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IpegpacrnonnoxeHHoOCTb K PaHHeHn
npuBbIYHON norepe bepemeHHoOCTH

KoMriekcHOe TeHeTHYecKOoe MCCleJOBaHUE, KOTOPOE MPE/ICTABISET cOO0OM
aHaJdu3 TPEX TEHETUYECKUX MApPKEPOB, CBS3aHHBIX C PHUCKOM XPOMOCOMHBIX
aHOMAaJIUH U U30JMPOBAHHBIX TOPOKOB pa3BuTHs y monaa (Oone3nu JayHa, npyrux
TPUCOMUM,  He3apalleHus  HEpBHOM TpyOkMu ©W  JAp.), a TaKkke ¢
MPEAPACTIONIOKEHHOCTPIO K TOBBIIIEHHOW CBEPTHIBAEMOCTH KPOBH Y MaTepH.
[loTepss OepeMEHHOCTHM Ha pPAaHHUX CPOKaX YacTO CBSi3aHA C TEHETUYECKUMU
HapylIeHUsIMU Y 1Uiofa U JedexkramMu pa3BUTUS IUIALIGHTHl BCIEIACTBHE €€
TPOMOOTUYECKOTO MOBPEKICHUS.

OnHolt U3 BenylMX MPUYMH HEBBIHANIUBAHUS OEPEMEHHOCTH HAa PAaHHUX
Cpokax sBisieTca reHeTuueckuil gaktop. Ocoboe MECTO 3aHUMAET TeHeTUYecKas
MPEAPACIONIOKEHHOCTh K TpOMOOWINM W TUIleproMoiucTenHeMuu. JlanHoe
F€HETUYECKOE HCCIIEIOBAHNE BKIIOYACT B CeOS JBE TPYIIBl TEHETUUYECKHUX
MapKepoB: T'eHbl ()aKTOPOB CBEPTHIBAHUSI KPOBU U T'eHbl MeTabosin3Ma (HonreBon
KHUCJIOTHI U BUTaMuHa B12.

MukpoTpoM003bl NpU OEPEMEHHOCTH YACTO MIPUBOIAT K aKyHIEpCKOU
narojiorud (recto3y, IUIAIlEHTApHOM HEIOCTAaTOYHOCTH, MPEKIECBPEMEHHON
OTCJIOMKE HOPMAaJbHO PACIOJIOKEHHOW IUIAIEHTHI, MPUBBIYHON MOTEpHU IJI0Aa U
ap.).

[Tpu HEOCJI0)KHEHHOM TEUECHUU OepeMeHHOCTH pa3BUBaeTCs
(dbusmonornyeckas ajanTanus B cUcCTEeMe reMocTasa (ycunenue
OOIIeKOaryIsIIMOHHOIO TMOTEHIMala KPOBU 3a CYET MOBBIINICHUS aKTUBHOCTU W
KOJM4yecTBa OOJbIIMHCTBA (DAKTOPOB CBEpThIBaHUS KpoBU B 1,5-2 paza wu
CHUKEHUE AaHTUKOAryJISIHTHOTO TmoTeHnuana). [losTtomy npu OepeMeHHOCTH
MOBBIIIAETCS. PUCK PA3BUTHUSA TPOMOODUIUY — IPEAPACTIONO0KEHHOCTH K TPOMOO3Y.
['maBHBIM 00pa3oM 3TO OMAcHO MJis IUIOJA: BCIENCTBUE OOpa3OBaHUsI CI'yCTKOB
KpOBU HapyllaeTcsi KpOBOOOpallleHWE, W OH HE IMOJy4aeT  JIOCTaTOYHOTO
KOJIMYECTBA MUTATEIBHBIX BEIIECTB. DTO I'PO3UT MPEpPhIBAHUEM OEPEMEHHOCTH Ha
paHHEM CpOKE, a TaKKe JPYTMMU OCJIOKHEHUSIMH, CBSI3AHHBIMHU C MOBBIIICHHBIM
CBEPTHIBAHHEM KPOBH.

Cpenu mNpuUYMH CHUHIpPOMA TMOTEpPU IUIOAA MyTalusM TreHa QakTtopa
CBEpPThIBAEMOCTH V OTBOAAT 10 15 %. Hamnuwne y xenmuu myrtanuu resa FS B 8
pa3 TMOBBIIIAET PUCK Pa3BUTHS TPOMOO30B B T€UeHHME Bcell OepemeHHOCTH U B 10
pa3 — NpeXAEBPEMEHHON OTCIOMKN HOPMAJIbHO PACIOJIOKEHHOM TIJIAlCHTHI.

Jpyroil KoaryiasiMoHHBIM (akTop — MPOTPOMOMH — OJMH M3 TJIABHBIX
KOMIIOHEHTOB CBEpPTHIBAIOIIEH CUCTEMBbl KPOBU: B XOJE €ro pacuierieHus
oOpasyercst TpoMOuH. JlaHHas peakuus sBISETCA MNEPBOM cTaguelt oOpa3zoBaHUs
KpOBSHBIX crycTkoB. Mytanus ¢dakropa II cBepTbiBanus kpoBu (IIPOTpOMOUHA)



G20210A acconuupoBaHa ¢ pUCKOM TPOMOOIMOOTINIECKUX OCIOKHEHUN BO BpEeMs
O0epeMeHHOCTH (OH BO3pacTaeT Mpu CONMyTCTBYIONIEH MyTanuu daktopa V).

BaxxHo, 4TO yKka3aHHBIE PUCKH COXPAHSIOTCS W B IOCJIEPOJIOBOM MEPHUO/I.
[loaToMy Tpy MPUHATHH BpPauyoM pEUICHUS O MEIMKAMEHTO3HOU MpOoUIaKTHKE
TPOMOOIMOOTUYECKUX OCJIOKHEHUH, NpPU HAIMYUM T[OKa3aHWl ee cleayer
MPUMEHSTH HE TOJBKO HAa MPOTSHKEHUU BCEM OEpEMEHHOCTH, HO B MOCJIEPOJOBOM
nepuoe.

Hpyroit renetuueckuit wmapkep (MTHFR C677T), BkIIOYEHHBI B
KOMILIEKCHOE UCCIIeIOBaHUE, CBSI3aHbI c PUCKOM pa3BUTHUS
TUNEProMOLUCTeMHEMUN U (HOJATACHUIIUTHBIX COCTOSHUH W MOTYT SIBUThCS
MPUYMHON TaKUX OCJIOKHEHUU OEPEMEHHOCTH, KaK MpexIeBPEMEHHas OTCIOMKa

HOpPMaJbHO  PACIOJOKEHHOM  IUIAllEHThl,  MpepbiBaHUE  OEPEMEHHOCTH,
XpOHUYECKasi BHYTPUYTPOOHAsl TUIIOKCUS TUI0Ja U npeskiamicus. [Ipu myranuu B
reHe MTHFR BO3HUKAET nedurut dbepmenTa

METWJICHTETParuapoQosiaTpelykTa3bl, KOTOPBIA WrpacT KIYEBYIO pOJb B
MeTabonu3Me (GONMEBOM KHUCIOTHI. DTO COCTOSIHUE SABJSETCS Hanbojee 4yacToi
T€HETUYECKOW MPUUMHON MOBBIIIIEHHOTO YPOBHS TOMOIIMCTENHA.

Puck pa3BuTus OCIOKHEHUN OEPEMEHHOCTH YBEIIMYMBACTCA B COUETAHUU C
apyrumu gpopmamu tTpomOoduianu (MyTtanue nporpomouHa, pakropa V Jleinen
u ap.). [loaTomy ux peKoMeHayeTCsl pacCMaTpUBaTh B OJTHOM KOMIUIEKCE.

YyuThiBas BaXXHYIO poJb QOIUEBON KUCIOTHI B METa00IM3ME HYKIEUHOBBIX
KHCJIOT, a CJIeIOBAaTelIbHO, U B mpolieccax mnpoiudepanuu u auddepeHiuanuu,
HapylieHue padoThl (OJATHOTO LMKIA OMACHO JJIA OBICTPO JETSALIUXCS KIIETOK
AMOpHOHA.

Hedbuut donatoB B npoiudepupyronux KieTkax BeIeT K pa3beJUuHEHUIO
nykineotunoB JIHK, cnocoOCTByeT TMOBBIIIEHUIO YacTOThl XPOMOCOMHBIX
nepectpoek, Hapymenuto koHopmamuu JIHK u pacxoxiaeHuss Xxpomocom —
oTCIoJIa U 00Jiee BBHICOKMM PUCK POXKICHUS JETe C YUCIOBBIMU XPOMOCOMHBIMU
aHomanusiMu (curapomom Jlayna).

I'omonucTenH cBOOOAHO MEPEXOIUT Uepe3 IUIALICHTY U MOXKET OKa3bIBaTh
TepaToreHHoe U  (EeTOTOKCHYecKoe JeiictBue. bbuio  ompeaeneHo, 4YTo
TUIEPTOMOIIUCTEMHEMUSI SIBJISIETCSL OJTHOM M3 MPUUYKH 1€()EKTOB HEPBHOM CUCTEMBI
y IJI0/a, B YaCTHOCTH aHdHIepaduud M He3apalleHUuss KOCTHOMO3IOBOIO KaHalla
(spina bifida).

Hapymenue B rene MTHFR (reneruueckuit mapkep C677T) HE TONBKO
BbI3bIBACT JC(EKThl HEPBHOM TPYOKH, HO U TMOBBIIIAET BEPOATHOCTH TaKHUX
MaTOJIOTUH pa3BUTHUSA IUIOA, KaK PACIIEINHBI TyObl U HEOA, MOPOKU Cepla.

Onnako  Jaxke  BBISIBJICHHAsT  MPEIPACIOIOKEHHOCTh HE  SIBISETCS
CBUJICTENIbCTBOM TE€HETHMYECKMX aHOMAIWN Yy IUI0JIa, OHA JIWIIb YyKa3biBaeT Ha
BEPOSITHOCTh MX pa3BUTHS, YTO TMO3BOJSET HE JOMYCTUTh IOCIEICTBUMN
HEOJAroNnpUATHBIX T'€HETUYECKUX OCOOEHHOCTEM Martepu U 00ecneduTh
HOpMaJIbHOE MPOTEKaHUE OEPEMEHHOCTH.

Burtamunonpodunaktuka QojsatamMu U BUTaMUHaAMH rpynmnel B, a Taxxe
KOPPEKLHs MUTAHUS 3HAYUTEIBHO CHUXKAET YacTOTY MOPOKOB HEPBHOU TPYyOKH Y



I0/a, a TaKXke HeUTpanuizyeT H30BITOYHOE KOJIUYECTBO TOMOILIMCTEMHA U,
COOTBETCTBEHHO, €TI0 MOBPEKIAIOIIEE JCUCTBHE.

HacnenctBeHHasi nmpepacionokeHHOCTh K JIF00OM akyliepcKol maToJIoruu
HE O3Ha4yaeT oO0s3aTeNibHYI0 TMepeladyy €€ MOTOMCTBY —  IepelaroTcs
COOTBETCTBYIOIIUE AJUICIIA T€HOB, KOTOPHIE ONPEIECIAIOT BEPOATHOCTh PA3BUTHUA
ATOTO 3a00JIEBaHUS.

Hanuuue B anamHe3e ciydaeB paHHEW TMOTEpU OEPEMEHHOCTH WU
YCTaHOBJICHHbIE 3a00JIEBaHUS CEPACYHO-COCYTUCTON CUCTEMBI Y OyayIIeill MaTepu
WIA €€ POJICTBEHHUKOB SBJIACTCS IJIABHBIM TIOKa3aHHUEM K MPOBEACHHUIO
T€HETUYECKOTO0 aHalin3a, KOTOPBIM IMO3BOJIIET OBICTPO U TOYHO YCTAaHOBUTH
MPUYUHBI HAPYIIEHUH pU OEPEMEHHOCTH.

buonornuyecknn pyuck npunema
roOpMOHaJIbHbIX KOHTPaLUenTuBoB

Haubonee »(hPeKTUBHBIM KOHTPAIIENTUBHBIM CPEACTBOM, MPUMEHSIEMbBIM
KEHIUHAMHU, SIBJISIOTCS OpaJIbHbIE KOHTPAICNTUBBI TOPMOHAIBHOM MPUPOJIBI.
Kpome Toro, B HEKOTOPBIX CiydasX Bpaud Ha3HAuYarOT MOJI0OHBIE TpenapaThl s
YIIYUIIEHUS TOPMOHAIBHOTO (DOHA JKEHILUHBI TP MJIAHUPOBAHUM OCPEMEHHOCTH.

Camoe ceppe3HOE OCIOKHEHUE MPHU MPHUEME OPaIbHBIX KOHTPALICNITUBOB —
VWX BJIMSHHE HA CHCTEMY remoctasa. [[oka3aHo, YTO 3CTPOT€HHBIA KOMIIOHEHT
KOMOMHUPOBAHHBIX OpaJTbHBIX KOHTPALECNTUBOB AKTUBUPYET CBEPTHIBAIOIIYIO
CUCTEMY KPOBH, M3-3a YETO IMOBBIIIAETCS BEPOSTHOCTH TPOMOO30B, MPEXKIAE BCETO
KOPOHApPHBIX U LEepeOpaIbHBIX, a TAKXE TPOMOOAIMOOJIHH.

VY JKeHIINH, NPUMEHSIOINX KOMOMHUPOBAHHBIE OpaibHbIE KOHTPAIIENITUBBI,
YpOBEHb PUCKA BEHO3HBIX TPOMOOAIMOOIMYECKUX OCIOKHEHUN HEBEIUK, HO BBIIIIE,
yeM y HempuMeHsitomuX. Ero moBwIimaroT Bo3pacT, M30bITOUYHAs Macca Tena,
HEJIaBHO MEPEHECEHHOE XUPYPTUUECKOE BMEIIATEIHCTBO U TPOMOODUIIHS.

'enetnyeckumu  ¢dakTopaMu puCKa Pa3BUTHS  TPOMOOAIMOOIMYECKUX
OCJIOKHEHUW B OOJBIIMHCTBE CIy4aeB SIBISIOTCS MyTallMd B TreHax (PakTopoB
cBepThiBaHus KpoBH Il m V. B maHHOE reHETMYECKOE MCCIIENOBAHUE BKIFOUYEHBI
n3BecTHble TeHeTndeckne Mapkepel F2 G20210A u F5 G1691A, cBs3aHHbIE C
HapyIIEHUEM CBEPTHIBAEMOCTH KPOBH.

BepositHocTh  pa3BuTusi  TpOMOO30B, CBsSI3aHHAasi C  T'€HETUYECKOU
MPEIPACIIONOKEHHOCTRIO, 3HAYUTEIBHO BO3pPACTAET KAk IMPH COYETAHUU C
JpPYTUMU  TE€HeTHYeCcKUMH  nedexramMu, Tak W NpU  NATOJOTHSX,
CONPOBOKIAFOIIUXCS TUIEpKOAryJsiuen (HacnenCTBEHHBIN nedunut
antutpomOuna III, mnporemna S, mnporenHa C, TOBBINICHHBIM YypPOBEHb
TOMOIIMCTENHA B KPOBH, aHTU(DOCHOIUNUIHBIN CUHAPOM, aTEPOCKIIEPO3, TPABMBI U
ap.).

Mytanusa ¢daktopa V U OpreM TOPMOHAJIBHBIX KOHTPAIIENTUBOB B3aUMHO
MOTEHIIUPYIOT CBO€ JICMCTBME HA CBEPTHIBAIOIIYID CHCTEMY KpOBH, YTO
o0ycaBIMBaeT 3HAYUTEIBHOE MOBBIIIEHUE PUCKA TPOMOO3a MTPU UX COYETAHUM.



Puck BeHo3Horo Tpom0o3a Ha ¢GoHE MpuUeMa OpalbHBIX TOPMOHAJIBHBIX
KOHTPALENITUBOB Y )KEHIIUH — HOCUTENEN MyTauuu JlelneH B 6-9 pa3 BellIe, 4eM Y
KEHIIUH ¢ HOpMaJIbHBIM (hakTopoM V, u Gosiee uem B 30 pa3 BbIIIE€ IO CPABHEHUIO
C TEMH, KTO HE MPUHUMAET OpaAJIbHbIE KOHTPAIICIITUBBI.

[Tpu mytanuu B rene nporpomOuna (F2) ero ypoBeHb BO3pacTaeT U MOXKET
OBITh B MOJTOpA-iBa pas3a BbIIE, YEM B HOpPME, YTO BEIET 3a COOOU ycuiieHue
CBepThIBaHMs  KpoBU. [laTonmornuecku U3MEHEHHBIH TEHOTUI  SIBISETCS
MoKa3aTesieM prcKa pa3BUTHS TPOMO030B U HH(papKTa MHOKap/a.

IIpu couerannmun wmyrtaumii B reHe F2 wu FS5 puck paszBurus
TPpOMOOIMOOIUYECKUX  OCIONKHEHMM Ha (oHE mpuemMa TOPMOHAIbHBIX
KOHTpPALIENTUBOB CYIIECTBEHHO BO3pacTaeT. B CBf3M C 3TUM HEKOTOpbIE
CHEIUANIMCTBl CUUTAIOT O0OCJeOBaHME HA HAJIWYUE JICMJACHCKOW MyTaluu U
MyTallMd TeHa MPOTPOMOMHA HEOOXOIUMBIM JJIsi BCEX >KEHILWH, MPUHUMAIOIINX
TOPMOHAJIbHBIE KOHTPALIENTUBHI (MJIM COOUPAIOIINXCS] UX IPUHUMATB).

Pelienrie 0 Ha3HaYeHUU OPAJbHBIX KOHTPALCITUBOB U 3aMECTUTEIbLHOMU
FOPMOHAJILHOW  Tepanuu  NPUHUMAETCS  TOJBKO  BPAuyOM-CHEIUAIUCTOM.
Nudopmaiiuio, moaydeHHYIO B pe3yJibTaTe FT€HETUYECKOT0 UCCIEOBAHUS, CIeAyEeT
C HUM OOCY/AMTb.

FeHeTnyecKknyi pUCK Pa3BHUTHS FrMNIEepPTOHUMN

KoMIulekcHOE  T€HEeTMYeCKOE€  MCCIIENOBaHUE,  KOTOPOE  IO3BOJSET
CIIPOTHO3UPOBATh PUCK THUINEPTOHUHU U CBA3AHHBIX C HEW 3a00JieBaHUM, BBIIBUTH
NaTOJIOTUIO Ha PaHHHUX Cpokax. Takke OHO IMOMOTaeT pazo0parbcs B MPHUUMHAX
y)K€  HUMEIOLIEHCs  MaToJOruu,  BbIOpaThb  HaNpaBlICHHs  ONTHUMAJIbHOU
NpopUIaAKTUKA U TMEPCOHAIBHOM MEAMKaMEHTO3HOM Tepanuu. B aHamus
BKJIFOYEHBl OCHOBHBIE T'€HETHYECKHE MapKepbl, Yy4YaCTBYIOIIHE B pPEryIsLUN
apTepUaIbHOTO J1aBJICHUS.

['uneproHust  (MOBBIIEHHOE  JABJIEHUE) — 4YacTO  BCTPEYaOIIeecs
3a0oeBaHMe, Ha KOTOPOE MHOrME J0 IOXKWJIOro BoO3pacTa He oOpauaror
BHUMaHMs. OJHAaKO YXe€ B CpPEAHEM BO3pacTe€ OHO MOXET IPUBECTH K
3HAUUTENIbHBIM HAPYIICHUSM 370pOBbsi HW3-3a TOBBIIIEHHOW HAarpy3ku Ha
CEPAECYHO-COCYAUCTY0  cucTeMy. HekoHTpoimpyeMoe BBICOKOE  KPOBSHOE
JaBJICHUE YBEIMYMUBAET PHUCK CEPHE3HBIX MPOOJEM CO 30pPOBBEM, B TOM YHCIE
MH(}APKTOB U HMHCYJIbTOB. MHOIOYHUCIEHHBIMU HMCCIECIOBAaHUSAMH JOKA3aHO, YTO
YPOBEHb ApTEPUAIBHOIO JABJIEHUS 3aBUCUT KaK OT T€HETHKHU, TaK U OT (PAKTOPOB
BHeIIHEN cpeapl. VIMeHHO Ha ()OHE TEeHEeTUYECKOW MpeapacloiloKEHHOCTH K
TUIEPTOHUM BHEIIHME (DAKTOpPhl OKa3bIBalOT HauOOJee 3HAUMMOE BIUSHHUE Ha
pa3BuUTHE 3a00JICBaHMUS.

Cpean MHOXKECTBAa IMATOMCHETUYECKUX MEXaHU3MOB, KOTOpPHIE MOIYT
MPUBECTH K apTEepUaIbHONM TUNEPTOHUHU, BEAYUIMHU SBISIOTCS TE, KOTOpbIE
ONOCPENYIOT CBO€ BIMSHHE YEpe3 PEHHH-aHTHOTEH3WH-aJbJIOCTEPOHOBYIO
cuctemy (PAAC). Ona MoeT BO3/1€CTBOBATh HA CEPAECYHO-COCYTUCTYIO CUCTEMY
HE TOJBKO IMYyTEM Ba30KOHCTPHUKIIUU U 33J€P>KKU BOJBI U HATPUS, HO U BCJIEACTBUE
Tpodpuyeckux 3PGeKTOB U BIUSHUS HA PYHKIIUIO SHAOTEIHUS.



Pennn neiictByeT Ha aHruotreHsuHoreH (xoaupyercsi renom AGT) u
MpeBpallaeT €ro B aHruoTeH3WH-1. Jlamee aHruoteH3wH-1 TmoaBepraercs
BO3JICMCTBUIO  aHTMOTEH3UHIIpeBpaiamonero  ¢epMeHta U  oOpasyercs
OMOJIOTMYECKA AaKTUBHBIA aHTMOTEH3WH-2, KOTOPBIA OKa3biBaeT 3((EKTHI,
HAIPABJICHHBIE HA MOBBIIIEHNE WIN MOAACPKAHUE aPTEPUATIBHOTO TABJICHUS. DTOT
OeJIOK JIeMCTBYET uepe3 aHTMOTEH3MHOBBIE PEelenTophl KieTok. CyllecTByeT aBa
BHJIa PELENTOPOB: aHTMOTEH3UHOBLIN perienTop 1 (koaupyercs renom AGTR1) u
aHTMOTEH3UHOBBIN penienTop-2 (koaupyetcs reHom AGTR2). CBsi3biBasich ¢ HUMU,
AHTMOTEH3UH-2 pealu3yeT CBOM MHOrouucieHHble GyHKIUU. Takum 00pazom,
AHTMOTEH3MH-2 UTPAET BAXKHYIO POJIb B MATOT€HE3€ APTEPUAIBHOM TMIEPTEH3UH,
BO3JECHCTBYS Ha INAJIKyI0 MYCKYJIaTypy COCYAOB, BbI3bIBas UX CIa3M, YBEIWYNBAs
nepudepuueckoe CONMPOTUBIECHUE, KPOME TOTrO, OH BBI3BIBAET THUHEPTPODUIO
JIEBOT0 KENyAOUYKa MPU TUNEPTOHUMU.

Ha cerogusmiHuii JeHb yCTaHOBJIEHBI MPOTHOCTUYECKU HEOJIArONMpPUSITHHIC
ajuielM  TFeHOB  PEHUH-aHTMOTEH3MHOBOW  CHUCTEMBI.  V3MeHeHus  reHa
auruotensuHoreHa (AGT C521T u AGT T704C) mNOBBIIIAIOT COJEpKaHUE
AHTMOTECH3WHOT€HAa B KPOBH, YTO, B CBOK OYEpElb, MOXKET MPUBOIUTH K
MOBBILICHUIO YPOBHSI aHTHOTEH3HUHA.

C usmenenuem reHa AGT cBsi3aHO pa3BUTHE TMIEPTOHUYECKON OONE3HU C
paHHUM HayajioM, a JJIsi OEpPEeMEHHBIX KEHIIMH OHA OMNacHa THUIEPTOHUEH WU
npeskiamrncueii. Ha ¢oone ropmoHanbHOM 3aMECTUTENILHOM Tepanuy HapylIeHUE B
reHE MOBBIIIAET PUCK TUNIEPTOHUU U MH(apKTa MUOKapaa.

[Ipyu wu3MeHeHUsIX B Te€HAaX aHruoTeH3WHOBBIX penentopoB (AGTRI
(A1166C) u AGTR2 (G1675A) ormMeudaeTcsi MX MOBBIIICHHAS YYBCTBUTEIBHOCTD K
AHTMOTEH3MHY-2, 4YTO TMPOSBISETCS €ro OCHOBHBIMU KapJIHOBACKYJISIPHBIMHU
abdexkramMu U peanusyeTcs B MATOreHE3€ apTepUalbHOM THUIEPTOHUU U €€
ocloXkHeHUU. IIpu yupe3mMepHON aKTUBHOCTH PEHUH-aHTHOTEH3MHOBOW CHCTEMBI
OUYEBHHA TOJIb3a OT €€ OJIOKMPOBaHUSI Ha pa3HbIX ypoBHsAX. Ha 3TOM ocHOBaHO
UCIIOb30BaHUsl TpenapaToB, CIOCOOHBIX HMHTUOUPOBATH AKTUBHOCTH JAHHOMU
CHUCTEMBI.

G-0enok, konupoBaHHBIM reHoM GNB3, omocpenyer nepegady BHYTpb
KJIETOK CUTHAJIOB, KOHTPOJIUPYIOIMIUX TOHYC COCYIOB M TIpoJudepainio MHOTHUX
TUTNOB KJETOK. M3MmeHeHue akTuBHOCTH (G-0€jika acCOUMMPOBAHO C CYKEHUEM
COCYJIOB M TUIIEPTOHUEH, runepTpoduet eBoro xenygouka. MHorumu padoramu
MOJTBEPXKJCHA CBA3b TeHeTuueckoro mapkepa GNB3 C825T ¢ pazsutuem
WHCYJIMHOPE3UCTEHTHOCTU U OKUPEHUSL.

Takum 00pa3om, TeHETUYECKUN aHallU3, OILECHUBAIOIIUM PHUCK Pa3BUTHS
TUNIEPTOHHH, BKIIIOYAET B c€0s UCCIeOBaHUE 9 TEHETUUECKUX MAPKEPOB, KOTOPHIE
MO3BOJISIFOT BBISIBUTH HAPYLICHUE PETYJSIUMU KPOBSHOTO JABJIEHUS, AKTUBHOCTH
paboThl CepACYHOM MBIl U €€ KPOBOCHAOXKEHMs, CHHTE3a ajbJIOCTEPOHa,
OanaHca 5JEKTpOaUTOB, AuddepeHupoBku aumMbounuToB u (GudpodIacToB,
TOHYCa CTEHOK COCY/JIOB.

I'eHeTnyeckass MpenpacloiOKEHHOCTh K  THIOEPTOHUM  MOXKET  HE
MPOSIBISATHCS, MOATOMY JIeUEOHbIE MEPOIPUITHS UHOTJA TPeOYIOTCS MO3AHEE, HO



HaOJIIO/ICHUE y Bpaya W YacTbld KOHTPOJb 3a apTEepPUATbHBIM JaBICHHEM IpHU
M3MEHEHHUSIX 110 UCCIIEyeMbIM MapKepaM HEOOXOAUMBI.

Hanuuue aprepuanbHON TMIEPTEH3UHU Y OJNU3KUX POJICTBEHHUKOB SIBJISICTCS
JIOCTOBEPHBIM (DAKTOPOM pHUCKA pa3BUTHS apTepuaibHOU runepTeH3uu. OCOOEHHO
BBICOKHI PUCK UMEETCS y POJCTBEHHUKOB MEPBOM CTENEHU POJACTBa (Hampumep,
OTIIa U CHIHA).

I[Io wmepe yMEHBLICHMSI CTENEHU POJACTBA CHHUXKACTCSI W  CTEIEHb
FEHETUYECKOr0 pucka. YeM MeHbIIe BO3pacT NALKMEHTAa, B KOTOPOM Yy HErO
BO3HMKJIa apTepuajbHasi TUIIEPTEH3US, TEM BBIIIE PUCK 3a00JIEBAHUS Y YICHOB €ro
ceMbH. HacrneacTBeHHasi mpepaciionoKeHHOCTh OCOOCHHO SIPKO MPOSBISIETCS B
myOepTaTHOM, MOJIOJIOM U 3pesioM Bo3pacTe. Y aull ctapiiue 70 JeT reHeTU4eCKui
pUCK pa3BUTHS 3a00J€BaHMSI 3HAUUTEIHHO YMEHBINACTCS U MPAKTUYECKU
IpUOIMKAETCS K 00IIETONYIALHOHHOMY.

HacnenctBeHHass mpeApacloyiOKEHHOCTh K Pa3BUTHIO  3a00JeBaHUS
peanusyeTcsl MOJ BO3ACHCTBHEM CpPENOBBIX (DAKTOPOB, HO MPHU3HAHHUE POJIH
BHEIIHUX (PaKTOPOB B MOBBIIIEHUH 3a00JI€BAEMOCTH apTePUAIBLHON TUNIEPTOHUEH
HE YMEHbIIIAeT BaXKHOM POJIU T€HETUYECKUX (PAKTOPOB PUCKA.

Flenernyeckana guarHocTukKa
npegpacnosioXXeHHOCTH K CNOPTY BbICLUNX
QOCTHMIKEeHNH

1. BeisiBIeHHE WHAMBUAYAJIbHOW T€HETUYECKOM MPEIpPaclOIOKEHHOCTH K
Pa3IMYHBIM BHJIaM CIIOPTUBHOM AEATENbHOCTHU:

- TEHETUYECKUE MapKEPbI, ACCOIIMUPOBAHHBIE C BEIHOCIUBOCTHIO;

- TEHETUYECKHE MapKepbl, aCCOLMHUPOBAHHBIE C MPUPOCTOM MOKa3aTeneit
BBIHOCJIMBOCTHU B OTBET Ha TPEHUPOBKHU a3pOOHON HAIPABICHHOCTH;

- TEHETUYECKUE MAapKEPhl, aCCOLIMUPOBAHHBIE C OBICTPOTOMN U CUIION;

- TEHETUYECKHE MapKepbl, aCCOLMHUPOBAHHBIE C MPUPOCTOM MOKa3aTeneit
OBICTPOTHI U CHJIBI B OTBET Ha TPEHUPOBKU aHA3POOHOUN HANIPaBIECHHOCTH;

- TEHETUYECKHE MapKepbl, XapaKTepHU3YIOIIUE€ OCOOCHHOCTH CTPOCHUS
MONEPEYHOINOI0CATON  MYCKYJaTypbl, OTBETCTBEHHbIE 3a JHEPreTUYECKUU
MeTa00JIM3M CKEJIETHBIX MBIIII BO BpPeMs MBIIIEYHOM JEATENbHOCTH U
obOecreunBaronire ObICTPOE COKPAIICHNE MBIIIEYHBIX BOJIOKOH;

- TEHETHYECKUE MapKEPhl, ACCOLIMUPOBAHHBIE C aJanTaluel K THIOKCUU;

- TEHETHYECKHWE MAapKEpPhl, XapaKTePU3YIOUIUE COCTOSHUE OIOPHO-
JIBUTATEIBLHOIO anmapara.

2. HepBHo-ncuxuueckass M CTpecCOpHas YCTOMYMBOCTh K 3aHATHSIM
CIIOPTOM.

3. IIpodunakTuka pa3BuTHA 3a00J€BaHNN, CBI3aHHBIX C MPOHECCHOHATBHOM
JEATEbHOCThIO CHOPTCMEHOB.

4. OnTuMmuzanusi W KOPPEKIUsS TPEHHUPOBOYHOIO IMPOIEcca HAa OCHOBE
F€HETUYECKOW  MPEIPaACMONOKEHHOCTH  (pallMOH MUTaHUS, JHEPreTHUYECKUe



numieBsle  100aBku, BAJIpI, JekapcTBEHHBIE IIperaparhbl), OIpeaeicHUE
MeTabonmn3Ma KoerHa.
¢apmal{ oreHermKa
dapMakoreHeTHKa —  YyBCTBUTEIBHOCTH K  TPOTHBOOITYXOJICBBIM,

HpOTI/IBOTY6epKy.HeSHbIM, AHTHAPUTMHUYCCKHUM IIpCIiapaTam.

CrniexTp reHeTny4ecKmnx nccrnegqoBarHnm

Ne Gene Official Full Name id Polymorphism ﬁlféﬁ?u?f;g
1 ACE angiotensin I converting enzyme rs4646994 /D

2 SHTT solute carrier family 6 member 4 rs1042173 L/S

3 5-HT2A 5-hydroxytryptamine receptor 2A rs6313 T102A

4 ADRB3 adrenoceptor beta 3 rs4994 C190T

5 EPHX1 epoxide hydrolase 1 152234922 A139G Argl39His
6 NAT2 N-acetyltransferase 2 rs1799929 C481T

7 NAT2 N-acetyltransferase 2 rs1799930 G590A

8 MTHFR methylenetetrahydrofolate reductase | rs1801133 Co677T

9 LPL lipoprotein lipase rs328 C1595G Ser447Stop
10 BDKRB2 bradykinin receptor B2 rs5810761 +9/-9

11 CNTF ciliary neurotrophic factor rs1800169 GI1357A

12 VDR vitamin D receptor rs731236 T1056C

13 F5 coagulation factor V rs6025 G1691A Arg506GIn
14 COMT catechol-O-methyltransferase rs4680 G472A Vall58Met
15 GSTT1 glutathione S-transferase theta 1 rs17856199 I/D

16 GSTM1 glutathione S-transferase mu 1 rs366631 I/D

17 PPARG2 peroxisome proliferator activated s1801282 C34G Prol2Ala

receptor gamma

18 | PPARGCIB PPARG coactivator 1 beta rs11959820 C874A Ser292Arg
19 GNB3 G protein subunit beta 3 155443 C825T Ser275Ser
20 ACTN3 actinin alpha 3 rs1815739 C1747T

21 EPASI endothelial PAS domain protein 1 rs1867785 A9262G

2 | CcyYpPlA2 "ﬁ;ﬁ’gﬂ‘iﬁii‘ﬁg&gg ! 15762551 C(-163)A

23 KDR kinase insert domain receptor rs1870377 T1719A GIn472His
24 TFAM transcription factor A, mitochondrial rs1937 G35C Ser12Thr
25 NFATC4 nuclear factor of activated T cells 4 rs2229309 G/C Glyl60Ala
26 | PPARGCIA PPARG coactivator 1 alpha rs8192678 A1444G Gly482Ser
27 PPARD] peroxisome proliferator activated 2016520 T294C

receptor delta
28 PPARA peroxisome proliferator activated s4253778 G2528C
receptor alpha
29 GPX1 glutathione peroxidase 1 rs1050450 C198T Pro198Leu




30 AT2R1 angiotensin Il receptor type 1 rs5186 A166C

31 AGT angiotensinogen rs4762 C1015T Thr174Met

32 F2 coagulation factor II, thrombin rs1799963 G20210A

33 | AMPDI adenosan;;ﬁr;‘;ghl“phate rs17602729 C34T

34 EPOR erythropoietin receptor 185bp

35 DBH dopamine beta-hydroxylase rs141116007 I/D

36 TPH2 tryptophan hydroxylase 2 rs4570625 T703G

37 DATI1 solute carrier family 6 member 3 rs27072 G2319A

38 ADRB2 adrenoceptor beta 2 rs1042714 C79G GIn27Glu

42 | HIFIA hypoxia inducible factor Lalpha |1} 549465 C1744T | Pro582Ser
subunit

44 NOS3 nitric oxide synthase 3 rs1799983 G894T Glu298Arg

45 NOS3 nitric oxide synthase 3 rs1549758 C774T

46 HFE homeostatic iron regulator rs1799945 C187G His63 Asp

47 UCP2 uncoupling protein 2 rs660339 C164T Ala55Val

51 MCT1 solute carrier family 16 member 1 rs1049434 A1470T

52 IRS1 insulin receptor substrate 1 rs1801278 G2911A Gly972Arg

53 MB myoglobin 157293 A79G

54 VEGFA vascular endothelial growth factor A | 152010963 - 634G/C

55 COLI1Al collagen type I alpha 1 chain rs1800012 G1245T

56 FTO alpha-ketoglutarate dependent 59939609 T23525A

dioxygenase




