BO3MOKHOCTBIO HCITOIB30BaHUs C JPYTMMH OIl€palusIMH, KOpPPHUIH-
PYIOLIMMU MPOJIATIC T€HUTATIUN.

FTEHETUYECKAA AETEPMUHALINA IT'ECTO3A
I'yrukosa JI.B., 3Bepko B.JI.

YO «I'podHeHcKull 20cydapcmeeHHbll MedUYUHCKUL yHU8epcumemy,
2. 'poodno, Pb

Pedepar. B cratbe 00CyxaaloTcsi MEXaHU3MbI HACJECI0BaHUSA
PEIPacioI0KEHHOCTH K TeCTO3Yy.

CocTosiHHE 3/TI0pPOBbS 3aBUCHUT KaK OT XapakTepa MOJTy4eHHOM:.OT
poluTeNe reHeThYecKoW HH(pOpPMAIlMU, TaK U OT YCJIOBHHM BHEIHEH
Cpelbl, B KOTOPOI OHa peann3yeTrcs. AKTUBHOCTb T€HOB Ha MPOTSHKEHUH
’KU3HU YEJIOBEKAa 3aBUCUT OT B3aMMOJCWMCTBHS C JAPYTUMH T€HAMH, OT
BHEIIHEH Cpeibl U OT F€HETHYECKMX MEXaHW3MOB DPEryJIslUU T€HHON
aKTUBHOCTHU. 3HAHMS, TIOJyYEHHBIE B MpOIlecce paCIIU(pPOBKHA CTPOCHHUS
reHoMa, YOeXKJIaloT B TOM, YTO 0e3 MHGOPMAIIUN O KJIMHUYECKUX OCO-
OCHHOCTSIX OOJIe3HEH uyejoBeKa MOJICKYJSpHAs MEIUIMHA HE MPUHECET
OKUJIaeMOT0 pe3yibTaTa. [I[puurMHHO-CIIeICTBEHHBIC B3aUMOOTHOIICHHUS
MOTYT OBITh YCTAHOBJIEHBI TOJILKO COBMECTHBIMU YCHUJIUSIMU KIIMHUIIH-
CTa, TeHEeTHKa, OMOXUMHKA, MOJIEKYSIPHOI'O FeHEeTHKa U (papMaKoreHe-
tuka. MccnenoBanue reHoB BOCIIPUUMYHUBOCTU K T€CTO3Y Ha CETOHSIIII-
HUN JIeHb OCHOBAaHO Ha HauOojiee MUPOKO MPHUHSITHIX THIIOTE3aX €ro
ATUOJIOTHUHU W TIaTOreHe3a: HeMOJIHOW WHBa3uu TpodoObaacTa B Crivpaib-
HbIE€ apTepUu B paHHUE (CPOKU OEPEMEHHOCTH M TI'eHEPaTU30BAHHOM
TUChHYHKITMU YHI0TEIIHS.

Cyl1iecTByIOT pPa3audHble MHEHUS OTHOCUTEIIbHO MEXaHHU3Ma Ha-
CJIeIOBaHUs MPEAPACIIOI0KEHHOCTH K recTo3y. Tem He MeHee, BONpocC,
YbU T€Hbl — MATEPUHCKHUE, SMOPHUOHAIbHBIE WM UX B3aUMOJCHCTBUE
peipacnojaraioT K recto3y, — OCTaeTcsl 1O HACTOSILIEro BpeMeHu Oe3
oTBeTa. Psi/l aBTOPOB MOABEPrar0T COMHEHUIO MAaTEPUHCKYIO MOJIENb Ha-
CJICIOBaHMS M YKa3bIBAIOT HA TJIABHYIO NMPUYACTHOCTh AMOPHOHATBHBIX
FEHOB K pa3BUTHIO recro3a. Kpome Toro, cxoxas KIMHUYECKAsi KapTUHA
recTo3a MpU TPOMHAX, MY3BIPHOM 3aHOCE W TpucoMuu mo 13-k xpomo-
COME SICHO IEMOHCTPUPYET HAJIMYKME MPUYACTHOCTHU IJIOJOBBIX T'€HOB K
MaTepUHCKOW ne3ananTtaiuu. O4YeBHUJIHO, B PA3BUTHM TIeCTO3a HUIPaeT
BKHYIO POJIb B3aUMO/JICHCTBHE MATEPUHCKUX U YMOPHOHAIILHBIX T€HOB.
[Ipu sTOM BKJIaJ 110712 0OYCIOBIIEH OTLOBCKMMHM TeHaMu. YacTtora pas-
BUTHSI T€CTO3a Y BTOPBIX KE€H MYXYUHBI MOBbBIIIEHA B 1,8 pa3a, eciu y
NEPBbIX U3 HUX OBUIO OTMEUEHO MOJ00HOE OCIOKHEHUE OEPEMEHHOCTH.
bbu10 OTMEUYEHO, UTO U MYXYMHBI, U JKEHUIUHBI, POXKJIEHHbIE OT Oepe-
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MEHHOCTH, OCJIO)KHEHHOM T'€CTO30M, UMEIOT 3HAYUTENILHO 0oJiee BBICO-
KyI0 BEPOATHOCTH BIIOCJEICTBUM HUMETh peOCHKA MpU OEpEeMEHHOCTH,
OCIIO’)KHEHHON TecTo30M. [IpuoOpereHne opanbHOW TOJIEPAHTHOCTU K
OTIIOBCKMM aHTUT€HAM CIOCOOCTBYET CHIKEHMIO PUCKa Pa3BUTHS Iec-
To3a. [Ipy onMHaKOBOM MHTEpBajie MEXY POJaMH CMEHa MapTHEpa B
JaJbHEHIIIEM HEe TIPUBOJUT K YBEIMYECHUIO PUCKA IeCT03a, a MpU UHTEP-
Bajie Mexay poramu 10 et u 6osee puck recro3a mpubdIMKaeTCs K Ta-
KOBOMY Yy II€pBOOEPEMEHHBIX.

HoBbie MomneKkysspHbIe METOABI PACKPBUIM THUIl YIPABJICHUS FeHa-
MU, B KOTOPOM BBIPQXCHHBIA allJIeIb OT OJHOTO POAMTEIs 3aCTaBIISIET
«MOJTUATBHY aJIeNb APYroro. Ta OTIMYUTEIbHAS IKCIIPECCHsl Ha3bIBaeT-
Csl TCHOMHBIM UMIPUHTUHTOM. | €HOMHBI UMIPUHTHAT UMEET MECTO B
MHOKECTBE HapYIIEHUHN, OTHOCSIIHUXCS K POCTY, MOBEIACHUIO U MATOJIO-
TUYECKOMY POCTY KJeToK. CloXHasi CTPYyKTypa HacleIOBaHUs MPHU Tec-
TO3€ MOXET OBITh CBSI3aHA C UMIPUHTUHIOM T'€HOB Y IUJIOJA B IMOJIb3Y
ota uian marepu. Ckopee OTIIOBCKHM, YeM MATEPUHCKUN, UMIIPUHTUHT
T€HOB HEOOXOJUM JJII HOPMAJIBHOTO Pa3BUTHS TpodobiacTa U JOMOJI-
HUTEJIBHBIX 3apOIBIIIEBLIX MeMOpaH. JleCTBUTENbHO, MMy3bIPHBIN 3aHOC,
Ipv KOTOPOM M3MEHEHHasl TKaHb TPO(oOIacTa MPOUCXOAUT TOTHOCTHIO
OT OTIOBCKHUX XPOMOCOM, CBSI3aH.C PA3BUTHUEM TSKEJIOT0 pPaHHEro rec-
To3a. ['ecTo3, ABIASICH MyJIbTH(PAKTOPUATILHBIM 3a00JIEBAaHHEM, UMEET
LEJbIN Psii TEHOB MpeapaciofokeHHOCTU. M3BECTHO, YTO reHETUUECK Ut
nosmMopdusM (pazHoOOpa3nue TEHOB, OTPAHUYEHHOE OJHUM BHUJIOM),
OPUCYIINI YeI0BEKY, HPUBOIUT K ONMPEICICHHBIM BapHallUsIM B CTPYK-
Type OEJIKOB U TeM. caMbIM (POPMUPYET OMOXUMHUYECKYIO WHIUBUTYaIb-
HOCTb Kak101 JinuHOCcTH. K moaumopdu3mMy OTHOCATCS TaKUe BapUAHThI
I'€HOB, KOTOpbIE BO3HUKJIM B PE3YJIbTaTe€ TOUEYHBIX MYTallMi AOCTATOY-
HO JJaBHO U PaCHpOCTPAHUIIUCH B MOIYJISALIUM, BBIAAS 3a MPEAeNbl OT-
JeNbHBIX ceMel. MHOrre BapuaHTHBIE T€HbI COMPSHKEHbI CO 3HAYUTEIIb-
HBIM HOBBIILIEHUEM PUCKA Pa3BUTHUS LEJIOT0 psifa 3a00IeBaHUI.

Hcxonss M3 COBpEMEHHBIX NPEICTaBICHUN O MaTOreHe3e recrosa,
BBICOKA BEPOSTHOCTh HAJMYMS ACCOLMAIIMM C TE€CTO30M COBOKYIHOCTH
HOJIUMOP(U3MOB I'€HOB, BOBJICUEHHBIX B CIIOHBIN MPOLIECC PEryIUPO-
BAaHUSI MHOT000pa3HbIX (PYHKIMM 3HHoTenus. [loHsTHE «HACHEenCTBEH-
Has TpoMOouIus» 00bEIUHSIET HAPYIIEHUS B CUCTEME TeMOCTa3a, CBS-
3aHHBIE JTUOO C HEMOCPE/CTBEHHBIM Je(HEKTOM (PaKTOPOB AHTHKOATY-
JASTHTHON WM (UOPUHOIUTUYECKONW CHUCTEM, JIMOO C OMOCpeaOBaHHBIM
BTOPUYHBIM HapylI€HUEM (YHKIIMM CUCTEMBbI T'€MOCTa3a BCIEACTBHE
WHBIX TEHETUYECKUX MOJIOMOK, B TOM YHCJIE U KOAryJsIMOHHBIX (PaKTo-
pOB.

Myranus dakropa V Leiden siBisiercss HanboJiee 4acToi NpUYU-
HOM BBICOKOI'O T€HETHYECKH OOYCIOBIEHHOro pucka tpombOosza. Ilpu

41



AMM30/1aX BEHO3HON TPoMOO3MOONHNH TMpu OepeMeHHOCTH mMyTaus GV
obHapyxuBanach B 43,7% ciydaeB. 3aMeJIeHHas! Jerpaaaius MyTUPO-
BaBiero ¢Va npuBOIUT K CTAOUIM3ALMK TPOTPOMOUHA3HOTO KOMILIEK-
ca UM YBEIUYMBAET CKOPOCTh oOpa3zoBaHusi TpomOuna. [lo maHHBIM
M.C.3aiinynunoit (2005), y 25% *EHUIMH ¢ TSHKEJIbIM FeCTO30M Ha0Jo-
nanach Mytanus @Y, Toraa Kak mpH JIETKOM T'eCTO3€ Ta MyTalus MpHu-
cyrcTBoBaia B 3,9% ciydaes, a mpu PU3NOIOTHIECKON OEPEMEHHOCTH —
IIOJIHOCTBIO OTCYTCTBOBAJIA. MyTanusi UCTaTUOH-P-CHHTETA3BI — HApY-
H1aeTcs MpeBpalieHre TOMOIMCTENHA B IIMCTATHOHUH, HapyIIaeTcs mpe-
BpallleHUE TOMOIIUCTEHHA B LMCTATHOHHUH, PA3BUBAETCA THIIEPTOMOLM-
CTEMHEMHUS — TIOBPEXKICHUE COCYAOB AHAOTENM. MyTaiusi reHa MEeTHiI-
TeTparuapodonaTpeayKkTa3bl — HApyIIEHHUE Mpollecca MpeBpalleHUs ro-
MOITUCTEMHA B METHOHMH. Mytamus reHa nporpomOuna G20210. V
KEHITUH ¢ TPOMOOIMOOTIMIECKUMHU OCJIOKHEHUSIMU OHA OOHApy:KeHa B
16,9%. Puck pazButus TpoMOOAIMOOINY MPU HATHIUH ITOW MYTAIUH
BO3pacTaer B 3 pasza. [lomumopdusmel accorain reHoB, Onocpeyo-
mMUX (PYHKIMOHUPOBAHHME DSHJIOTENUS, OMNPEICISIIOT. TCHETHYECKYIO
IPEeIpaciooKEHHOCTh K AUCPYHKIMH SHAOTENIUS U TEHETHYECKYIO
IPEeIpacioI0KEHHOCTh K T€CTO3Y.

Takum 00pa3zoM, MOJEKYISIPHO-TEHETHYECKUE UCCIIEeAOBaHUs yOe-
JIUTENIbHO MOKA3bIBAIOT, YTO FECTO3 MPEACTABISET COO0M CUHIPOM, B KO-
TOPBII BXOJAT pa3MUHbIC MATOJIOTHYECKUE COCTOSHUS, 00BEINHEHHbBIC
CXOJHBIMU KJIIMHUYECKUMU MPOSBICHUSAMHU, HO UMEIOIMIMMH Pa3IudHbIe
NyTU pa3BUTHs. TeCTUPOBAHKE MOIUMOP(PU3MOB I'€HOB, YUaCTBYIOLIUX B
perymsiuun dyakunn dHA0TeIMA (t-PA, PAI-1, eNOS, AII®D, TNFa,
GSTPI), yxe ceilyac IO3BOJISIET BBISIBUTH >KEHIIMH C IOBBIIICHHBIM
PUCKOM pa3BUTHsI T'eeTO3a M 3a0JaroBpeMEHHO HadaTh WHAWBHIYallb-
HYIO0 NPOPUIAKTUKY TOTO CEPHE3HOTO OCIOKHEHUSI OEPEMEHHOCTH.

JUCIIJIASUA COEJUHUTE/IBHOH TKAHU B TEHE3E
ITPOJIAIICA TEHUTAJIUH:
OINIPEAE/TEHUE TAKTUKHU BEJAEHUA TIAITUEHTOK
I'yrukosa JI.B., HoBunikasa T.B., 3Bepko B.J1.

YO «I'podHeHCcKull 20cydapcmeeHHbll MeJUYUHCKUU yHU8epcumemsy,
2. I'poduo, Pb

Pedepar. B cratbe oOcyxnaercs 3HaUCHUE TUCILIA3UU COCIUHM-
TEJIbHOM TKaHW B I€HE3€ MpoJiarica F'eHUTAIUNU U ONpPEACICHUE TaKTUKU
BEJICHUS MallMEHTOK.

IIpomanc reruTanuii pacpoOCTPAHEH CPEAU KEHILUH BCEX BO3pac-
TOB. Y ICNIBbHBIN BeC JaHHOTO 3a0ojeBaHus jgocturaetr 28-38,9% cpeau
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