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AHHOTALUSA

Brenenne. CeMeiiHast TUIIEPX0JICCTEPUHEMHUS, KaK TeHETUYCCKOE 3a00JICBaHNE, UTPACT 3HAYUTEILHYO POJIb B PA3BUTUHH
aTepocKiepo3a y AeTeil W B3pPOCTBIX, OCOOCHHO TPU HAIWYUHM HICHTUGUIMPYEMBIX (AKTOPOB PUCKA, TAKUX KaK
oxupenue u mucnunuaemus. Lleap HccjeM0BaHUS — MPOBECTH CTPYKTYPHBIM aHamu3 3a00JICBAGMOCTH CEMEHHOM
runepxojecrepuHemueit B Poccuiickoit denepaunu u onucaTh BIUSHUE Ha aTepockiepo3. Marepuaj M MeTO/bI.
[TpoBenen ananm3 3a00J€BaeMOCTH CeMEWHON rumepxonecrepuHeMueii B Poccuiickoit ®enepanuu U BBISBICHBI
KIUHUYCCKUE TPU3HAKK, TCHETHYCCKUE TECThI M OOCIICHOBaHUs, HEOOXOIMMBIC A TOYHOW JUATHOCTHKHU ATOTO
3abosneBanus. Pe3yabTaThl. PacmpocTpaHeHHOCTh ceMeliHOW THmepxoiectepuHemun B Poccmiickont ®denepamnmu
coctapisieT 1 Ha 108 genoBek. CeMeiiHas THITEPXOJICCTEPUHEMHUS SIBIIACTCS IPUIUHON pa3BUTHS HH(DAapKTa MHOKap/a 110
45 net B 20% ciydaeB. [lanueHTsl ¢ ceMENHON THNEPX0IECTEPUHEMHUEN UMEIOT TAK)KE NOBBIILIEHHBIN PUCK Pa3BUTHUSA
MIPEXIEBPEMEHHON CMEpPTH. Y MYXKYWH, OONBHBIX CEMEHHON THIEepXOJIECTEPHHEMHUEH, B Cllydae OTCYTCTBHUS JICUCHHUS,
nnieMudeckas 00Jie3Hb cepana passuBaetrcs k 30 rogam y 5,4%, x 50 rogam — 51,4%, k 60 ronam — 85,4%, a y )KCHITUH
k 60 ronam —y 53,3%. B Poccun npoomKUTeIbHOCTD JKU3HU Y MYXKUYHH C CEMEHHON runepxoiecTepuneMueit — 53 rona,
y ®eHIIMH 62 rona. Beioabl. CeMeiiHas TUIEPXOJICCTEPHUHEMUS SIBIISICTCS OJJHUM M3 IJIABHBIX [CHETHUCCKUX (PaKTOPOB,
BIIMAIOLIUX HA Pa3BUTHE aTepOCKiIepo3a. [lanueHTs! ¢ ceMeHHOM IMIepX0JeCTEPUHEMHUEN UMEIOT NTOBBIILIEHHBIH YPOBEHb
XOJIECTEPUHA B KPOBH, YTO YBEJIIMUMBAET PUCK 00pPa30BaHUsI aTEPOCKICPOTHYECKUX ONISNIEK M BOSHUKHOBEHHUS CEPACYHO-
COCYIUCTBIX 3a00JIeBaHU.

KiroueBble cj10Ba: aTepoCKIIepO3, TEHETHKA, CeMeiiHas THIIePXO0JIeCTePUHEMHUS.
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Abstract

Introduction. Familial hypercholesterolemia, as a genetic disease, plays a significant role in the development of
atherosclerosis in children and adults, especialy in the presence of identifiable risk factors such as obesity and
dydlipidemia. The aim of the study isto carry out astructural analysis of the incidence of familial hypercholesterolemia
in the Russian Federation and to describe the effect on atherosclerosis. Material and methods. The analysis of the
incidence of familia hypercholesterolemiain the Russian Federation was carried out and the clinical signs, genetic tests
and examinations necessary for the accurate diagnosis of this disease were identified. Results. The prevalence of familial
hypercholesterolemiain the Russian Federation is 1 in 108 people. FH is the cause of myocardia infarction before the
age of 45 in 20% of cases. Patients with hypertension also have an increased risk of premature death. Among men with
familia hypercholesterolemia, in the absence of treatment, coronary heart disease devel ops by the age of 30 in 5.4%, by
the age of 50 — 51.4%, by the age of 60 — 85.4%, and in women by the age of 60 — 53.3%. In Russia, life expectancy for
men with familial hypercholesterolemiais 53 years, for women 62 years. Conclusion. Familial hypercholesterolemiais
one of the main genetic factors influencing the development of atherosclerosis. Patients with familial
hyperchol esterolemia have elevated blood cholesterol levels, which increases therisk of atherosclerotic plaque formation
and the occurrence of cardiovascular diseases.

Keywords: atherosclerosis, genetics, familial hypercholesterolemia.

BBE/IEHUE

ATEpOCKIIEPOTHUECKHE HW3MEHEHHsI COCYIOB MOTYT HauaThCsl B pPaHHEM JETCTBE,
MOJrOTaB/IMBasl TMOYBY JJISI Pa3BUTHUSL CEepAEYHO-cOCYIUCThIX 3aboneBanuit (CC3) Bo B3pocioM
Bo3pacte [1]. Y 60oapImMHCTBA IeTel aTepOCKICPOTHIECKUE COCYANCTHIC U3MEHEHUS HE3HAUYNTEIHHBI
U MOTYT OBITh CBEJEHbl K MUHUMYMY MJIHM JaXe MpeJoTBpalleHbl IPU COONIOIEHUH 310pOBOTO
obpaza ku3HHM. OpHAKO Yy HEKOTOPBIX JIETEH TPOIecC YCKOpsieTcs W3-3a  HaU49us
UACHTUDUIHUPYEMBIX (AKTOPOB pHUCKA (HApUMeEp, OXKHUPEHHUS, AUCIMIIUACMUHU, apTepHabHOU
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TUNIEPTCH3UN) WU CIIeM(PUUIECKUX 3a00JI€BaHUM, KOTOPhIE CBA3aHbI ¢ npexaeBpeMeHHbME CC3
(marmpumep, caxapusiii quadet (C)) [1-3].

Cemetinas runepxonecrepunemusi (CI') sBnsieTcss ayTOCOMHBIM — KOJAOMHUHAHTHBIM
TeHeTUYECKUM 3aboneBanreM. Kimmanueckuit cuHapoM ((hEeHOTHIT) XapaKTePU3YETCs TOBBIIICHHBIM
YPOBHEM XOJIECTEpHHA JTUIONPOTEN 0B HU3KOH TuioTHOCTH (XC JITTHIT) ¢ pokaenus, kcaHToMaMu
Yy HEJICYEHHBIX B3POCIbIX U MALUEHTOB ¢ TOMO3UTOTHBIM CI' M CKJIOHHOCTBIO K paHHEMY Pa3BUTHUIO
atepockiieporuaeckoro CC3. CI' nacnmenyercst ¢ 3¢ dekToM T03WpPOBaHUS TEHOB, IPH KOTOPOM
TOMO3UIOTHI NTOABEPratoTcs 0osiee HEOIArONPUATHOMY BO3/IEHCTBUIO, YEM FE€TEPO3UTOTHI.

C nomomisto JIHK-tectupoBanus y mamuentoB ¢ CI' Oblna BBISBICHA, KaK IPABHUIIO,
(GyHKIIMOHATBHAS MYyTAIlsl OJHOTO M3 TPEX TEHOB: PElEnTopa JUIOMPOTEUIOB HU3KOU TUIOTHOCTH
(JITTHIT) (unorma wHaspiBaemoro penentopoM apoB/E), Mmyranum ycwieHuss QyHKIUA TeHA
MPONPOTENHKOHBEPTa3bl cyoTnnm3nH kekcuH 9 (PCSK9) u ren amonumomnporenHa B (riiaBHbBIM
obpazom APOB3500). Kaxxgas u3 3TUX TpeX MyTalldid yXyIIIaeT OIMOCPEIOBAHHBIA PEIENTOPAMHU
JITTHIT xaTa6omausm JITTHIT [3,4].

MyTanuu B 3TUX TpeX T'eHax MOTYT ObITh OOHapy>KeHbI IpuMepHO y 80 MPOLIEHTOB NAI[IEHTOB
C ompenereHHbIM KiaumHHYeckuM cuHapomoM CI' (taxke HaspiBaembiM ¢eHoTuroM) Uy 20-30
MIPOLIEHTOB MAallMEHTOB C BO3MOXHBIM cuHApoMoM CI'. M3 Tex, y KOro ectb OJHa M3 ITUX TpeX
MyTauui, ot 85 10 90 nmpouentoB umeroT mytauuu LDLR, ot 2 1o 4 nponentroB mytauuii PCSKO ¢
ycuieHueM GyHKmud B oT 1 10 12 nporieHToB myTaruii ApoB [5].

Bosuukaet Bompoc 0 TOM, 4TO ABJISETCS TPUIUHON npuMepHO 20% OIpeeIeHHBIX CITy4acB
CI' u 70-80% Bo3MOXxkHBIX ciyyaeB CI' y manumeHToB, MO KpalHEW Mepe, C HEKOTOPBIMHU
KInHn4eckumu rpuzHakamu CI'. BeposaTHo, 00JBIINHCTBO OMPEACICHHBIX M BOBMOXHBIX MAIlHEHTOB
¢ CI', y KOTOpBIX HE BBISBJICHBI MPUYMHHBIE MYTAallUd B OJHOM TI'€HE, UMEIOT TsKenble (OPMBI
MOJIUT€HHON THIEPXO0JIECTEPUHEMHUH |5 ].

BrnionHe BeposITHO, 4TO JUIIL OYEHb HEOOJNbIIAsS YacTh U3 HUX MMEET KaKyr-JIn0o ele He
OOHapyXCHHYI0 TPHUYMHHYI0 MYyTallMi0 B OJHOM TreHe. Hampumep, MyTamuu B ajganTepe,
nepenaromemM curtan, wiene cemeiicta 1 (STAPI), Bcrpewaromuecs B <0,1% cnyuaes, Obuin
NPE/JIOKEHBI B KAUECTBE KaHMIATOB Ha poiib yeTBepTor npuunHbl CI™ (puc. 1).

LDLR LDL

HL LOLR

CM remnants

Pro-f} HOL I .

s s Preofl HOL

Puc. 1 Mertabonu3m xosecTeprHa
Coxkpamrennsi: NPC1 - Niemann-Pick C1; NPC2 - Niemann-Pick C2; ACAT - Aumi-KoA-anmntpadcdepasa; CE — xonecrepun; CM -
XUIOMHUKpoHBI; LPL - munonporennoelie mumnaser; 1G - tpurmnepusl; LDLR - penentop mumonpoTenHOB HU3KOH IIIOTHOCTH;
LRPs - 6enxu, poncreennsie JITTHIT; VLDR - numonpoTenHbl 04eHb HU3KOMH utoTHOCTH; HDL - TMIonpoTenHbI BEICOKO
mwiotHocTH; ABCGL - AT®-cBa3siBaromas kaccera mojacemerictsa G, wier 1; LCAT - Jlenutun-xonecrepuH-amnrpancgepasa; LDL
- JIUMONPOTEHHBI HU3KOW IIOTHOCTH

B 3r0i1 KaTeropun Taxke OyayT Te, y Koro ecth renernueckuit Bapuant LDLR unu APOB,

HO OH HaxoAWTCi B O0OJAcCTH, KOAUPYIOIIEH JOMEH, KOTOPbIM, KaK H3BECTHO, HE SBISETCS
KPUTHYECKUM JJISi CBA3BIBAHUS JIMTaHAa WM 3aBepiueHus nukia penenropa JIITHIL. Ouum Oynyt
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KJIacCU(UIUPOBAaHbl KaK MyTallMl HEOMpPEeIeICHHON 3HAaYMMOCTH, M THUIIEPXOJIECTEPUHEMUS
JEWCTBUTENIEHO MOXKET OBITh PE3yJIbTATOM COBIAIAIOIIETO MOJUTEHHOT'O PacCTPONCTBA.

Onpenenenne npodanaoB s ananusa JJHK ¢ menbro BBISBICHUS MPUYWHHBIX MYTallMi B
KayecTBe NpeaMOysbl K KacKaJHOMY CEMEHHOMY CKPHHHMHTY MOXKET, HalpuMmep, UMeThb Oosee
CTpOTHE€ KPUTEPUHU, YEM T€, KOTOPbIE MOTJIHM Obl HCIIOIB30BATHCS TS ONIpeAeTICHUS HEOOXOAMMOCTH
neuenus. [IepBpIii MOXKET CTPEMUTHCS WACHTU(PHUIMPOBATEH TOJIBKO onpenenennyo CI', B To Bpems
KaK BTOpPOH MOXET Takxke wuaeHTuduuuponarb Bo3MoxkHylo CI', y KoTopoil pHuCcK cepaedHo-
COCYIUCTBIX 3a00JEBaHUN MOXET OBITh BBICOKHM, JaX€ HECMOTPS Ha TO, YTO BEPOSTHOCTD
oOHapyXeHHsI €TUHCTBEHHOW MPUYMHHONW MYTallMUu MOXET ObITh Huxke. Kpome Toro, mockoibKy
CKPUHUHT JPYTUX WICHOB CEMbU MOCJE BBISIBICHUS MyTalluK B IpoOaH/1e 00XOAUTCS OTHOCUTEIHHO
HEZO0pOro, KacKaJHbI CKPUHHUHI 3aTe€M MOXXET ObITh pacmpocTpaHeH Ha Bo3MoxkHbie CI'. Ilpu
KaCKaJHOM CKPHHHUHTE MOTYT OBITb OOHapyXEeHbl HEKOTOPBIE POACTBEHHHKH, KOTOpPBIE 00JalaloT
TOH ke MyTalueu, 4To ¥ MpobaH], HO HE UMEIOT KIMHUYECKOrO0 CHHIpOMA TaKOW e CTEIEeHH
TSOKECTH, YTO M 1pobana. Takum oOpa3oMm, orpeneieHne reHeTHYECKON MpeIpacioioKeHHOCTH U
MPOSIBJICHUE KJIMHUYECKOIO0 CHUHJApPOMa MOTYT OoTiinyaThea. Hamprumep, NOTEeHIIMANBHO PUYUHHBIE
myTtaruu LDLR ¢ BEICOKO# BeposSTHOCTBIO Oy IyT cBs3aHbl ¢ cuHAapoMoM CI', B TO BpeMst Kak TOJIBKO
MEHBIIMHCTBO MAMEeHTOB ¢ MyTauusaMu ApoB3500 wiu mytaumsmu ycunenus ¢pyakuuu PCSK9,
KaK MpaBuiIo, OyayT nposBisaTh cuHapom Cl.

XoJsecTepUH CEKPETHPYETCs MEUYEeHbIO B Mepudepruyeckue TKaHU B BUIE JHUIOMPOTEHHOB,
00raThIX TPUTIHUIEPUIAMH, JUIONPOTEHHOB o4yeHb HM3KoW mioTHOcTH (JITIOHII). Ilomamas B
kpoBoTok, JITIOHII tpancopmupyroTcs B 4acTULbI JUMIONPOTEUHBI HU3KOM miotHocTH (JITTHIT),
Oorartbie XOJIECTEPHHOM, ITyTEM B3aUMOJICUCTBUS C pa3IMYHbIMU Oenkamu, TakuMu kak JITTHIT, wn
oOMEHa JIMMHUIO0B U allOJUIIOIPOTENHOB C JIMIONPOTeHHAMU BbICOKOU TutoTHOCTH (JITIBIT). YacTuirs
JIITHIT mormnomatorcs kinerkamu nepudepndeckux tkaneit uepes JIINHIL. M30siTok XomecTeprna n3
nepudepruyeckux Tkanei ynakoBbeiBaeTcsa B JI[IBII mns ero BeiBemenus. CHavana cBOOOAHBIN
XOJIeCcTepuH nepeHocutcs B 6eauble munuaamu npe-p-JIINBII uepes ABCA1. Ota nepBas 3arpyska
xoJjiectepuHoM u3MeHsieT koHpopmaruto JIIIBIT u mo3Bonser emy B3aumozeiictBoBath ¢ ATd-
CBA3BIBAIOIIMMU KacceTaMu mnojiceMerictBa G, wied 1, u tpancnoprepamu SR-B1, koTopbie BMecTe
C JEIUTHH-XOJECTepUuH-auuTuiITpanchepasoit nmpoayuupyot 3pensie yactuisl JIIIBII, koTopsie
TPaHCIIOPTUPYIOTCSI OOPATHO B NMEUYEHB JJIS1 UX BbIBEICHUS.

Leabp wucciaenoBaHusi — WU3YYUTh CTPYKTYypy Takoro 3abosieBaHMs, Kak ceMeiHas
ruriepxosiectepuHeMusi, B Poccuiickoii denepannivi ¥ ONMCaTh BIUSHUAE HA AaTEPOCKIIEPO3.
MATEPHUAJI U METO/IbI

Juarnoz CI' craBUTCS C NOMOUIbIO T€HETHYECKOIO TECTUPOBAHUS WM KIMHUYECKUX
kputepues. [Ipuunnnas myranus B reHax LDLR, ApoB nnu PCSK9 noarsepxkaaer 3TOT AMarHos.

Korna renermueckoe TECTHUPOBaHHE HEIOCTYIHO WJIM HE CUYUTAeTCd HEOOXOIUMBIM,
UCMOJb3YIOTCS KPUTEPUH CETH TOJUIAHACKHMX JMIUAHBIX KIMHUK, KOTOPbIE MPUCBAUBAIOT OaJlIbl HA
ocHoBe ypoBHs XC JIITHII, nuyHoro anamuesa panHux arepockieporudeckux CC3, cemeliHOro
anamue3a paHHuX CC3 Win BBICOKOTO YpPOBHS XOJIECTEPHHA B KPOBH Y POJCTBEHHHKOB IEPBOMN
CTETEHHU, a TAK)KE PE3yJIbTAaThl TMYHOTO U (PU3UKATBHOTO 00CIeI0BaHNUS.

ATBTEpHATUBHBIM ONPEJECIICHUEM SBISETCS ONpeleneHne rpynnsl perucrpa CaliMoHa
bpyma, kotopoe wucnoib3yercs MNpeUMYyLIECTBEHHO B BenukoOputanuu. OTa cucTeMa
KJIacCU(UIIUPYET MALUEHTOB KaK UMEIOIIUX ONPEEeCHHYIO UM BEPOSITHYIO T€T€PO3UTOTHOCTh O
Cr.

Bout npoBezien perpocniekTuBHBINA aHanu3 3aboneBaemoctu CI' B Poccuiickoit @enepanun
(P®) 3a 2017 rox. [lanubie ObLIM B3SATHI ¢ oOduUIHMATILHOTO caita «®DemepanbHas Ciayx0a
rocyapcTBeHHoi cratuctukuy» (https://rosstat.gov.ru/).

PE3YJIbTATBI

CornmacHo Meta-aHanu3y 2017 1., pacmpocTpaHeHHOCTb rereposurotHoi CI' B mupe
coctapisieT 1 Ha 250 genoBek [6]. PacnpocTpanennocts CI' B PO cocrasmsier 1 Ha 108 genosek.

CI sBasiercst npuuMHON pa3BUTHs HHapkTa Muokap/a 10 45 et B 20% ciayuaes. [TanmeHTI
¢ CI'" uMeroT TakKe MOBBIIIEHHBIN PUCK Pa3BUTHUS IPEKIACBPEMEHHON CMepPTH. Y MYKUMH, OOJIbHBIX
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CT, B cirywae oTcyTcTBHS JedeHus, umemudeckas 6omnesns cepana (MbC) passuBaercs k 30 romam
y 5,4%, x 50 ronam — 51,4%, x 60 ronam — 85,4%, a y xxenmuH k 60 ronam —y 53,3%. Cormnacao
nokiany BO3 (1997), 50% myxuun ¢ CI' ymupatot B Bozpacte a0 60 set uz-3a UBC [25]. B Poccun
IIPOJOJKUTENBHOCTD XKU3HU Yy My>kuuH ¢ CI' — 53 rona, y sxkeHuuH 62 roaa.

VYV Heneuennsix marmueHtoB ¢ CI' arepockiiepo3 pa3BuBaercsi B Bo3pacte 1o 20 jer, u
MIPOIOIDKUTEIHLHOCTD KU3HHU cocTaBisieT He Oomee 30 yer.

OBCYXJIEHUE

HenaBuue wuccienoBaHus Iokasand NOTEHUMAIbHYIO posb MUPHK B BO3HMKHOBeHUM U
pa3BUTHHU aTEPOCKIIEPO3a, U, CIIEA0BATEIBHO, Hcnionb3oBanue MUPHK B kauecTBe TepaneBTHYECKOrO
[O/IX0Jla IpPH JIEYEHUH OHTOro 3aboieBaHMsI HAUYMHAET IPUBJIEKaTh Bce OOJIbLIE BHUMAHUSA
HCCIIeIOBATENIeN U KIIMHUIUMCTOB [6, 15].

Mansie wuntepdepupyromme PHK (miRNA) mpencraBmsiroTr co0oili Kiacc HEOOIbIINX
Hexkoaupyronmx PHK, koTopble UTpatoT KIIOYEBYIO POJIb B peryisiiuu 3kcrpeccu reHoB. MuPHK
CIOCOOHBI BO3JICHCTBOBAaTh HA pa3jMyYHbIE CHUTHAIbHBIC MyTH, B TOM 4YHCIE Ha T€, KOTOpHIE
OKa3bIBalOT BIMSHUE HA PA3BUTUE U IPOrPECCUPOBAHUE aTEPOCKIEPO3a - CEPHE3HOr0
[IATOJIOTUYECKOTO COCTOSIHUS, XapaKTEPU3YIOLErOCsl XPOHUYECKUM BOCIIAJIEHUEM CTEHOK COCY0B U
o0pa3oBaHKMEM aTepOCKIEPOTHUSCKHX Ostmiek [7,9,17].

OmnuM W3 moaxonoB K wucnoib3oBanuto MUPHK B Tepamum arepockieposa sBisieTcs
ucnonb3oBanue MUPHK-ckpambiepoB, koTopsle crocoOHbl MHIHOMpoBaTh KOoHKpeTHble MUPHK,
OTBETCTBEHHBIE 3a Pa3BUTHE MATOJOTMYECKUX IMPOLIECCOB B CTEHKax cocyaoB. Ilyrem ympasneHus
skcrpeccued 3TMX MHMPHK MOXHO perynmpoBarh BOCHAIUTENBHBIE OTBETBI M IIPOLIECCHI
pEMOJIENUPOBAHUS B AaTEPOCKIEPOTUYECKOW TKaHU, YTO CHOCOOCTBYET YIJIYUILEHUIO COCTOSHHUSA
COCYJIOB M TIPEIOTBPAIICHUIO TPOTrPECCUpOBaHms 3a0oieBanus [6, 12].

Ucnonp3zoBanne MuPHK B kauecTBE MHHOBAIMOHHOIO METOJIa JIEYEHUS aTEPOCKIIEPO3a
IPEJCTaBIseT NEePCHEeKTUBY IS Pa3pabOTKU HOBBIX MOJIEKYJSPHBIX Tepanuii, HalpaBJICHHBIX Ha
Oonee TouHoe W 3(PPEKTHBHOE BO3ACUCTBUE HA MOJICKYJSPHBIE MEXaHU3MBI STOrO 3a00JIeBaHUSI.
OnHako, HEOOXOIUMO MPOBOAUTH JAJIbHEHININE HCCIIeA0BaHUs Ul OoJiee IiyOOKOro MOHUMAaHHUs
ponu MuPHK 1 MX nOTEHUHATIBHOTO BIMSHUS HA MPOLIECCHI, JIEKAUIME B OCHOBE aTepOCKIEpO3a, a
TaKKe AJI1 ONTUMU3ALMKA METOI0B UX UCIIOJIb30BaHUsS B KIIMHUYECKON IIPAKTHKE.

Kak ynomunanocs panee, HeneueHHbli CI' yBennuuaet puck CC3 B 13 pa3 [13]. YcroitunBo
BBICOKHMI YPOBEHb XOJIECTEpMHA B IUIa3ME€ KPOBHU MHIYLHPYET OKHCIIEHUE JIMIIONPOTEHMHOB U UX
IIPOHUKHOBEHUE Yepe3 HHAOTEIHAIbHBI Oapbep, YCWIMBasT M YCKOpsisl IPOrpecCUpOBaHUE
aTepoCKIepOoTHYECKON OsImKU. B HacTosiee BpeMst JOCTYITHO MHOKECTBO BBICOKO3(()EKTHUBHBIX
METOJIOB JIEUEHUS, CHUKAIOIIUX YPOBEHb XOJECTEpUHA, U UX 3PPEKTUBHOCTH ObLIa HCCIEA0BaHa
[13]. OnHako ocHOBHOM Bompoc npu jedeHun CI' — 3T0 HemocTaTO4YHas AMArHOCTUKA JTAHHOTO
3a0osieBaHus. B OoMbIIMHCTBE CTpaH 1MarHo3 ObUT OCTaBIeH MeHee ueM y 1% HaceneHus, U TOIbKO
B Hunepnannax nuarHo3 Obln moctaBieH Oonee yem 50% nacenenus. Hampumep, B VMcnanum
JIMarHocTupyemoe 3aboseBaHue Bcrpedaercsi y 6% Hacenenus [14]. [IpuHumasi BO BHUMaHHE, YTO
npejarnosiaraeMas paclpocTpaHEeHHOCTh 3a0onieBaHust coctasiser 1:200-1:300, a oGmemMupoBsle
MIOKAa3aTeIN BBISBIAIOT MeHee 1% JUarHoCTUPOBAHHOTO HACEJIEHMsI, HACUUThIBAeTCs 0KoJIo 24 1 36
MuumoHoB yenoBek ¢ CI' ¢ HeompepeneHHelM auarHo3oM CIT M BBICOKMM  PHUCKOM
npexaeBpeMeHHbx CC3.

HcTopuueckn clnoXxwioch Tak, 4yro CI' KIMHMYECKHM IUAarHOCTHPOBAJICS HAa OCHOBAaHUU
ypoBHs XC-JIITHII, kcanToMBI CyX0oxunuid wim cemeitnoro anamuesa MbC. DToT Bul TMarHOCTUKU
MO3BOJIMII BBIABUTH HanboJee Tsokenble ciyyan CI', Ho MHorue serkue penotunsl CI' BBISIBICHBI He
obutn. brnarogaps ynyumenuto nonumanus CI' m pa3paboTke METOJO0B CEKBEHMPOBAHHUS HOBOTO
nokosenus, mytamuu CI', Bbi3piBatole yierkue ¢erotunsl CI, Tenepp jerde oOHApYKUBAIOTCH.
CoueraHue Kak TeHETHYECKOI0 TECTUPOBAHMSI, TaK M KIIMHUYECKUX KPUTEPUEB MO3BOJIMIIO BHISBISATh
nanueHToB ¢ Jerkum ¢eHorunoM CI' u upeHtndunmponars nanueHToB ¢ kinHudeckuMm CI u 6e3
MyTAaIlM{ B KJIACCHYECKUX TeHax, renepupyromux CI™ [13, 14-16].

Paznmnuus B ypousax XC JIITHII mexny HOcuTensMu MyTanu, Bbi3biBatomed CI, u He
HOCHUTEJISIMU U3MEHSIOTCS € Bo3pacToM. B Mosioom Bo3pacte paznuuns B ypoBHsax XC JIITHII Bere,
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4yeM y JroJien crapiie 55 jet, noatomy pazinnuusd B HakomieHnu X C JITTHIT nposiBiasitoTCs riaBHbIM
oOpa3oMm Ha paHHUX cTaausx 3aboneBanus [17-19]. Bonee Toro, panHee JieueHHe 3a0O0JEBaHUS
JieNiaeT BO3MOXKHBIM 3 (PeKTUBHOE JieueHrne HU3KUMHU J]03aMH CTaATUHOB BMECTO JICYCHHS BBICOKUMU
no3amu, Tpedyemoro B ciydasx, korga CI' quarHoctupyercs mosgHee, TaKUM 00pazoM, yJaaercs
n30exaTh MoOOYHBIX Y(HPEKTOB, CBA3aHHBIX C arpeCCUBHBIM NMPUMEHEHHEM cTaTUHOB [20, 21].
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BJIUAHUE T’EHETUYECKUX MAPKEPOB HA INIPEJIPACITIOJIOKEHHOCTD K
PA3JIMYHBIM BUJIAM CIIOPTA

AB3zanioBa 3nata Bnaagumuposna, HocoBa Anna AnekcanaposHa, KpeuioB Jlanuuin AHaTOJIbeBUY
Kadenpa mequnuHCcKoit OMOJIOTHN U TEHETUKU

OI'BOY BO «Ypanbckuii rocyqapcTBEHHbIM MEIULIMHCKUN yHUBEpcUTET» MuH3apasa Poccun
ExarepunOypr, Poccus

AHHOTAUA

BBEHEHHE. FCHCTH‘ICCKI/IG MapKepLI — y‘IaCTKI/I Ir¢HoMa, I/IC]'[OJ'IBSYCMBIC 1L I/I,HCHTI/I(I)I/IKEI].[I/II/I TCHCTHUYCCKUX BapI/IaHTOB
nu I/I3y‘IeHI/I$[ HaCJICACTBEHHOCTHU, 3BOJIFOIIMH, 60.]'[63Heﬁ nu HpO‘II/IX ACIICKTOB TCHCTUKU. OHI/I IIOMOT AT
UAeHTU(HUINPOBATh I'€HBI, CBS3aHHBIC C OINPEACICHHBIMH TPU3HAKAMH WM 3a00JIeBaHUSIMHU, U MOHATH CTPYKTYpy U
¢byHKIMM TeHOMa. B cnopre reHeTHdyeckue MapKepbl HCIIOJIB3YIOTCS ISl ONpelesieHus: (pU3MYeCKuX CrocoOHOCTEH,
CKJIOHHOCTEH, BOCCTaHOBJICHHS, d(PEKTUBHOCTH TPEHUPOBOK M JOCTH)KEHHS ONTHMANBHBIX Iokazareneid. Llean
HCCJICA0BAHUA — aHAJIU3 CBA3U Me)KZly TCHCTUYCCKUMH MapKepaMH nu Hpe}lpaCHOJ'IO)KeHHOCTI)IO K paSHI/I‘-IHbIM BHUIaM
CHOpTa, a TaKXe paCCMOTpeHHe BO3MOXHOCTU HCIIOJIB30BAHUA FeHeTI/I‘IeCKOﬁ I/IH(i)OpMaI_II/II/I, B TOM 4YHUCJIC B BUIC
T€HOMHOI'0O TeCTa IJd COBepIJ_IeHCTBOBaHI/IH T’p@HI/IpOBO‘-IHOFO HpOHCCCﬁ. MaTepua.n U METOAbI. AH&J’II/IS Haqumx
HY6HHKaHHﬁ, CTaTUCTUYCCKUX OAaHHBIX U PE3YJIbTATOB PICCHe,I[OBaHHﬁ, CBA3AaHHBIX C TCHCTUYCCKUMHU OCO6€HHOCT$[MI/I nu
CIIOPTHBHBIMU JOCTHXKeHUsAMHU. Pe3yasbTaThl. [lo aHamm3y mHpoOpManum n3 Hay4HBIX MyOIMKAanWui OBLIH TOJIYYCHEI
CBCACHU O BIIMAHHUU I'CHOB, OTBETCTBCHHBIX 34 MeTa6OJII/13M, BBIHOCJINBOCTH U TpaBMaTI/ISM Ha Hpe,[[paCHOHO)KCHHOCTB K
KOHerTHBIM BHUIaM cnopTa, KOTOpLIe MBI HO,Z[pO6HO Hpe,Z[CTaBI/IJ'II/I B BHUJEC Ta6J'II/H_I. BblBOZ[l)l. reHeTI/I‘IeCKI/IC MapKCpBI
MOFyT BJIUATH Ha HpeﬂpaCHOJ’IO)KeHHOCTL K pa3J'II/I‘IHLIM BHUaM cnopTa, BJINUAA Ha (I)I/ISI/IOHOFI/I‘ICCKI/IC OC06€HHOCTI/I
YCJIIOBCKA, TEM CaMbIM JaBas HpeI/IMyH.[eCTBO nepez[ TEMU, y KOro mxX HET HUJIN OHH BLIpa)KeHBI cna60. HOHI/IMaHI/Ie
TCHCTUYCCKHUX OCO6eHHOCTeﬁ CHOpTCMeHOB MOIXKET IIOMOYb paSJ'II/I'-IHI)IMI/I CHOCO6aMI/I JIO6I/ITI)C$[ BBICOKHX
COpeBHOBaTeNbHBIX pe3ynbTaroB. JHK-TecT nmns ux BBISBICHHS CIOCOOEH pacmo3HaTh PHUCKK 3a00JeBaHUM,
HECOBMECCTUMBIX C TEM WJIKN UHBIM BHUIOM CHOpTa, UK CaMUuX BUIIOB cnopTa B I[OJ'IFOCpO‘-IHOfI HepCHeKTI/IBe, BBI3BIBAKOIIINUX
3aboJieBaHus, K KOTOPHIM OOHApYKeHa MPEeAPacoIoKeHHOCTb.

KJ'I]O‘ICB])IB CJIOBA: TCHCTUYCCKHUC MapKepH, CHOpT, npe,upacnononceHHocn), TpeHI/IpOBKa, CHOpTI/IBHI)Ie JOCTHUXKCHUA.

THE INFLUENCE OF GENETIC MARKERS ON THE PRESPOSITION TO VARIOUS
TYPES OF SPORTS

AvzaovaZlataVladimirovna, Nosova Anna Alexandrovna, Krylov Daniil Anatolyevich
Department of Medical Biology and Genetics

Ural State Medical University

Y ekaterinburg, Russia

Abstract

Introduction. Genetic markers are regions of the genome used to identify genetic variants and to study heredity,
evolution, diseases and other aspects of genetics. They help identify genes associated with certain signs or diseases and
understand the structure and function of the genome. In sports, genetic markers are used to define physical ability,
aptitude, recovery, efficiency of training and achieving optimal indicators. The aim of this study to anayze the
connection between genetic markers and predisposition to different sports, and to consider the possibility of using genetic
information, including in the form of a genome test to optimize the training process. Material and methods. We carried
out the analysis of scientific publications, statistical data and the results of research related to genetic characteristics and
sports achievements. Results. Based on the analysis of information from scientific publications, we obtained information
about the influence of genes responsible for metabolism, endurance and injury on predisposition to specific sports, which
we submit in detail in the form of tables. We learnt that that based on the athlete's genetic information it is possible not
only to choose the most suitable sports section, but also to further improve the training process, diet and decrease the risk
of injury. Conclusion. Genetic markers can influence predisposition to different sports, affecting the physiological
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