen, SNUreHeTKa
MOXeT UrpaTb 6OJbLUYIO POJIb B IeYeHUN
3a60N1eBaHNI YENIOBEKA, YEM FEHETUKA, T.K.
M3yYyaloTcA MeXaHV3Mbl BPEMEHHOTO 1 NPO-
CTPaHCTBEHHOTO KOHTPONA aKTUBHOCTM FeHOB,
KOTOpbIe He CBA3aHbl C U3MEHEHUAMN B NOC/e-
posatenbHocTy [IHK. 310 06bACHsAET, nouemy
B AnddepeHUMpPOBaHHbIX KNeTKax MHOTOKI1e-
TOYHOIO OpraHN3Ma SKCNPECCUPYIOTCA TONbKO
reHbl, He06XoAVMble AnsA NX cneumduyeckon
nestenbHocT. OQNHAKOBbIN reHeTUYECKNIA
KOA CYUMNTBbIBAETCA NO-Pa3HOMY, B 3aBUCUMOCTY
OT KNIETOYHOIO KOHTEKCTA 1 MOMEKYJ1, MEHSI0-
WX NOPAZOK <BKOYEHUA» U «BbIKNIOYEHNA»
reHoB. INureHeTNYeckne GakTopbl BAUAIOT
Ha aKTMBHOCTb IKCMPEeCCcUn onpeaeneHHbIX
reHOB Ha HECKOJIbKIMX YPOBHAX, YTO MPUBOANT
K U3mMeHeHuo eHoTrNa KNeTKN Unn opra-
Hn3Ma. OKpyXeHune B3auMOAEeNCTBYET C HaMu
Ha reHeTUYECKOM YPOBHE 1 M3MEHAET Hac,
nHorga HeobpaTtnmo. MocneacTsms 3Toro Ans
3[10POBbs YeNOBEKA MOTYT ObITb CamMbiMM pas-
HOOGpPa3HbIMY.

TPEXMEPHbIA MUP OHK

Owmnb0oYHO AymaTb O reHOME UCKJII0-
YNTENbHO B IMHENHOM U3MepeHnK, npea-
CTaBJAA €ro TONbKO LEMOYKON OCHOBaHUNM,
KOTOpas MOXeET 6bITb NpoUYUTaHa NocNefo-
BaTe/IbHO 1 6e3 3aTeil. B ocHOBe M3MeHeHN I
reHHOM aKTUBHOCTY NEXUT NAaTTEPH YKNaAKM
[HK B xpomaTuH. CKnagblBasacb onpeaeneH-
HbIM 06PA30M NoJ Pa3HbIMM YraMU, Kaxablii
pa3 Nony4yalTCA HOBble SNUTreHeTnYecKne
moandurKaummn. Kpome toro, IHK nokpbiTa
cneynduuecknmn 6enkamm, KOTopble Takxe
MOFYT NPUCOEANHATD FPYNMbl XMMUYECKUNX
COeVHEHNI 1 TaKnM 06pa3oM BO3AeCTBO-
BaTb Ha aKTUBHOCTb reHOB. Mpumepamm
JMUreHeTUYeCKNX N3MeHeHNI ABNAIOTCA
meTunuposaHue JHK n geauetnnuposaHue
rMCTOHOB. [PUHATO CUMTaTb, YTO METUINPO-
BaHue [1HK penpeccupyeT reHbl, a auetniu-
pOBaHMe rMCTOHOB akTUBUPYET ux. [Npu 3Tom
HY OiHA 13 TaKNX MONEKYNAPHbIX KOPPEKTU-
POBOK He MPUBOANT K N3MeHeHMAM 6a30Boro
reHeTnyecKkoro Koga. B otnunune ot mytauun
anureHeTYeCKne N3MeHeHNsA 06paTUMbI
1 6ONBLIMHCTBO U3 HUX MCYE3aeT Yepes
HECKOJIbKO MNOKOMEHWIA, NO3TOMY OHW MOFYT
HOCUTb XapakTep NULLIb BPeMeHHbIX afanTa-
unin. OpHaKO 3TO MOXET Bbl3BaTb U3MEHEHWA
B 9KCNPeCCUn reHoB, KOTopble BNeKYT 3a
coboii n3meHeHMA GYHKLMNIA KNETOK.

rMCTOHOBBIN KOA

BenkoBble CTPYKTYpbI, pacnonoxeHHble
Bokpyr [AHK, o6pa3ytoT B Hacne[CcTBEHHOM
MaTepuane rmCTOHOBbIV KOA, KOTOPbIN NO-
3BONIAET KaXKAO0M KNeTKe BbIOUpaTh OfHy 13
MHOXeCTBa Pa3NNYHbIX MPOrpPamMm reHHOM
perynaumm, a Takxe co3aaBaTb HOBble NPO-
rPamMbl 1 COXPaHATb X Ha bnvKaiwee
6ynyuiee. [MCTOHOBbI KO — Pa3HOOBPa3HbIN
Habop moanduKaumii (aueTrnuposaHme, doc-
dopurnmpoBaHme, METUIMPOBAHNE) «XBOCTOB»
TMCTOHOB, PACcrONIOXEHHbIX Ha MOBEPXHOCTU
HYKJIe0COM, B pe3yibTaTe Yero npoucxoaaT
N3MeHeHNA 3Kcnpeccun reHos. Mogudukaumm
TMCTOHOB BAIUAIOT MPENMYLLECTBEHHO Ha Xa-
paKTep ynakoBKM XPOMATUHOBOW Gprbpunbl,
pa3pbIXNAA UK, HAO6OPOT, YNNOTHAA €€, YTo
B CBOK OYepefib COOTBETCTBEHHO Obneryaet
nnu 3aTpyaHaeT goctyn K IHK mHorouncnen-
HbIX PEryNATOPHbLIX GakTOPOB 1 B 3HAUNTENb-
HoW Mepe onpepensaeT GyHKLMOHaNbHOe Co-
CTOAHME reHa. [MCTOHOBBIN KO CY»KUT OQHUM
13 OCHOBHbIX SMUFEHETUYECKNX MEXaH3MOB,
KOHTPONMPYIOLWMX BKITIOYEHWE U BbIKITIOYE-
HWe BCEX reHOB 1 NepeAaydy NporpaMmbl 3TOro
KOHTPONA MO HaCNeACTBY OT KNETKM K KNeTke.
Taknm 06pa3om, SMUreHeTNUECKINIA KOf MOXET
0Ka3blBaTb YAUBUTENbHO fleTa/lbHOe, TOHKO
anddepeHUNPOBaHHOE Y MHOrOaCMeKkTHoe
B/INAHME Ha Ha3HAauYeHNe 1 CBOMCTBA KNETKN.
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SMUrEHETKA N BOJNIE3HU
SnureHeTYeCcKne ABEHNA OKa3blBalOT
3HauMTeNIbHOE BAIMAHME Ha 340POBbe YesoBe-

Ka, MO3TOMY 3MUreHeTnKa MMeeT Henocpes-
CTBEHHOE OTHOLLEHMeE K CaMblM pa3Hoobpa3-
HbIM 3a6051€BaHNAM — OT WK30dPEHNN A0
peBMaTOVAHOro apTpKTa, OT paKa 0 XPOHU-
yeckux 6onesbix CMHAPOMOB. OBHapY»KeHO,
YTO M3MEHEHUA B aLeTUAMPOBaHNN FTMCTOHOB
1 MeTunmMposaHun JHK npusogaAT K pa3sutiiio
paKa npeacTaTesibHow »enesbl nyTemM nsMeHe-
HWA aKTVBHOCTW Pa3inyHbIX reHoB. [1py 3Tom
Ha aKTMBHOCTb reHOB MpW AaHHOM Bufe paka
MOTYT BNVATL NUTaHUe 1 06pa3 xu3Hu. HekoTo-
pble BelecTBa MMEIOT CBONCTBA SNUreHeTnYe-
CKVIX KaHLiepOreHOB: OHN MPUBOJAT K MOBbI-
LUEHWMIO YaCTOTbl BO3HUKHOBEHUA OMNyXosnen,
He NPOABNIAA MPY 3TOM MyTareHHoro s¢pdekTa:
Hanpumep, AN3TUACTNGECTPONA apCeHMuT,
rekcaxnopbeH3os, coefrHeHNA HuKena. Ecnn
anureHeTMYeCKne MoANPUKaLMM NPONCXOAAT
Ha Ba>KHOM 3Tane pasBUTUA, TO OHN MOTYT OKa-
3bIBaTb BAMAHME Ha OPraHn3M B TeUeHue BCen
XM3HW. MHOrMe TepaToreHbl 1, B YaCTHOCTY,
ANITUNCTNGECTPON, OKasblBaloT crneunpuye-
CKOe BO3[eNCTBME Ha NOA Ha 3nunreHeTnye-
CKOM YPOBHe.

BNIVAHUE NUTAHNA
HA SNMUTEHETUYECKUE MPOLIECCbI

B Vicnangwmu 6binm nposefeHbl Mo6oMbITHbIE
CTaTUCTUYECKME NCCNejOBaHNA NO NOBOAY
TOrO, KaK paLMiOH MOXEeT OKa3blBaTb NureHeTn-
yeckoe BfMAHWe Ha 3abonesaHuA. Y naumeHToB
¢ ynctatnH-C amunongHow aHronaTmen,
BbI3bIBAIOLLEN NPEXAEBPEMEHHYI0 CMEPTb B pe-
3ynbTaTe VHCYNbTa, Oblna 06Hapy»KeHa reHeTy-
yeckasa MyTauusa. YanBuTenbHo, uto go 1820r.
N0AN C TaKON MyTaLMen Xnnu B CpefHem o
60 net. Mexagy 1820 1 1900 rr. npogomKnTenb-
HOCTb KM3HM NaLMEHTOB C 3TM 3abonieBaHnem
pesKo cHM3uNacb NpuMepHO Ao 30 neT n c Tex
Mop OCTaeTcA Ha Takom ypoBHe. Mpeanonaraet-
CA, 4TO NPUYMHON 3TOTO CTaa 3aMeHa PaLMoHa,
TPaAMLIMOHHOTO AN HaceneHua cnanguu,
Ha PEXUM NUTaHUA, MPUHATbIN B KOHTUHEH-
TanbHon EBpone. [NprBblYHaA ana ncnaHaues
[ineTa CoCToANa B OCHOBHOM U3 CyLLEHOW
pbi6bl 1 GEPMEHTNPOBAHHOTO Macsa, KOTOPoe
60raTo MacnAaHoON KMCIOTON. 3TO coefiHEHMe
ABNAETCA CN1abbIM MHIMBUTOPOM rMCTOHAEa-
LieTrNasbl, CNOCOBHbBIM, B KOHEUHOM CYETe,
N3MEHATb CTPYKTYpPY COCYANCTON CTeHKW. [Toka
HeT popManbHbIX AOKa3aTeNbCTB, YTO UMEHHO
COKpaLLeH1e npuemMa C NMLLe 3Toro BeLecT-
Ba CTasI0 MPUUYMHON paHHeN CMepPTHOCTY,
OfIHAKO, rMMoTe3a BbIMAAMT NPaBAoNofo6HO.
VIHrM6uTOpbI MICTOHAEaLETINa3bl TAKXKE MOTYT
UrpaTb BaXHylo posb B NPodUNaKkTuKe paka n
Apyrux 3abonesaHnin. MacnAHOKVCbIA HAaTPWIA
B Cbipe, cynbdpopadaH B cnapeBoi Kanycre
(6poKKoNY) 1 AUaNNMNOBbIN ANCYNbGAT B Yec-
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AnureHeTnyecKkaa Tepanusa
HanpaBfneHa Ha nevyeHue
HacnepCcTBEHHbIX
HenpopaereHepaTUBHbIX
3aboneBaHui, B YaCTHOCTH,

pAga 3aboneBaHuii
nocpeAcTBOM BO3AeicTBUA
Ha anureHeTMyeckne

npoueccbl U KoppeKkLuuio
HapyLeHUn

HOKe — BCe 3TO C/labble MHMMOUTOPbI TMCTOH-
neauetunas. lpeanonaraloT, YTo OHU BAMSAIOT Ha
3KCMPeCccuio reHoB 1 CnocobCTBYIOT Nponude-
paLvK KNeToK B MULLEBaPUTENIBHOM TPaKTE, UTo
TEOPETUYECKUN MOXKET CHUXKATb PUCK Pa3BUTUA
[VCMNAa3nn B TONCTOW KULLKe.

SMNUFEHOM U CTAPEHUE

SnureHeTUYeCKMe NPoLecChbl UrparoT
BaXKHYI0 POJIb Ha NMO3AHWX 3Tanax »un3Hu,
B YaCTHOCTU, MPU CTapPEHUW NPONCXOZAT
LWIMPOKOMACLUTaGHbIE M3MEHEHNS Mpodunelt
METUNNPOBAHNA. YKe JoKa3aHa NpAmas CBA3b
AKTMBHOCTY aLEeTUNNPOBaHNA/fealeTMNnpoBa-
HWA TMCTOHOB C NPOAOIKUTENIbHOCTbIO »KM3HW.
Kpome Toro, npegnonaraercs, 4to 3Tv npouec-
Cbl HAXOAATCA NOJ reHEeTUYECKM KOHTPOJEM.
O6bIYHO HanbOosbLLEe KONNYECTBO METUN-
POBaHbIX LIUTO3MHOBbIX OCHOBaHUIA Habiofa-
etcs B [JHK, BblaeneHHom 13 sMOprioHOB Unm
HOBOPOXAEHHDBIX KMBOTHbIX, U 3TO KOIMYECTBO
C BO3PaCcTOM NOCTeNeHHO yMeHbLuaeTcA. Npeg-
rionaraeTca, 4To AeMeTUINPOBaHKe C BO3pac-
TOM NPVBOANT K XPOMOCOMHBIM MepecTporikam
3a CYeT aKTMBALMN MOBUIbHbIX FeHeTUYECKNX
3/IEMEHTOB, KOTOpPbIe 06bIYHO NOAABNAIOTCA
¢ nomoLwbio metunuposanua JHK. Cucre-
MaT1yeCcKoe BO3PaCcTHOE CHUKEHME YPOBHA
METUNMPOBAHUSA MOXET ObITb NPUUMHOI BO3-
HUKHOBEHMWA MHOTVX KOMMNEKCHbIX 3aboneBa-
HWIA, KOTOPbIE HENMb3A 0OBACHNTL C MOMOLLBIO
KNacCMYeCcKnX reHeTyYeCKnx Bo33peHuni.

SMUrEHETUYECKUE CMOCOBbI IEYEHUA
3nureHeTMYeCKan Tepanus HanpasneHa
Ha NeyeHne HacneCTBEHHDBIX HellpofereHe-
paTrBHbIX 3a60NEBaHNI, B YaCTHOCTW, pAJA
3a60neBaHNii NOCPeACTBOM BO3AENCTBIA
Ha 3MMreHeTNYeCK1e NPOLECChl 1 KOPPEKLMIO
HapyLLeHwiA. Yake paspaboTaHbl JIC, nHuumMn-
pytoLLyie 3nMreHeTYeCKe NPoLecchl, KoTopble
YCMELWHO NPUMEHSIOT /1A NIEUEHSA HEKOTOPbIX
pa3HOBMAHOCTEN paka. [pexpae Bcero 7o vH-
rMOUTOPbI TMCTOHAEALIETINA3 U METUNTPAHChe-

pa3 AHK. MHrmbutop ructoHaeaueTunas Knacca
CUPTYMHOB MPOXOAUT KITIMHUYECKNe NCMbITaHUA
ANsA neyeHns 6one3Hn XaHTUHITOHa, TAKeNoro
HacnefCTBEHHOMO HenpoaereHepaTMBHOIO
PaccTPOWCTBa, NPV KOTOPOM MPOVCXOAAT 13-
MEHEHMA IMYHOCTU, B TOM YNCIIe KOTHUTUBHBbIX
CMOCOBHOCTEN 1 HapyLeHWe ABUraTeNbHbBIX
¢dyHKumiA. OrpoMHOe BHMMaHWe cocpefoToye-
HO Ha pa3paboTke JIC, cnocobHbIX NOAABNATL
y3KOCMeLanu3npoBaHHbIe SNnreHeTuyeckme
bepmeHTbl. OfHaKO NOABNEHME HOBbIX Npe-
MapaToB, CNOCOBHbBIX BMELLMBATLCA B INUreHe-
TUYeCKMe NpoLiecchbl, MOXeT NOBVATb Ha nepe-
NporpaMmr1poBaHIe, KOTOPOEe NMPOUCXOANT NPU
06pa3oBaHN NOJOBbIX KNETOK. TeopeTuyecKm
3TO MOXET NPUBECTMN K OnpeaeneHHbIM nocnea-
CTBMAM He TONbKO ANA NayueHTa, Nogseprato-
LLLeroca leYeHuIo, HO TaKXe ANA ero aeten
BHYKOB.

AnureHeTMYecKne npenaparbl MOTyT
KapAvHaibHO U3MEHUTb MOAXOAbI

K JIeYEHNIO MHOTUX 3a6oneBaHuii.
OpHako npouecc co3gaHua HoBbix J1IC
CYLECTBEHHO YCNOXHAETCA HeoOXoAM-
MOCTbIO NPOBeAeHNsA TpaHcreHepawym-
OHHbIX UCC/IEA0BAHUM, YTO K TOMY Ke
MHOFOKpPaTHO YBeNn4MBaeT pacxopbl.
Ha nepBblii B3rnag gononHutenbHble
TECTUPOBaHNA HOBbIX NpenapaToB
HanpaB/eHbl Ha NoBblLIeHMe 6e3onac-
HocTu JIC n no3ToMy Nnopo6Hbie mepbl
npepcTaBiAOTCA BMOJHE ONpaBAaH-
HbiMK. Ho KaK 6bITb C nauueHTamn,
KOTOPbIX HOBbIE JIEKapCTBa yxe
cerogHa mornm 6bl cnactu oT cmepTi?
Pewntb 3Ty Npo6sieMy MOXHO TONbKO
npy y4acTum BCEX 3aMHTEPECOBaHHbIX
CTOPOH — ¢papmMaLieBTMYECKNX Komna-
HWIA, PErynnpyoLwmx opraHoB 1 cammx
naymeHToB
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