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MpakTVKYIOLLIMIA BPaY HEPeOKO BCTPeYaeTcs C nep-
BUYHBIMWU Tunepnaunugemumamm (M) wnv gmcnm-
nnaemMuamMm. K BTOPUYHBIM UMY CUMATOMATUYECKUM
[T OTHOCATCS Clly4an MOBbLILIEHHOIO YPOBHA XoJie-
crepuHa (XC) vnn tpurnuuepnaos (TI), cBA3aHHble
C HEeKOTOPbIMW 3ab0NeBaHUAMM, Hanpumep, C dunn-
APHBIM LIMPPO3OM MEYEHU, XPOHUYHECKNM TIOMEpY-
NoHetpPUTOM, CaxapHbIM OMABETOM, MMMOTMPEO30OM.
B octanbHbix cnydasax [TI11, Kak npasBuno, reHetnye-
CKW 0BYCroBNeHbI, T. €. ABNATCS NepBUYHbIMA. [laxe
anuMeHTapHas 111, BbI3BaHHas MPUEMOM >XXMPHOW
NN, CBA3aHa C FeHETUYECKMMW HapyLLEHUAMU HOP-
MaJiIbHOW perynsumMm IUNnaHoro obmMeHa. Y 300poBo-
o YesloBeKka C XOPOLLO OTPerynmpoBaHHbIM OOMEHOM
NUNNAOB Nocne efpbl, CofepXallen yMepeHHoe KO-
NNYECTBO XMBOTHbIX XXMPOB 1 XC, BbICOKUA NOABEM
YPOBHS NMNNAOB KPOBU HE HACTyMaeT.

SNUAEMUNONOTNYECKNe UCCNef0BaHUS, NMPOBOLMB-
LLMEeCs MOYTN BO BCEX PErMOHax Mm1pa BO BTOPOW Mo-
JI0BMHe XX Beka, B TOM 4ucsie B Poccmm, nokasanu, 41o
B EBpone n CLUA okono 20% B3pocC/ioro HaceneHus
MMEET MOBbILLIEHHbIN YPOBEHb NUMUO0B KPOBM HaTO-
LLaK, T. . XapakTepu3ayeTcs nepsuyHom 1M1,

OcHoBHble BapuaHTbl [T — 310 rMnepxonecrepu-
Hemus (MXC), runeptpurnuepuaemus (M) namn mnx
coyetaHme. OgHako Hepeako (B 15-20% cnydaes C Ha-
pylieHneM NUNUAHOMO COCTaBa KPOBW) BCTPEHAIOTCS
WHOVBWUOBI CO CHVKEHHBIM COAEPXXAHWEM aHTUaTe-
poreHHon dpakumm XC, T. e. ¢ u3bupatenibHOM r1no-
anbdannnonpoTeuaeMmen UM HU3KNM YPOBHEM -
NOMNpPOTeNIOB BbICOKOM NnoTHocTW (J1BI1), y KOTOpPbIX
061imn yposeHb XC (1 TI) He n3meHeH. 3Ta 0cobeH-
HOCTb NUMLHOMO COCTaBa KPOBW Tak e YpeBaTa pa3Bu-
TMeM aTepockIiepo3a Pa3HoM nokanmsaumm, kak v M.

Mockonbky XC n T = XnpopacTBopUMble coefm-
HeHUA, a KPOBb — 3TO BOAHAaA Cpefa, B OpraHusme
BblpaboTancs MexaHuaMm nepeHoca XC un Tl K nepu-
depuryeckM KneTkaM nyTeM BKIIIOYEHUSA 1X B Crie-
UManbHble, Nerko TPaHCMoPTUPYEMble KPOBbIO 4a-
CTUUbl — AMNONPOTEUAbI, COCTOSALIME U3 NUNMOOB
N Cneumanm3npoBaHHbIX OenkoB. B 3aBUCMMOCTM OT
TOr0, Kak nunonpotenabl (J11) BeayT cebs B ycnoBumsx
YNBETPALEHTPUMYIMPOBaHNA B pacTBOpe onpeneseH-
HOW MAIOTHOCTU, UX YAANOCh Pa3fenuTb Ha HECKOMbKO
KNlaCCoB: NMMNOMNPOTEUabl O4EHb HWU3KOW MNOTHOCTU
(JTOHT), Huskom nnotHocTy (JTHIT) 1 BbICOKOW MnOT-
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HocTy (J1BIM). OKa3anock, YTO OHM OTIMYAIOTCSA MeXay
cobon He TONbKO OMAaMETPOM, HO U CopepXaHnem
anobernkos v nunMaoos. JIOHM — oCHOBHble NepeHoC-
yukm T JIHI = rnaBHbIV TpaHcnopTep XC ¢ BeAyLMM
anonpotenHoM — anoB-100 (neperHocunk XC Ha ne-
pudepuio). Bbicokoe cofepskaHune JIHI B nnasme
KPOBMU CHUTAIOT OOHUM U3 MaBHbIX HakKTOpPOB pUCKa
atepockneposa. JIBIN — camble menkue J1I1, copepxa-
e mMHoro benka (Hanbonee xapakTepHbIA ANf HNX
Benok — anoA-1). B npotneononoxHocTb JTIHIT oHM ne-
peHocaT XC C NOBEPXHOCTU nepudepmryeckmnx Knetok
B MeYeHb, T. €. OCYLLECTBASIOT 00paTHbIM TpaHcnopT XC
1 BbINOMHSIOT PSA APYrMX yHKLMIA, NPOTUBOCTOALLIMX
pa3BUTUIO aTepockiieposa. JIBI paccmaTprBaloTca Kak
aHTMaTeporeHHas dpakums XC. [ns oleHk obMeHa
NUNAOB NPUHATO onpenensTb obwwmmn XC kposu, XC
JIHI n XC JIBM. CogepxxaHne XC JIHI nerko Bbl4mnc-
NNTb, eCIY BUOXUMUYECKNMU METOAAMM OrNpefeneHo
3HaveHve obuero XC mn XC JIBM. OtaensHo nccneay-
eTca yposeHb T Micxoas 13 3Trx OaHHbIX, MOXHO pac-
c4nTaTh cogepxaHue JIOHT, a Takke 3HadeHme XC, He
BxoaaLLero 8 cocras JIBIM (XC-He-JIMBI).

Ons obuwero XC NpUHATO CYMUTaTb HOPMOW Ypo-
BeHb fo 180-200 mr/gn, 4to coorsercrsyer 4,6 —
5,2 mmonb/n. XC JIHI xenatefibHO VMMEeTb B MNpe-
penax 80-100 wmr/pon (2,1 = 2,6 mmonb/n). Yto
kacaetcst XC JIB, To oH gonxeH ObiTb He Huke 40 —
41 mr/on (1,02 = 1,05 MMonb/n) y My>XHMH 1 He
MeHblwe 43 mr/n (1,1 = 1,2 MMOnb/N) Yy KEHLUMH.
YpoBeHb TI MOXXHO CHMTaTb HOPMaSibHbIM, €CSN OH He
npesbiwaer 150 - 180 mr/an (mo 2,0 mmonb/n). Cne-
OYeT YTOYHUTb, YTO MPU HANUYUKN KITVHUYECKMX NPOo-
SIBNEHWI aTepoCKNepo3a nnu Takmx hakTopoB prcka,
Kak apTepuanbHas rmnepTeHsns, KypeHue, caxapHbi
arabeT, HOPMaTMBbLI NUNOOB KPOBU YXKECTOYAIOTCSH;
npw OTCYTCTBUU 3TUX (DAKTOPOB PUCKA YKa3aHHbIe rpa-
HULLbI MOTYT ObITb CMSAIFYeHBbI.

Mockonbky 3afadva 3TOW NekUMM — OCBETUTb reHe-
Tnyeckue acnektbl AJ1M, HeoDXOAMMO OCTaHOBUTHLCH
Ha HEKOTOPbIX OCHOBOMOSATaOLWMX MOMEHTaX MreHeTU -
KW. YTO Takoe reHoTUN? STO KOMMEKC FEHOB, KOTOPbIN
HOBOPOXXAEHHbIV MOMYyYaeT OT CBOMX POAMUTENEN, OH
COCTOUT NPUMEPHO 13 25 TbICAY reHOoB.

[eHbl MaTepUanmM3oBaHbl B ABOVMHOW Cnivpann ge-
30KCMPUOOHYKNenHosol kucnothl ([IHK), B KoTopyto
BxoanT 40-45 TbICAY HYKNeoTUAOB, 00pPa3yloLIMX
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ONMVHHYIO Lenb. KaxXabii HyKNeoTn, 3Ton Lenu cocTo-
NT N3 a30TUCTOTO OCHOBaHWA (adeHuHa, ryaHuHa, Tn-
MWHA UM LMTO3MHA), aHWOHa (hOChOPHOW KMUCOThI
1 OCTaTKa caxapa — Ae30KCUPUOO03bl.

Becb Habop reHoB pacnpeneneH B 46 XpoMOCO-
MaXx, CoAepXKalLlMXCa B KaX0M COMaTUHeCKOM KIeTke,
NULLIb MONOBble KIETKU WUMEIOT MOMOBUHHBIA Habop
XpOMocoM. TakuMm obpa3oM, Nobo OTLOBCKUIA reH
OyOnupyeTcs MaTePUHCKMM FeHOM, T. €. KaXIbl reH
npencraBneH B ABYX 3K3eMnuspax.

DyYHKLMA TeHOB — yrpaslieHne CUHTe30M 6enkos,
KOTOPOE OCYLLIECTBNAETCS HYKNeOTUOHbIMU TPOMKAMMU
WUnu TpUnNneTaMmn. HykneotTnaHbIA TPUMNIET yKa3blBaEeT,
Kakasi MMeHHO aMuHokKucnoTta (ofHa 13 20) AomkHa
ObITb BCTPOEHa B AaHHbIA JIOKYC CUHTE3MPYIOLLENCS
©enkoBow Lienu B CTPOro onpeaeneHHor nNocnenosa-
TENbHOCTU. DTU «ykasaHus» OAHK paert, He BbIxo4s v3
SAPa KNETKN, NyTem TPaHCKPUNUMK, Yepes CBOMX Mo-
CPeOHUKOB, KOTOPbIMW SBASIOTCH PUOOHYKNIEUHOBbIE
kncnotbl (PHK). PHK — 3To 3epkanbHble «Cemnkm»
¢ MaTpuyHon [HK, koTopble anddepeHLmMpyoTcs Ha
NHMOPMALIMOHHYID, TPAHCMOPTHYIO U PUOOCOMHYIO.
PHK BbIXOLAT 13 a4pa B NPOTOMNJIa3My KNeTKU, LOCTW-
ratoT pubocom, roe «nof, Anktosky» PHK ocyliectns-
€TCsi CMHTEe3 OenKoBbIX CTPYKTYP.

Ecnn ctpoenne OHK (reHa) OTKIOHAETCS OT «CTaH-
JapTa», MOXHO rOBOPUTb O ero MyTaLMuK. DTO MOYTU
BCErda Hamaer oTpaxeHue B CTPYKType n dyHKLMU
Oenka, KOTOpbIM OaHHbIN reH ynpasnset. B cnydae,
KOrOa CUHTE3NPOBAaHHbI MOM, ynpaBneHeM aedexT-
HOTO reHa M3MeHeHHbIN OenoK UrpaeT KMNoYeByio Poslb
B TOM WU MHOM OOMEHHOM MpoLecce, Hanpumep,
SBNAETCS (DePMEHTOM, MOXKET Pa3BUTbCSH FeHETUHECKN
JeTepMUHMPOBaHHas bonesHb.

PebeHOK MOXeT HacnenoBaTb AedeKkTHbIA reH oT
OHOIO U3 POOUTENEN, YTO CIyYaeTCs CPaBHUTENbHO
YacTo (reteposmroTHoe HacnegoBaHue), B bonee peq-
KMX Crydasix OOHOTUMHOM MyTaumen obnapatoT oba
POANTENBCKNX FeHa (FroMO3MIoTHOE HacnegoBaHue),
TaK YTO X MOTOMOK MOXET yHacnenoBaTb NaTonor-
YeCkUM reH 1 oT 0TUa, U OT MaTepu.

BaxxHeNLlen XapaKTepUCTUKOM MYTaHTHOrO reHa
SIBNSAETCA €ro CnocobHOCTb MK HeCMocobHOCTb K A0-
MUHMpPOoBaHMIo. COOTBETCTBEHHO Pa3nMYaloT OOMU-
HaHTHbIE N pPeLeccrBHbIe TeHbl. ECnn reH JOMUHaHT-
HbI, TO KOHTPOMMpPYeMbIA UM Mpu3Hak (6onesHs)
0bs3aTeNIbHO MPOABUTCS He TONbKO MPU TOMO3MUIoT-
HOM, HO W MpW reTepo3UroTHOM HacnegoBaHuK. Ecnm
reH peLeccMBHBIN, TO, Kak MPaBuWmo, NMpu reteposu-
FOTHOM HaCnegoBaHNM OH He CMOXET cebs MPosBUTb.
B nonHylo cuny peLeccuBHblE TeHbl BbISBASIOT Ceds
TONbKO MPU FOMO3UIOTHOM HacnegoBaHun. B cnyyae
PELEeCCMBHOIO reTepo3nroTHOrO HacneooBaHUS UH-
OVBWAO, SBMSIETCS €ro HocuTeneM U nepedaTinkoM.
B oTmenbHbIX Clydasx reTepo3nroTbl — HOCUTENU pe-
LLeCCMBHOIO MYTAaHTHOIO reHa — BCe-TakM MOTYT MMETb
cnabo BblpaxkeHHble MaToNornmyeckne NprsHakm, Ko-
TOpble Y TOMO3UIOT PELEeCCMBHOIO TeHa BblpaXkeHbl
BMOJHE onpeaeneHHo.

He Bce reHbl 06nafatoT «paBHbIMU NMPaBaMm»: OOHN

reHbl MOTYT CYUTATbCA MaBHbIMK (419 OaHHOMO Npu-
3HaKa), Opyrve — BTOPOCTEMNEeHHbIMU. BOMbLIMHCTBO
NPU3HAKOB, CBOMCTBEHHbIX OPraHN3MYy, perynmpyeTcs
LEemNbIM «aHCaMONIEM» TeHOB, HO CPeAU HUX MOXHO
BbISIBUTb [NIaBHblE€ — MOHOTMEHbI I BTOPOCTEMEHHbIE —
nonureHbl. MyTaums B rMaBHOM reHe (ecniv OH Jo-
MWHAHTHbLIN) NPUBEOET K OnpedeneHHOMY OedekTy,
KOTOPbIN NPOSBUTCA 3a00neBaHNeM, HE3aBUCUMO OT
OPYrux o6CToATenbCTB. Vi3MeHeHWs B CTPYKTYpe Momn-
FeHOB Yalle onpenensaioT He Kak MyTauuu, a Kak Hy-
KNeoTuaHble NOAMMOPhU3MbI, CBA3AHHbIE C 3aMEHOWM
WM YTPaTOM Kakoro-To ofHOro Hykneotnaa (OfHOHY-
KneoTuAHble 3aMeHbl). B 3TUX cnyvasx obbl4HO BO3-
HUKaeT He 3aboneBaHve, a NMLWb NPeapacrnonoXeHme
K ©OomnesHn, KOTOpoe MOXET TPaHCHOPMMUPOBATHLCS
B 3a00neBaHMe CO BpeMeHeM, Mpy Hannynm Ooros-
HWTENbHbIX PaKTOPOB pPUCKa. HelapoM 3TV NOSIUTEHbI
NONYYNNIN Ha3BaHME TeHOB MPeLPaCcnONIOXEHHOCTU.
Bmecre ¢ Tem, mOnNycTMMO MpesnonoXuTb, YTO He-
CKOIMbKO OHOHYKNEOTMAHbIX 3aMeH B MOIUreHax, T. €.
Hekasi KOMOWHaLUMS HYKNeoTUOHbIX MONMMOPdU3IMOB,
n 6e3 OoMoNHUTENbHBIX (hakTOPOB pucka CnocobHa
NpUBECTU K OonesHu.

Mocne paboT HobeneBCKMX NaypeaToB, aMepyuKaH-
CKMX ydeHblix J. Goldstein n M. Brown (1974-1977rr),
MHOroe B 0OMeHe NMMonpoTeMAoB NPOSACHNIOCh, MO-
CKOJbKY BriepBble OblA OMMCaHbl KNeToYHble peLien-
Topb! JIHM (p. JIMHI) 1 Ux dyHKUMS.

C koHua XX Beka [0 HaCTOALLEro BPEMEHU BblIfB-
NeHO 4 MOHOreHHbIX (OPMbl CEMENHOW TUMnepxone-
crepuHemMmmn (CMXC). B HaLLMX LWIMPOTaX Hallle BCEro
BCTpedaeTcd knaccnyeckad opma CIXC, B OCHoBe
KOTOPOW NexXuT HexBaTka peuentopoB JIHI B neve-
HOYHbIX 1 OPYrMX COMATUYECKUX KIeTKax Win M3bsH
B UX paboTe. Ecnn pelentopos JTHIM HegocTaTo4Ho, To
JTHTT nnoxo 3axBaTbIBAOTCA NeYEHOYHbIMU KIIeTKaMu,
HaKamMBalOTCA B LIMPKYNMPYIOLLEN KPOBK, YTO BELET
K F'XC cO BCeMM BbITeKaOLWMMK OTCIO4a NOCIenCTBUSA -
MU. MMpudnHa 3Tom cemenHon hopmbl XC — myTaums
B OZIHOM 13 MOHOIeHOB 19-11 XPOMOCOMbI, KOHTPOSN -
pyloLem cuHTe3 peuentopos JIHI. 3Ta MoHOreHHas,
reTeposmrotHasa, [OOMMWHaHTHasa MyTauud, pacnpo-
CTpaHeHa B BoctouHowm EBpone ¢ wactotomn 1 Ha 500
4yenosek. Ee roMO3MroTHbIN BapyaHT BCTPeYaeTcs C va-
ctoton 1 Ha 1 MAH. K HacTosLLeMY BpeMEHM OMNNCaHO
okono 2000 pa3HOBMOHOCTEN 3TOM MyTaLMW. ITO He
YOVIBUTENBHO, MOCKOSMbKY HYKNeoTuaHaa Lenb AaH-
HOrO reHa HaC4YMUTLIBAET, KaK YKa3blBanocb, 45 Toicay
eOMHWL, TaK Y4TO BO3MOXHOCTU ANA «OWMOKM» Mpu
NOCTPOEHWM TaKOW Lienn JOCTaTOYHO BESIUKM.

BTtopas m3BecTHas MyTaums, MpPUMBOAALLAA K MO-
HoreHHon CIXC, — pedekT CMHTe3a anonpoTenHa
B100 — ocHoBHoW GenkoBow Yactuubl JIHIM. Hesep-
HOe MoCTpoeHMe 3Toro Henka, KOTopbI ABAETCS JIN-
raHaom (CBA3YIOLWMM MOCTUKOM C peuenTtopoM JIHT
B MeveHOoYHoM knetke) ans JIHM, 3aTpyaHseT 3axBaT
3TNX YaCTULL, OHW A0MbLUE LMPKYIMPYIOT B KPOBM U Ha-
KannmBaloTCa TaM B M3ObITOYHOM KomnnyecTse. B 3Tom
cnydae konudectBo peuentopos JIHIT goctatoyHo,
HO OHU He MOryT HopMasibHO paboTaTb, MOCKOMbKY
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anonpoterH B100 vMeeT HenpasWnbHYIO CTPYKTYPY
M NIOXO C HMMW CBA3LIBAETCA. JTa MyTaLMs, U3BeCT-
Has Kak FDP (cemelHbin gedekT benka), nokanusyer-
Cf B OOHOM U3 MeHOB XPOMOCOMbI 2 1 XapaKTepusy-
€TCA KaK reTepo3nrotHaa OMUHaHTHas MyTtaLuma. OHa
Dornblue pacnpocTpaHeHa B 3anagHown EBpone.

TpeTuin BUA, MOHOTEHHOW MyTaLMK, NPOSIBASIOLLEN -
ca CIXC, — aytocomHo-peueccmsHaa TXC (ARH) —
pefkas roMO3MroTHad MyTauud, nonyymBLUas Ha3Ba-
HUMe NMBAHCKOW, MOCKOMbKY BrepBble Oblna HalaeHa
B OLHOW NBaHCKOW cembe. [Mpu 3ToM MyTaumn Ha-
PYLUEH CMHTE3 TPAHCMOPTHOrO Oenka, hyHKUMS KOTO-
POro 3aK/o4aeTcsd B NnepeHoce KOMMIEKCOB «peLer-
Top JTHI + JIHI» ¢ NOBEpXHOCTN NEYEHOYHOW KNETKMN
BHYTPb. [edununt gaHHoro GekoBoro TpaHcrnoprepa
NPUBOOMUT K TOMY, YTO OMUCAHHbIE BbIlLE KOMMIEeKChI
0ocefialoT Ha MeMDOpaHe MeyYeHOYHbIX KIeToK U O5o-
KnpytoT panbHenwnn 3axsat JIHI. WHaye rosops,
n peuentopsl JTHM, 1 camn JIHI HOpMansHO CTPYKTY-
pypoBaHbl, HO JIHIM He MoryT cBOOOAHO MPOHUKHYTb
BHYTPb NEYEHOYHOW KNETKN 1 ANINTENBHO LIMPKYMPY-
toT B KpoBU, NpunBoas K 'XC. [MaBHbIN reH, OTBETCTBEH-
HbIV 33 CUHTE3 YKa3aHHOro TPaHCNopTHoro benka, no-
Kanusyercsa B Xxpomocome 1.

CpaBHUTENbHO HEdABHO OnMcaH 4-1 BUL MOHO-
reHHon CI'XC — ayTOCOMHO-AOMWHAaHTHasa reteposu-
rOTHaf MyTaLMsa reHa, ynpasnsioLero CUHTe3oM ep-
MeHTa — perynsaTopa pabotbl peuentopos JIHIM. DToT
bepMeHT — NponpoTenH-KOHBEpPTa3a CyoTUMN3UH-
KekcuHoBoro tuna 9 — PCSK-9 MoxeT kak CTumynu-
pOBaTb, Tak 1 TOPMO3UTb paboTy peuentopos JIHI.
[eH, KOHTPONMPYIOLWMI CUHTE3 3TOro hepMeHTa, pac-
MOJIOXEH Ha KOPOTKOM Mieye xpomocombl 1. B cny-
4adx, korga cuHTesmpyerca PCSK-9 ¢ noBbiWEHHbIM
cponctBoM K pelentopam JIHM, nx pabota Topmo-
3uTca, passuBaetcs TXC. Ecnm BygeT cMHTe3npoBaTh-
¢ PCSK-9 € HM3KMM CPOACTBOM K pelentopam JTHIT,
OHW Ha4yHyT (YHKLMOHMPOBATL Dosee akTMBHO, YTO
npwvBeneT K HM3Komy copepxanuio JIHIM n XC B unp-
KyNMPYIOLLEN KPOBW W CAENaeT Takoro MHAMBMAA pe-
3VICTEHTHBIM K aTepoCKneposy. 370 NpUMep MyTaLmn
C MONOXMWUTENbHbIM 3HaKOM. Takve MyTaLmuy BCTpeya-
IOTCA B MOMYNALMAX HEPHOKOXMX B Adprike.

Peakunin (3HOEMUYHBIN) BUL reHeTUYecki obyCnoB-
NEHHOTO HapYLUeHUSt UNUOHOMO OOMeHa, OCNIOXHSIO-
LLLeroca pacrnpoCTpPaHeHHbIM aTepOoCKIIePO30M — TaHXep-
ckasi GonesHb. TakoW HaCNenCTBEHHO OOYC/IOBMEHHbIN
neduunt JIBIT pa3BrBaeTcs B pesynsrate roMO3mUroT-
HOW MyTaLMKM reHa, KOAMPYIOLLEro CUHTe3 TpaHCMopT-
Horo Oenka ABCA-1. Mpwu HepgocTaTke ABCA-1 Hapy-
LaeTcs obpaszosaHue J1BI1, 4To pe3ko oTpuLaTenbHO
CKa3blBaeTcs Ha obpaTHOM TpaHcnopTe XC ¢ MeMbpaH
nepudepryeckmx KNeTok B neveHb. JIokyc 3Toro reHa —
ONVHHOE MNeYvo 9-M XpOMOCOMBI.

IMeloTca 0CHOBaHWSA CYMUTATb, YTO FETEPO3UTOTHBIN
BapWaHT 3TON MyTalLyK OTPaKAETCS Ha CoAepXKaHuMm
J1BI1, xOoTa HacTosWan KNMHMYeckas KapTmHa TaHxep-
CKOV BOnesHU y Taknx MHOMBUAOB He Pa3BUBAETCS.

Hano nonaratb, 4TO BCTPEYaloTCH MHOMBUIbI C re-

HeTUYeCKM OEeTEPMUHUPOBAHHBIM HU3KUM YPOBHEM
JIBM B pe3ynsrate KOMOMHALMM HECKOMbKNX (yHK-
LUMOHANbHO 3HAYMMBbIX  HYKNEOTUOHbIX MONMMMOP-
PU3MOB — OLHOHYKNEOTUOHbIX 3aMeH B MONUreHax,
y4acTBYIOLLMX B perynaumm crmHtesa JIBI. Kak Bblwe
YyKa3blBanocCh, B HalleM pernoHe npumepHo 20% nu,
C AMCIVNUOEMUEN xapakTepusyetcs 13bupatensHo
HU3KUM copepxaHunem JIBIT npwy OTCyTCTBUM BbIpa-
XeHHo TXC vnu T (Hafo 3aMeTUTh, YTO MPU Bbl-
COKOM ypoBHe TI' cogepxaHwe JIBI1, kak npaswuno,
OblBaET CHUXEHO).

Eule ofHNM (Ka3yncTUHecKnM) NpUMepPOM reHeTu -
veckn obycnoBneHHbix O sBnsetca Mytaums, npu-
BOLALLAA K AeDULUTY CNeLnanm3rpoBaHHbIX NeYeHo -
HbIX CKeBEHIXep-PeLLenTopos, NpeaHa3HaqYeHHbIX oa
3axBarta JIBI1. B atux cnydasax JIBIT nnoxo 3axBatbiBa-
IOTCA MeYeHblO, ANUTENbHO LIMPKYSIPYIOT B KPOBWU, MNe-
perpyxatorca XC 1 nepecratoT 3ad1paThb ero 13 Kinetok
Ha nepudepnn. Takum obpasom, vactuu, JIBIM B nnas-
Me KPOBWM MHOIO, UX KOHLUEHTPaLMSA BbICOKA, HO OHWU
(YHKUMOHANBHO «MapaniM3oBaHbl». YpoBeHb 0bLLero
XC B 3TUX CNly4asdx MOBbILEH, HO aTepoCkiepo3 pas-
BMBAETCS, MaBHbIM 00pa3oM, B CBS3M C TeM, 4To JIBI
nepecTaloT BbIMOMHATb CBOIO aHTUATEPOIreHHYIO POrb.

3BeCTHa MOHOreHHasi cemenHasi hopma KoMOU-
H1poBaHHoW [T, npoTekatoLas C BbICOKMM YPOBHEM
Tl 370 pe3ynsrat MyTaLMKY reHa, KOHTPONUpPYIoLLero
CUHTE3 TpaHcKpunumoHHoro dakropa OHK, m3sect-
Horo nof Ha3saHweM Upstream Stimulatory Factor —
USF-1. Hedekt USF-1 NpuBOAMUT K HapyLUEHWIO 3NN~
MUHaumy JTIOHT v TT 13 umpKynmnpyloLLen KpoBK, HTo
NPOSIBNSIETCS BbICOKOM KOHLeHTpaumen Tl 3Ta reHe-
TVYeCKU OeTepMUHMpPOoBaHHaa opma 1M1 BbigsneHa
B QUHASHONN U CHUTAETCS XapaKTepHOW Ans MeTabo-
JIN4eCKOro CMHOPOMA.

OnwcaHa TakxXe MoMMreHHasa MyTtalus, Bbi3blBalo-
waa 'Tl, KoTopyto CBA3bIBAIOT C PYHKUMOHANBHO 3Ha-
YUMbIMU MNONMMOPPN3IMaMU B HECKOSbKMX «BTOPOCTE-
MEeHHbIX» reHax, nokanusylwmxca B 11 xpomocome.
OTU HapyLleHWs B CTPYKTYpe reHOB MPWBOLAT K YCU-
neHnio npoaykumm anobernka C-1ll, KoTopbI ABNSETCS
WNHIMOWTOPOM NMMONPOTEUAHOM NUNa3sbl, pacllenss-
towler JIOHI. Pe3ynsraT HeO0CTaTOMHOCTU OEeNCTBUS
3TOoro epmeHTa — yxygwenue yrtunmsaumm JIOHI,
MOBbILLEHWE KOHLUEHTPaLUMU 3TUX YacTul, B nepude-
puyeckon KpoBu, T. e. pa3suTue Tl MMonaratoT, 41O
NPOSIBNAETCA 3TOT reHeTU4ecknin AedekT TobKo npu
HaNNYNN KaKUX-NMOO AOMOMHUTENBbHBIX (haKTOPOB PY-
CKa — anMmeHTapHoro akTopa, caxapHoro avabeta,
MMNOMYHKLMUN LLIUTOBUAHOM Xene3bl.

Ewe onHa nonureHHas KoMOWHWMpoBaHHas [T
CBfi3aHa C OCODEHHOCTAMW CTPyKTypbl anobenka E.
YCTaHOBMEHO Heckonbko 13odopM 3Toro anobenka:
E2, E3, E4. Ecnun anobenok E nocTpoeH 13 Takux AByX
n3odopm, kak E2/E3, E3/E3, E3/E4, To 0bmeH JTHIM
1 JIOHMM 06bI4HO He HapyLlaeTcs. Eciuv xe anobenok E
COCTOWT 13 ABYX OAMHAKOBbIX N30(OPM, TO MPU Haun-
4MM KaKUX-TTMOO [OMNONHUTENbHBIX PakTOPOB puUCKa,
MOXET Pa3BUTLCH PE3KO BbIPaXKeHHasi KOMOUHMPO-

I ATEPOCKNEPO3 U AMCAVINMAEMUN



BaHHas [T (TXCHITT).

Kakwve ppyrve OoOMoNHUTENbHbIE (HaKTOPbl MOryT
cnocobcrBoBathb MM Npyn HaNMYMK HACEACTBEHHOTO
npeapacnonoxexna?

Henb3s He cka3aTb 00 3THMYeckoM dakTope. Cpe-
LN eBpOMencknx eBpees (BeTBb «allKeHa3W») C 4Ya-
cToton 25% BCTpeyaeTcs Tak Ha3blBAEMbIN «JIUTOB-
ckmin» BapuaHT CIXC. Opyron BapmaHT CMXC Wnpoko
pacnpocTpaHeH cpeam dpaHko-kaHagues Ksebeka.
MoHoreHHast MyTaumsa CMXC, cBA3aHHas C yCUIeHHOM
aKTUBHOCTbIO epmeHTa PCSK-9, BCTpevaercsd, Kak
YKa3blBanoCb, B OCHOBHOM Cpefiy YePHOKOXero Hace-
neHna AQprku.

TaxecTb KNVHWYeckmx npossneHu MM B 3Ha4u-
TeNIbHOW Mepe 3aBUCUT OT nona: y My>xuymnH [XC npote-
KaeT3Ha4yUTeNIbHO TAXenee, 4eM y XeHLLMH. HeCoMHeH-
HOe BIMAHME Ha TeYeHWe 1 MOsBMEHVE OCIIOXKHEHNN
IJ1T vimeeT Bo3pacT. lNMocne 45 feT y My>XX4uH 1 nocne
55 net y XeHLWWH YacTtoTa ocnoxHeHun OJ1M pesko
BO3pacTaer.

JleTanbHOCTb Yy Hefle4eHHbIX VI HeperynsapHo ne-
YUBLLUMXCS UL, KaK C MOHOTEHHOW, TakK U C MonureH-

How TXC, 3a 10 neT HabnoAeHVs CoCTaBUNa y My>XHIMH
(no Hawwmm paHHbIM) 40%, y XeHlnH — 18%. Y ne-
YUBLUNXCA CTaTUHAMM MYXXYMH B TEHEHME HECKOMbKMX
NET NeTanbHOCTb CHMXKaNach B [Ba Pas3a.

HeCOMHeHHO, 4TO TOMO3UroTHblE (POPMbI MOHO-
reHHbix ST npoABnsioTCA C paHHero OeTckoro BO3-
pacTa 1 NpoTeKkatloT OCOOEHHO TAXENO.

Y1o Kacaetcsd nevyenus getewn ¢ AJIM, o no 8-10
NeT faBaTb OEeTAM CTaTuHbl He pekomeHayeTcs. Jlnwb
nocsie 10 NeT MOXHO Ha3HavaTb Hanbonee WaasLime
cTaTnHbI (chnyBacTaTMH) C OCTOPOXHOCTbIO Ha (oHe
COOTBETCTBYIOLLEN AMeTbl. Y OeTel HeT nMpoTMBOMO-
KasaHWM K MCMofb3oBaHMio 33eTuMmba (33eTpona),
TOpMO3ALLero scacbiBaHne XC B KuLeyHuke. B xo-
POLLO OCHALLEHHbIX KIIMHWKAX MOTYT UCMONb30BaTh-
CA 3KCTpaKoprnopanbHble MeToObl reMOKOPPEeKLMM,
B YacTHOCTU, adepes JIHI Ha KOSIOHKax C MMMYHO-
copbeHTamMu.

B nepcnekTvBe, KOTOpYlO Cenyac TpyaHo onpene-
JINTb BO BPemMeHu, OetaM cC TaxenbiMu O cmoryT
MOMOYb reHeTUKU, ecnn OyaeT pa3paboTaH 1 BHeAPEH
METO[, FeHHOW MHXEHEePUN.

- oosopa Jll|f]
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