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AHHOTOUMS

CemeitHas runepaunmaemus (Cl) — 370 ayToCOMHO-BOMMHAHTHOE reHeTU4eckoe 3a601eBaHME C HOCTOTOM BCTPEYAeMOCTH B obLueit
nonynsumm ot 1:200 go 1:500. LUensio HacToswero uccnegosanus aensnack oueHka scrpedaemocti CIy 60nbHbIX OCTPBIM KOPOHAP-
HbiM cuHgpomoM (OKC), paseuelummcs B Monogom Bospacte. [lJaHHOEe UCCNefoBAHKE - YOCTb MHOFOLEHTPOBOTO KIIMHWUYECKOro Habnio-
patensHoro npoekta OPAKYJT Il. U3 1754 otobpano 322 6onbHbix, cpean HUX MHAEKCHbIM anm3og oboctpenns MBC y MyxumH pas-
Buncs B sospacre <55 ner, y xeHwpH — <60 net. Yacrora onpepenerHoit/ BosmoxHoi CI no KpUTepUsSM ronnaHACKMX AMAUBHBIX KK~
Huk coctaemna 1,9% m no kputepusim Simone Broome Register gons 6onbHbix ¢ BepositHoit Cl cocrasuna 6,5%. Sto konnyectBo noytn
B 4 pasa Bbile, Yem B 06LLEN NONYNSLUMM, NPU UCMONb3OBAHMM TEX XKE AUArHOCTUYECKMX WKan. Y BOMbHbIX € KNMHUYECKUMM NPU3HAKA-
mu Cl yawe Habnogaetcs 6onee taxenoe tedenne OKC. Takum 06pasom, HALIM AAHHbIE CBUAETENLCTBYIOT B NOMb3Y LenecoobpasHo-
CTH BKIIOYEHMS MmeponpuaTui no suisenenmio ClI B npaktuky seaerns 6onbHbix OKC. Mo-suanmomy, B Poceuiickoin Pegepaumn cnegyet
paspabotarte ceoun kputepuu Cl, yuuTbiBatoLme BO3MOXHOCTH NONYYEHUS COOTBETCTBYIOLLEN KIIMHUYECKOM MHbOPMALMK.

KnioueBble cnoBa: ceMerHAs rUNEPAMNUAEMHUS], OCTPbIA KOPOHAPHbIM CUHAPOM, HOCNEACTBEHHOCTb.

Abstract

Familial hypercholesterolemia (FH) is an autosomal dominant genetic disorder with an estimated prevalence of 1:200-1:500
in the general population. The aim of the present study is to assess FH prevalence in patients who survived the onset of the acute
coronary syndrome (ACS) at their young age. The given work is a part of a multi-center clinical observational project ORACUL-II.

322 patients out of 1,754 ACS patients who had early IHD attacks ( men aged < 55; women — < 60 ) were selected for the
study. The prevalence of definite/probable FH by the Dutch Lipid Clinic Network criteria was 1.9%; by the Simone Broome Register
criteria, patients with possible FH equaled to 6.5% . These number is four times higher than in general population, if to use similar
diagnostic scales. Patients with clinical signs of familial hypertension suffer of more serious ACS form. Thus, our findings may advo-
cate for better FH diagnosing in patients with ACS. It seems reasonable to develop our own specific criteria of FH diagnostics for
the Russian Federation taking into account a real possibility of acquiring necessary clinical data.

Key words: familial hypercholesterolemia, acute coronary syndrome, heredity.

[IpoGaema HacleACTBEHHOCTU B Pa3BUTHMM TaK OO0JJACTU OTHOCUTCS K M3YYCHUIO TI'€HETUYECKOM
Ha3bIBAa€MOI'0 paHHEro aTepocKjepo3a MMEET UIM- MpeapacnoioxeHHocTu. KoHuenuus, Jiexaiass B
TeJIbHYI0 UCTOpUlo M3ydyeHus. K HacrosiieMy MO- OCHOBE ITOJOOHBIX IIpeACTaBICHUIA, pacCMaTpUBaeT
MEHTY HauOoJbllee YMCI0 MCCIAEAOBAaHUM B 3TOM  aTepocKiiepo3 Kak MHOroakTopHoe 3a0ojieBaHUe,
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OcTpbifi KOPOHAPHDLIN CUHAPOM

pa3BUTHE KOTOPOTO MOXET CYIIECTBEHHO YCKOPUTh-
Csl IPpY HAJIMYMU OMPEeNeeHHbIX TeHETUYECKUX Ba-
PUAHTOB HEKOTOPBIX OEJIKOB, y4acTBYIOIIMX B Ta-
ToreHese 3adosieBaHus. [Ipyu 3TOM CTpyKTypa WIn
aKcrpeccust Oesika He SIBJISIIOTCSI KPUTUYECKU 3Ha-
YUMBIMM, a JIMIIb YBEINYMUBAIOT BEPOSTHOCTD YCKO-
PEHHOIO Pa3BUTHSI MMATOJIOIMYECKOTO mpoliecca [1].
Hpyroii moaxo, peain3yeMblii B TTOCAEAHUE TOJbI,
CBSI3aH C MOSIBJIEHUEM METOAMK MOJHOTEHOMHOIO
cekBeHUpoBaHus. [Ipu 3TOM ynanoch OOHApyXUTh
3HAUUTEILHOE YHUCJIO MAaTOJIOTUYECKUX BapUMaHTOB
T€HOB, BBI3BIBAIOIIMX PA3BUTHE CEMEWHON rumep-
sunuaemuu (CI'), koTopas npeacrasisieT coooit ay-
TOCOMHO-JIOMMHAHTHOE TE€HETUYEeCKOoe 3aboJieBa-
HHE C YaCTOTOW BCTPEYAEMOCTH B OOIIEH TTOMyJIs-
uu ot 1:200 go 1:500 [2, 3]. KpaliHe BaXHBIM $IB-
JISIETCSl paHHEE BBISIBJICHWE JAHHOTO 3a00JieBaHUS,
TaK KaK CBOEBPEMEHHOE JIeYEHUE MOXET CHU3UTh
PUCK pa3BUTUS TPEXKIAECBPEMEHHOIO aTepOCKIIEepPO-
3a [4, 5]. CyliecTBYIOT I1BE OCHOBHBIC AUATHOCTU-
yeckue mKasbl 15 BoeisiBaeHuss CIT — Tak Ha3bIBa-
e€Mble KPUTEPUU CETU TOJTAHICKUX JTUTMTUIHBIX K-
HUK, BKJIIOUEHHbIE B peKOMEHIATebHbIE JOKYMEH-
ol EBponibel 1 AMepuku [3, 6, 7], a Takke, KpuTe-
puu peructpa Simone Broome, npunsaTeic B Benu-
kobOputanum [8, 9]. HemoctatouHass nuarHocTuka
CI' B oO11eii MONyasIUK SIBJISIETCS OJHOW U3 aKTy-
aJIbHENIIIMX TTPO0JIEeM COBPEMEHHOM KapAauoJIoTUu,
TakK Kak 3a4acTyio Yy O0JbHBIX, HE 3HAIOIIUX O HAJIM-
yuu y Hux CI, nepBbim nposiBieHreM CI' ctaHOBUT-
cs1 ocTpblit KopoHapHbIi cuHapoM (OKC) [10]. Bor-
sapjieHre CI' Bo BpeMsl ToOCOUTAIM3alUKU TT0 MOBOAY
OKC nosBosisieT oTo0paTh O0JbHBIX IS YITyOIeH-
HOTO MOJIEKYJIIPHO-TEHETUYECKOTO TECTUPOBAHUS,
Ha OCHOBE KOTOPOTrO 3aTéM BO3MOXHO ITOCTPOUTh
m1aH BeisiBieHUs: CI'y KITMHUYECKU 3M0POBBIX POJI-
CTBEHHMKOB (IMPOBeIeHNE KaCKaTHOTO CKPMHUHTA)
[11-13].

Llenblo HacTOSIILIETO MCCIEIOBAHUST SBJISLIACH
orieHKa BcTpedaemMocT CI' y OGOJIBHBIX «paHHUM»
OKC.

Marepuajbl 1 METOIBI

JlaHHO€ rcciieToBaHUE SIBJISIETCSI YaCThIO MHOTO-
LIEHTPOBOTO KJIMHUYECKOTO HAOII01aTeIbHOTO TTPO-
ekta OPAKVII II (O6ocTPeHue uiiemuyeckoit 60-
Jie3Hu cepauA: JoruKo-BepossTHOCTHBIE TYTH MPO-
THO3MPOBAHUSI TeYeHUs ISl onTUmu3anuu Jleue-
HUsI), HAIpaBJIEHHOIO Ha pa3pabOTKy WHAWBUMIY-
aM3UPyeMON MOJEIM pUCKA pa3BUTUSL HebJaro-
npusaTtHbix ucxonoB MBC u ocinoxHeHUit Bciemd-
CTBME TPOBOAMMON Tepanuu C Y4ETOM KIMHUKO-
WHCTPYMEHTAIbHBIX, OMOXUMUYECKUX U TEHETUYE-
CKMX MapaMeTpOB Y OOJIbHBIX, MEPEHECIIIUX OCTPbIi
KOpPOHAapHbIiA cMHApOM. B ucciienoBaHue BKItOYa-

JI1 60JIbHBIX, TocTynuBIIKX o noBoay OKC, npu
YCJOBUY HAJWYMSl Yy HUX TTOKA3aHUM Jid TTpoBe/e-
HUSI MHBAa3WBHOTO JIEYEHUS, HE3aBUCUMO OT TOTO,
MPOBOIWJIOCH JIU B Pe3yJibTaTe BMEIIATEIbCTBO WU
HeT. Takum obpazom, 6oabHbie OKC 6e3 mogbema
cerMeHTa ST DOJKHBI OBLTM COOTBETCTBOBATb KPU-
TEPUSIM OYE€Hb BBICOKOTO, BBICOKOTO WU MPOMEXY-
TOYHOTO pUCKa, KPOME TOTO, BKJIIOUYAIU U OOJbHBIX
W3 TPYIIbl HU3KOTO PUCKA B CJIydyae BBISIBJICHUS Y
HUX 3MU30[I0B MILEMUU MHUOKapJa JIOObIM CIOCO-
00oM Ha (oHEe MaKCUMaJbHOW aHTUAHTMHAIbHOU
tepanuu. bonbHbie OKC ¢ mogbemMoM ST wim yxe
cOopMUPOBABIINMCS  KPYITHOOYAroBbIM  MH(pap-
KTOM MUOKapaa: 00JbHbIE, KOTOPbIE ObLIM TOCITM-
TaJTU3UPOBAHBI C CUMIITOMaMM, OOYCJIOBJICHHBIMU
OCTPbIM MH(APKTOM (IaBHOCTh MH(DAPKTa He Oosiee
10 qHe#t K MOMEHTY TOCTIUTAIM3alluu), 1, TT0 Kpai-
HEW Mepe, C OMHUM M3 CJICIYIOIINX AOTOTHUTEb-
HBbIX KPUTEPUEB, BBISIBJICHHBIX MPU IMOCTYIJIEHUU
B cTalMoHap: aaeBauus S7 - CTOKOe MOBBILICHWE
STHa 1 MM B IByX CMEXHbBIX OTBEACHUSIX OT KOHEU-
HOCTe# niu noBeilieHue ST Ha 2 MM B ABYX COCe-
HUX TPYAHBIX OTBEICHUSX; MOSBIEHUE HOBOW OJ10-
KaJbl JIEBOM HOXKM Tyuka [vca; nMHaMuKa oCTporo
nH(apkTa Myuokapaa (MosiBJIeHUE MaTOJOTMYECKUX
Q, cHuxeHue R, U3MEHEHNE KOHEYHOU 4acTh Xe-
JIyTOYKOBOTO KOMILJIEKCa); MOAMMCaHHOEe WHdOp-
MMPOBAHHOE COTIJIaCM€ Ha y4yacThe B HCCleIoBa-
HuU. Kputepun UCKITIOYEHUS: OTCYTCTBHE COTJIacus
0O0JILHOTO Ha YYacCTHE B UCCIEAOBAHUU U HEBO3MOX-
HOCTb KOHTaKTa C OOJbHBIM I1OCJIE€ BHIIUCKM.

Hccnengoanue ObUIO OTOOPEHO JIOKAIBHBIMU
3TUYECKMMU KOMUTETAMU YYACTBYIOLIUX LIEHTPOB.

B nepuon ¢ nekabps 2014 . mo okTs6ps 2016 .
B 4 riccienoBaTebCcKUX LIeHTpax MockBbl, KazaHu,
Actpaxanu u KpacHomapa Habmonanuch 1754 60iib-
HbIX. B maHHBII aHanmu3 oToOpaHoO 322 OOJBHBIX, Y
KOTOPBIX MHAEKCHBIA 3mnu3on oboctpeHus MBC
pa3BWICS B paHHEM Bo3pacte (MYyXXUYMHbBI B BO3pac-
Te <55 neT, keHIIHBI B Bo3pacTe <60 sier) (puc. 1).

Ouenka Hanmuus CI' mpousBoauaach Ha OCHO-
BaHUM BO3pacTa, JIMYHOM U CEMEUHOM WCTOPUU
MPEXIEBPEMEHHOTO pPa3BUTUS aTEepOCKIepo3a, a
TaK>XK€ YPOBHS JIMITOMPOTEUIOB HU3KOM TIJIOTHOCTU
(JITTHIT) ¢ ucnosib3oBaHUEM IIKAJIbI TOJIAHICKUX
JUMUIHBIX KIUHUK [3, 6, 7] 1 KputepueB Simone
Broome Register [8, 9].

Psiny GonbHBIX C BO3MOXKXHOW WJIM ONpeAeseH-
Hoit CI' mpoBeaeHO MOJIEKYJISIPHOE T€HETUYECKOE
tectupoBaHue B jaboparopuun Health—in-Code (JIg
Kopynbs, MUcnanus) MeTonoM MacCMBHOIO Mapa-
JIEIbBHOTO CEKBEHUPOBAHMSI C MPUMEHEHUEM IMaHe-
JIX 13 6 TEHOB, aCCOLIMMPOBAHHBIX C CEMEMHOM TH-
nepxojecrepuHemueii, a umeHHo APOB, APOE,
LDLR, LDLRAPI1, PCSK9, SLCOI1BI.
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2014 1. mo okTs6ps 2016 . (n=1754)

IMauuentsl ¢ OKC 6e3 nogbemMa 1 ¢ HOABEMOM CerMeHTa
ST B 4 ucciienoBaTeJIbCKUX LIEHTPaX B IIepUOJ C JeKa0Opsi

n=322

Puc. 1. OT60p 60nbHBIX ANA UCCNEAOBAHUS.

CTaTUCTUYECKUIT aHaiu3 TIPOBOIMIICS METO-
JOM OJHO(AKTOPHOTO IHMCIIEPCMOHHOIO aHau-
3a, MeTola y? U HemapameTpuyeckoro tecta Kpy-
cKajla— YoJIiica, MCIOJIb30BaHHBIX UISI CPaBHEHUS
KJIMHAYECKUX XapaKTePUCTHUK B TPYIITaxX OOJBHBIX C
CI' u 0e3 Hee MIs1 KaXI0W NTMAarHOCTUYECKOM IIKa-
Jbl. CTaTUCTUYECKYI0 00pabOTKy pe3yJIbTaToB MPo-
BOJMJIM C TIOMOIIBIO CTAHJAPTHOTO CTATUCTUYECKO-
ro nmakera nporpamm SPSS Statistica (IBM SPSS

55%
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0%

Dutch Lipid Clinic

m Bo3amoxHasi/onpeneneHHas CI

MY>XKUMHBI B Bo3pacTte < 55 jiet
JKEHIIMHBI B Bo3pacTe < 60 jieT

StatisticsVersion 23 mist Windows). /1iist Bcex BUIOB
aHaJI3a CTaTUCTUYECKU 3HAYUMMBIMU CUMTAIIM 3Ha-
yeHus p< 0,05.

Pe3yasrarsl u 00cyKIeHnEe

OKC 06e3 nonbema cermeHTa ST Habaonancs y
153 (47,5%), a OKC ¢ mogbemoMm cermenTta ST —y
169 (52,5%) O6onbHBIX. Cpeny MalMeHTOB, TOCITH-
Taau3MpOBaHHBIX ¢ paHHUM pa3Butuem OKC, y 6

6,3%

Simon Broome

BepositHasa CI

Puc. 2. Cemeitnas runepnunuaemus y 6onbHbix ¢ OKC B monogom sospacre B uccnegosanun OPAKYI II.
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(1,9%) 6111a onpeneneHHast/Bo3moxHas CILay 171
(53,1%) — BepositHas CI' cormacHo 1IKajie rojijlaH-
CKMX JIMIMMUAHBIX KIUHUK (puc. 2). [lo anrroputmy
Simone Broome 6511 BoIsiBIIeH b 21 (6,3%) ma-
nuenrt ¢ CI.

OCHOBHBIE XapaKTepUCTUKN OOJIbHBIX C pAHHUM
paszsutuem OKC B 3aBUCMMOCTU OT AUArHOCTUYEC-
ckoit mKkansl BeisiBieHuss CI' mpeacraBiaeHbl B Ta-
onmune. CI' yame HaOmoganach y OOIBHBIX C OTSIIO-
IIEHHOI HACJIeCTBEHHOCThIO. Takke y MalreHTOB
¢ CI' ob11 oxxupgaeMo 0oJjiee BBICOKMIA YPOBEHb 00-
1rero xoJjiecrepuHa u xojecrepuna JINTHII.

Hons 6onbHbIX ¢ CI, rocnuTain3MpoBaHHBIX C
OKC, ocraercst HEM3BECTHOM, TaK KaK I10 JaHHBIM
HEOOJIBIINX UCCIeIOBaHU OHA BapbupyeT oT 12%
1o 6onee 50% y mauMeHTOB B BO3pacTe Moyioxe 60
net [14, 15].

B nanHOM MccienoBaHNM 107151 OOJBHBIX C OTIpe-
neneHHoil/ Bo3MmoxHoi CI' (ITo KpuTepusiM ceTu
TOJUTAHACKUX JUITUAHBIX KIMHUK) cocTaBuia 1,9%
cpenu manueHToB ¢ paHHUM paszputueM OKC. Drto
KOJIMYECTBO TTOYTH B 4 pa3a BhIIIIE, YeM B O0IIIEH MO~
MyJISIIAM, TIPU UCTIOJIb30BAHUM TEX XK€ TUarHOCTH-
yeckux mkan [2]. JIuiib B OAHOM KpYITHOM KOTOpT-

HOM MCCJIeIOBaHUM, BKJtoYaBiieM 1451 GonbHOrO
¢ OKC B Mon010M Bo3pacTte, MpOBOAUJIACHL aHAIO0-
TMYHasl OLIeHKa U J0Jis1 OOJIbHBIX C OIpeneeHHOI/
Bo3MoxHO# CI' u panHum pazsutuem OKC cocta-
Buia 4,8% [16].

OcranbHble MCCIENOBAaHUSI TTPOBOIMINCH OKO-
Jo 20 et Hazaa U MMEJM OYE€Hb MaJCHbKYIO BbI-
OOpKY, a TaKXKe pa3IMYHble KPUTEPUU TMAaTHOCTUKU
CI, ¢ yueToM MO0 HaAIUYUsI MyTalMid, TUOO KJIU-
Hudeckux kputepues [14, 15, 17, 18]. Tak, B 1995 1.
Dorsch. u coaBt. B rpymnne u3 292 6oapHbix OUM
mostoxke 60 et nuarnoctupoBanu CI'y 12,3% na-
LIMEHTOB, OCHOBBIBASICH JIMIIIbL HA YPOBHE XOJIeCTe-
puna JITTHIT [14]. C npuMeHeHUEeM TOJIbKO JIUIIb
reHeTnyeckux KputepueB CI cxomHas yacrota
(16,4%) Obuta ompeneneHa y 412 MyXXUWH MOJIOXE
60 J1eT, KOTOPBIM ITPOBOIMIACH KOPOHAPOAHTUOTPa-
¢us o moBoay aHrMHO3HbIX 00J1eit B Kanage ¢ 1993
no 1995 r. [17]. Ectb Takke JaHHBIE UCCICI0OBAHUS,
npoBoauBierocst ¢ 1986 mo 1987 r. y 102 nmauueH-
toB ¢ MBC B Bo3pacte monoxe 60 siet, u3 Hux 'y 54%
ObLTM BBISIBJICHBI CEMEWHbIE HapYIICHUS JIUITUIHO-
ro oOMeHa, olpeie/ieHHble Ha OCHOBAHUM ITOBbI-
mweHust ypoBHs JITTHIT y oGcienyeMbix M 4ieHOB

Taoauna

OcHoBHbIE XapaKTEePUCTHKH 00JbHBIX ¢ paHHUM pa3ButueM OKC u cemeiiHo# runepMnuaeMueii B 3aBUCMIMOCTH
OT IMATHOCTHYECKOii mKaibl (n=322)

Kpurepuu ceT rosIaHACKUX JMIUIHBIX KJIMHUK Simone Broome Register
BO3MOXKHas1/
onpeJesieHHAs B(e;_ %ﬂggﬁ 0(1:;{ Her CT' D BepostHas CI' Her CI' D
CT (>5 0anioB)
Konuyectso 6 (1,9%) 171 (53,1%) 145 (45%) 21 (6,5%) 301 (93,5%)
OKC c mogsemom ST/6e3 6(3,6%)/0 78 (46,2%)/ 85(50,3%)/ 0,004 16 (9,5%)/ 153(90,5%)/ | 0,04
nonvema ST 93 (60,8%) 60 (39,2%) 5(3,3%) 148 (96,7%)
Bospacr, sxeHImHbI 52+4.6 52,84+6,6 50,4+8,8 0,383 54,6%3,6 51,776 0,330
Bospact, My>K4nHbI 47+1,7 49,2+5,1 48,216,2 0,344 47,2+5.4 48,815,6 0,299
KeHiuHel 3(50%) 49 (28,7%) 28 (19,3%) 0,057 7 (33,3%) 73 (24,3%) 0,245
HacnenctBeHHOCTD:
OTATOIIEHA 5(83,3%) 144 (84,2%) 6 (4,1%) 19(90,5%) 136(45,2%)
He OTsITolleHa 1(16,7%) 16 (9,4%) 81(55,9%) <0,001 1(4,8%) 97 (32,2%) | <0,001
HEU3BECTHA 0 11 (6,4%) 58 (40%) 1(4,8%) 68 (22,6%)
CaxapHblil anabet 2-ro TMMNa 1(16,7%) 21 (12,3%) 24 (16,6%) 0,550 2(9,5%) 46 (14,8%) 0,399
XoJecTepuH OOLLIUIA, 8,3+2,2 5,9%+1,3 5,35%1,2 <0,001 7,9+1,3 5,5+1,2 <0,001
MMOJIb/JT
Xonectepun JIITHII, 6,15+1,7 3,3+1,1 2,7+0,7 <0,001 5,0+1,4 3,0£1,0 <0,001
MMOJIb/JT
BoisiBJIeHHBIE TeHETHUECKHE Myranus
U3MEHEHUS p.Val273
Cys313del
reHa LDLR
-p.Ala776Ser
reHa LDLR
[Monumophuzm
-p.Cys130Arg
reHa APOE
-p.Ser461Phe
reHa HNF4A
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nx cemeit [15]. B 33 cembsix, UMeBILIMX ABYX U Oosiee
POACTBEHHUKOB MEPBOM JIMHUU POJACTBA C PAHHUM
paszsutuem MUBC — B Bo3pacte no 55 net, B CILIA B
1975 . y 75% otMeuanoch MOBBIIICHUE YPOBHS JIM-
MUI0B, a y 3% ObLIM BBISIBICHBI MOHOT€HHbBIC Hapy-
meHus, accounupoBaHHbie ¢ CI' [18]. He Tak naBHO
CTaJIO0 TaKXe M3BECTHO O 2% noje OOJbHBIX C pell-
Koii myTanueit rena peuenrtopa JITTHITP cpenu mo-
JIOABIX TALIMEHTOB C pa3BUTHEM MH(MapKTa MUOKap-
Ja B MoJiofioM Bo3pacte [19]. B kpynmHoM nonyasiiu-
oHHOM ucciienoBanuu B Jlanuu y 700 000 obcneno-
BaHHBIX HA OCHOBAHUU aJITOPUTMA TOJUTAHACKUX JIU -
muaHbIX KTMHUK CIT Oblia BeisiBaeHa Juib y 0,5%
(1:200) yyacTHUKOB [2], a reHETUYECKOE MOATBEPK-
neHue rerepo3urotHoit CI' 6bu10 mpoBeaeHo y 0,3%
(1:244) 120].

OOpamaetr Ha cebsa BHUMAaHME, 4TO, IO HAIIUM
JAHHBIM, y OOJIbHBIX C HaJWYheM KIMHUYECKUX
npusHakoB CI' yame OKC nporekaet ¢ nmoabeMom
cerMeHTa ST 1O CpaBHEHMIO C OCTAJbHBIMU OOJIb-
HBIMU «paHHUM» aT€POCKJIEPO30M, YTO yKa3bIBaeT
Ha JOIMOJHUTEIbHYIO 3HAYMMOCTb CBOEBPEMEHHO-
TO BbISIBJIEHUS JaHHOM ratojoruui. KocBeHHO Halm
JaHHbIE MOATBEPKIAIOTCI TeM, 4TO y 00abHbIX CI,
nepeHeciinx OKC, mo mannbiM D. Nanchen [21],
MPOTHO3 CYIIECTBEHHO XyX€ YeM, y OCTaJbHbIX
OOJIbHBIX.

IMamuentka ¢ ompenenenHoit CI' (11 Gannos)
OoKa3zajach TeTEPO3UTOTHBIM HOCUTEIEM MYyTalluKU
p.Val273 Cys313del rena LDLR, paHee onucaHHOM
y ogHoro nauueHTta ¢ CI' [22]. ¥V GonbHOTO C BO3-
MoxxHoii CI' (6 GanoB) Oblia BBISIBIIEHA MyTallust
p.Ala776Ser rena LDLR, mist KoTopoit Ha JaHHbII
MOMEHT He olpeneseHa KIMHUYecKas: 3HAYMMOCTh
U He onucaHa ¢B3b ¢ CI. OpHaKo CylIecTBYIOT JaH-
HbIE O TOM, YTO MYTallMX CXOAHOM JTIOKAIMU3ALIUU SIB-
JIsItoTCs HeratoreHHbIMU [23]. Enie y ogHoro 60Jib-
HOTO, MMeEIoIIero 6 6ajyioB, ObLIT BBISIBICH IIOJIU-
mopdusm reHa APOE (retepo3urorHoe HOCUTEb-
ctBo p.Cysl130Arg). BausiHue maHHoro ajijiesst Ha
YPOBEHD JIMITOMPOTEMHOB MOXKET HECKOJILKO YBEJIN-
YUTh PUCK PA3BUTHUS CEPAEUHO-COCYIUCTHIX 3a00J1¢e-
BaHMIi aTePOCKIEPOTUYECKOTO reHe3a [24].

N Hakonen, y 6onbHOro ¢ Bo3MmoxxHoit CI' (6
0ajI0B), CTpaAalollero caxapHbiM AUA0ETOM, ObLIO
00HapyXeHO TeTePO3UTOTHOE HOCUTEIbCTBO TOJIH-
Moppusma p.Ser461Phe rena HNF4A, myrauuu B
KOTOPOM acCOILIMMPOBAHBI C Pa3BUTHUEM CaXapHOTO
nmnadbeta MODY 1-ro Tuna, HO ¢ TTIO3IHE €ro MaHU-
decrauueii [25].

OrpaHn4yeHHEeM MCCIIeI0BaHUs SBISIETCS HEIO-
CTYIHOCTh MH(OPMALIMK TI0 TTOBOAY KJIMHUYECKUX
MMPU3HAKOB HAKOIUICHUSI XOJIeCTepMHA B TKAHSIX, a
TakKe nHGopMaluu o mosbileHuy ypoBHs JITTHII
Y POICTBEHHUKOB, IIO3TOMY HelIocTaromast MHDop-

ISSN 1818-460X

Malus paclieHuBaach Kak () 6aJIJIoB IO HIKaJIe roj-
JIAHACKUX JJUMTUIHBIX KIMHUK. BEposSTHBIM ArarHos
CUMTAJICS TIPU HATMYMHU 3-S5 OaJUTOB, a MPU HAUTUYUU
oonee 6 6amutoB CI' paclieHMBaIM KaK BO3MOXHYIO/
OIpEAEIICHHYIO.

TakuM 00pa3oM, Hallld TaHHbIE CBUAETEIbCTBY-
10T B TTOJIb3Y LIEJECO00Pa3HOCTU BKIIIOUEHUST MEPO-
npusaTuii 1o BbIsiBAeHUI0O CI' B MpakTUKy BeaeHUS
6ompHBIX OKC. [Mo-Bummmomy, B Poccuiickoii De-
JIlepalvu ClIeayeT pa3padoTaTb COOCTBEHHbIE KPUTE-
puu CI, yyuTbIBalolme BO3MOXHOCTHU TOJYyYEHUS
COOTBETCTBYIOIIEH KIMHUYECKOU MH(MOPMALIUH.
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