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Lienb. M3y4nTb Anana3oHbl ypoBHen xonectepriHa nMnonpoTenaoB HM3Kom nnoTHocTK (JIMHI) B 3aBMCUMMOCTYM OT BO3pacTa v nona y 6ombHbIX ce-
MelHon rinepxonectepuHemmen (CMXC) Ha nprMepe BbIOOPKM NaLMeHTOB, MPOXMBatOLLMX B Pecnybnnke Kapenus, a Takxe KX 3Ha4YeHue B avar-
HocTrke CIXC v BbISiBNEHMW MyTaumi pelentopa JIMHT.

Matepuan n meToabl. V3yueHbl nokasareny nunugHoro cnektpa 219 naumertos (Bo3pact 52,5+ 1,7 net; 38,3 % MyxuuH) ¢ reteposmrotHomn CMXC
[0 HaYvana nnnuacHuxatoLwen tepanmu. Y 102 naumeHToB AvarHoctposaHa onpefeneHHas CMXC. MNokasateny nMnnaHoro cnekTpa oLeHnBanmco
SH3UMATUHECKMM KanopuMeTpudeckm MeTofoM. OuarHos CIXC yctaHaBnmBancs cornacHo kputepuam The Dutch Lipid Clinic Network. feHetuye-
CKUI aHanu3 BbinonHeH y 102 naumeHToB (46,6%); y 22 NaumMeHTOB BbisBlIeHa NaToreHHas MyTaums B peuentope JIMHI. Mpynny KOHTpons cocta-
BUNM 539 Yenosek ¢ UckoYeHHbIM anardozom CMXC (Bospact 46,8+0,8 net; 53,8% My>X4WH).

Pesynbratbl. OnpefeneH yposeHb xonectepuHa JIMHIT (XC NMHI), npy KOTopom Bo3pacTaeT 4actoTa MyTaumin peuentopa JIMHI y naumeHTos ¢ onpe-
nenenHon CMXC; oHa B 3 pa3a Bbile npu yposHe XC JIMHM >6,5 mmonb/n. BeisneHb! cneaytoLLme xapaktepucruieckie nHTepsansl yposHen XC
JINHM y naumeHToB ¢ onpefenenHon CMXC: go 20 net - 4,8-6,2 mmonb/n; y nvu, or 20 go 29 net - 5,9-8,2 MMonb/N; B BO3PaCcTHOM AManasoHe
30-39 net BepxHee 3HayeHMe BbissneHHoro yposHs XC JIMHI gocturano 9,6 mmonb/11; y nvu, ot 40 o 49 net Habnioganack crabunuvsaums — «nna-
T0» ypoHs XC JITHI (oH 3Ha4YMMO He MeHsNCA Mo CPaBHEeHWIO C NPeabIaYyLLMM fecaTuneTeM 1 coctasun 5,4-9,0 mmonb/n). B Bo3pacte 50-59 net
BepPXHWI Npeaen Bbisieasemoro yposHs XC JIMHM coctasun 11,4 MMonb/n. CXofiHble NMoka3aTenw Obinv BbisiBREHb! Uy NaLyeHToB B Bo3pacte 60-
69 net. Y nuy crapwe 70 net c onpegenerHont CMXC BepxHWiN npeaen BbisiBneHHoro yposHs XC JITTHI 6bin BbiLe, 1 coctaBun 12,5 Mmonb /1. TeH-
[EHLMS K NMOBbILLIEHWIO C BO3PACTOM XapaKTepUCTUHECKIMX 3HaueHMn ypoBHs XC JTTTHIM npmcyTCTByeT Kak y My>XHIH, Tak Uy xeHLmH ¢ CMXC. Habntopanics
XapakTepHble BO3pacTHble TpeHbl AN My>XHMH (Bo3pacTaHue C nnaTo K Bo3pacty 50 neT ¢ nocieayioLwymM HeKOTOpbIM CHkeHeM nocne 60 net) u
KEHLWMH (nnaBHoe Bo3pacTtaHume yposHs XC JITTHI ¢ Bo3pactom).

3akntoueHue. [onyyeHbl XapakTepucTudeckne 3HadeHus yposHen XC JIMHI gnsg poccumckon nonynsumm naumentos ¢ CMXC pa3nmyHoro Bo3pac-
Ta 1 Nofa; NPOaHanM3npoBaHa 3aBUCMMOCTb Mexay yposHeM XC JIMHIT v BeissnseMocTbio MyTaumm peentopa JIMHIM.

KnioueBble cnoBa: cemenHas rmnepxonecrepuHeMnd, ypoBeHb XonecrtepriHa nnnonpotengos HW3KOW NAOTHOCTM, MyTaunu peLenTopa nmnonpotennoB
HW3KOW MIOTHOCTU.
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Aim. To study the ranges of low density lipoprotein (LDL) cholesterol depending on the age and gender of patients with familial hypercholesterolemia
(FHC) by an example of a sample of patients living in the Republic of Karelia.

Material and methods. Parameters of lipid spectrum of 219 patients (aged 52.5%1.7 years; males 38.3%) with heterozygous FHC were studied be-
fore the start of statin therapy. Definite FHC was diagnosed in 102 patients. Lipid profile was estimated by enzymatic calorimetric method. The diag-
nosis of FHC was established according to the criteria of The Dutch Lipid Clinic Network. Genetic analysis was performed in 102 patients (46.6%);
pathogenic mutation in the LDL receptor was identified in 21 patients. The control group consisted of 539 people with the excluded diagnosis of FHC
(aged 46.8+0.8 years; males 53.8%).

Results. We determined the level of LDL cholesterol (LDLC) associated with increased frequency of mutations of the LDL receptor in patients with de-
finite FHC; mutation frequency was 3 times higher when LDLC level was more than 6.5 mmol /L. We revealed the following characteristic intervals of
the LDLC levels in patients with a definite FHC: up to 20 years old — 4.8-6.2 mmol/I; in patients of 20-29 years old — 5.9-8.2 mmol/I; in the age ran-
ge of 30-39 years the upper value of the LDLC levels reached 9.6 mmol/I; in individuals of 40-49 years old a stabilization, "plateau”, was observed —
LDLC level did not differ significantly compared to the previous decade, and was 5.4-9.0 mmol/I. In the age range of 50-59 years the upper LDLC le-
vel was up to 11.4 mmol/I. Similar indicators were identified in patients aged 60-69 years. Patients older than 70 years with a definite FHC an upper
level of LDLC was higher and reached 12.5 mmol/I.

Tendency to increase in the characteristic values of LDLC with age was observed both in men and in women. Specific age-related trends for men (an
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increase from a plateau by the age of 50 years, with some decrease after 60 years) and women (smooth increase of LDLC levels with age) were de-

monstrated.

Conclusion. Characteristic values of LDLC levels for the Russian population of patients with FHC were shown; relationship between LDLC levels and de-

tection of mutations of the LDL receptor was analyzed.
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CemenHas runepxonecteprHemMms (CMXC) — 3To reHe-
TUYECKOE ayTOCOMHO-AOMVHAHTHOe 3aboneBaHue, Bbl-
3blBaeMOe MyTaLMel reHoB, BAUSIOLWMX Ha OOMeH nnno-
NPOTENOOB HWM3KOW MoTHoCTK (JIMHM). B pe3synbrate
3TOrO Y YenoBeka ypoBeHb xonecrtepuHa JIMNHI 3Ha4uTensHO
MOBbILLEH C POXAEHMSA. DTO NMPUBOAMUT K YCKOPEHHOMY pa3-
BUTUIO aTepOCKIepOTUHECKOIO NOPaXeHMa COCyoB, npe-
NMYLLIECTBEHHO, KOPOHAPHBIX apTEPUIA, U KITMHUYECKOW Ma-
HUdecTauMm nemmyeckon donesHn cepaua (MBC) B
MOMOZOM U flaxke feTckoM Bo3spacte [1]. CTXC 6bina onum-
caHa elle B 1938 1., o4HaKO KONM4eCTBO 3apybeskHbIx nyo-
nvKaumm, noceaeHHbix CMXC, NOCTOAHHO yBeNMYMBaET-
Csl, YTO OTPaKaeT NHTepeC K faHHOW npobneme. Tak, No AaH-
HbiM Ray K. 1 COaBT. NpakTHU4eCckn Kaxaylo Hefeno no-
ABNAETCS HoBas Nyonunkaums no CFXC[2]. B Hawwewn cTpa-
He 3To 3aboneBaHue, ero PacnpPOCTPaHEHHOCTb, FreHeTH-
yeckue 1 peHoTUNYecke 0COBEHHOCTI U3yYeHbl ropas-
[0 MeHbllie, OTMETUTb HN3KOE BbISBEHME 3TOro 3abone-
BaHMA B Poccun. Y4mTbiBas BbICOKYIO PaCnpOCTpaHeH-
HOCTb runepxonecrepmHemunm B Poccum 3, 4], B TOM Ymc-
ne 1 BTOPUYHOTO reHesa, oCTpo BCTAET BOMPOC CO34aHMA
0a3bl AaHHbIX, Npexae BCero, nokasatenen nMnonpo-
TenaoB HNU3KOW NNIOTHOCTM Yy NaumeHToB ¢ CMXC.

B psge ctpaH npoBefeHbl KOropTHbIE MCCNe0BaHUA C
NONyNSUMOHHOM oLeHKou 3HadeHmn XC JTTTHIT y naumeHToB
€ CIXC v nx poacrtBeHHMKoB [5]. Cneflyet OTMETUTb, YTO B
Poccumn Takme nccnefoBaHns NPakTUyeckn He MpoOBOAN -
NCb, OaHHble MO OueHKe OCODEeHHOCTeWr rnokasaTtenemn
NNNMIHOrO crekTpa y napeHTos ¢ CIMXC HEMHOMOHNCIEHHbI
[6,7].

Lenb: n3y4utb AranasoHsl ypoHer XC JIMHM B 3a-
BMCMMOCTM OT BO3pacTa 1 nona y 6onbHbix CMXC Ha npum-
Mepe BbIOOPKM NaLLMEHTOB, NPOXMBAtOLWMX B Pecnybnn-
ke Kapenng, a Takxke 1x 3HadeHme B amarHoctrke CrXCum
BbIABNEHWM MyTaLuM pelenTtopa JIMHI.

MaTepunan n meTtoapl

Hamu cospaH pernctp naumeHtoB ¢ CIXC, npoxwu-
BaloWnx B Pecnybnuke Kapenus (n=287). B peructp
BKJIIOHANNCh NALMEHTbI C BbIPAXXEHHOW ANCIMIUAEMUEN,
BbIsiBIIEHHbIe B TedeHue 10 NeT B pasnnyHbIX PEermoHax pec-

nyonuKn 1 HanpaBeHHbIe Ha KOHCYNLTaLMIO Ha Kadeapy
hakynsreTckor Tepanum Metply.

C Lenbio Nony4eHUsa XxapakTepUCTUHeCKMX MHTEPBAIOB
ypoBHen XC JIMHI n3yyeHbl nokasaTenu nunmMaHoro
cnektpa 219 naumentos ¢ CIXC fo Havana nMnnACHU-
XatoLer Tepanun (MyxunH 84; 38,3%; cpeqHnin Bo3pact
52,5%+1,7 net), u3 HUx 102 naumeHTa C onpeaeneHHoM
CIXC (47 Myx4uH; 46,1%; cpenHnn Bo3pact 49,5+1,7
net), 26 naumeHToB ¢ BepoaTHOM CIXC (11 My>X4mH;
42,3%; cpenHnn Bo3pact 53,0+3,3 neT) 1 91 naumeHTt
¢ Bo3mMoxHow CIXC (38 myxxunH; 41,7 %; cpeiHWIA BO3-
pact 51,6+1,5 ner).

[unarHo3 CMXC yctaHaBnMBancsa CornacHo Kputepuam
The Dutch Lipid Clinic Network (DLCN). [lnarHo3 «onpe-
LenerHas» CMXC yctaHaBnMBanu B ciyyae, ecim obLiiee Ko-
nnyecTBO GannoB 6bINO >8, «BEPOATHAA» — eCNn KO-
4ecTBO 6annoB ObINO 6-8, «BO3MOXHAN» — eCNIN KONnYe-
CTBO GanyoB CoctaBnsAno 3-5. [luarHo3 cHntancs ncko-
YeHHbIM NpK cymme Bannos <3. MNpu NoctaHOBKe AnarHosa
YYUTBIBANUCh OBLLENPUHATBIE MNO3MLMN O HaNUYUK Cce-
MeVHOro aHaMHe3a, OTArOLLEHHOMO MO CepAeyHO-Cocy-
OUCTbIM 3aboneBaHusaM, Hannure MBC mnu atepockne-
POTNHECKOrO NMOPaXeHUs [PYroro COCyAMCToro baccerHa
y CaMOro naumueHTa, Hann4me poaCcTBeHHMKa NepBov CTe-
NeHn POACTBA C runepxonectepuHeMmen, ypoBeHb
XC JIMHI y camoro naupveHTa 1 Hanudme XapakTepHbIX
crmrm CIXC (CyxoxKnnbHble KCAHTOMbI, TMOMAHas Ayra po-
roBuLbl Y N, A0 45 neT). [eHeTUYeCKNN aHanm3 BbINos-
HeHy 102 naumenTos (46,6%), y 22 NaLWEHTOB BbiABNeHa
naTtoreHHas MyTauuna B perentope JIMHI.

Mpynny KOHTpoONA coctaBum 539 yenoBek C NUCKO-
YyeHHbIM amarHozomM CMXC (cpegHuii Bospact 46,8+0,8 e,
290 MyX4nH — 53,8%). B rpynny KOHTPONst BOLLAW Cry-
4aHO OTOOPaHHbIE NALMEHTbI Pa3NMYHOO BO3pacTa U nona,
npoxoamBLUVe feveHne Ha Ha3ze TepaneBTUYECKUX U XN~
pyprudeckux otgenerHun Y3 BCMIT r. MeTpo3aBoacka.

OnipegeneHne xapakTepucTU4eckmx NHTepBasos.
MockonbKy pacnpefeneHns BEpPOSTHOCTY NoKa3aTenen B
HalLle BbIDOPKe 3Ha41MO OTANYANMCh OT HOPMasbHOrO 3a-
KOHa pacnpefeneHns, HUXKHUM U BEPXHU Npeaen xa-
PaKTEPUCTNYECKOTO MHTEPBAa A8 KaXX40ro nokasaTens
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onpegenanca kak 2,5 n 97,5 npoueHTnIn, COoTBeT-
CTBEHHO. P11 3TOM BHYTPW MNOCTPOEHHOTO TakVIM 00pPa3oMm
XapaKTePUCTUYECKOrO MHTepBasa Oblno 3aksiodeHo 95 %
Bcer 6azoBow BbIOOPKN. Bce pacyeTbl NpoBOANNNCE B MPO-
rpamme Statistica 10 (Statsoft Inc.).

[ng aHanmsa JaHHbIX NCMONb30BaNMCh METOAbI OMN-
caTeNlbHOW CTaTUCTVKK. [Insi NpoBepKy HyNeBOW rmnoTesbl
B OTHOLLEHWM 3HAYMMOCTU Pa3nnyms BbIOOPOK HECKOSb-
KX NOArpYNn NaumeHToB C pacnpefeneHnemM 3HaqeHnn
XCJTMHM npumMeHsincs paHrobin BapyaHT ANOVA Kruskal-
Wallis. YpoBeHb 3Ha41MMocCT Obin NpUHAT paBHbIM 0,05 npu
MOLLIHOCTW, paBHoM 0,8. ToueqHas oLieHKa OTHOLLEHWS LLaH-
coB (OLU) paccumTtbiBaNnach Afs HECKOMbKMX MOPOroB
pa3dueHs MHTepBana 3Ha4eHu yposHs XC JTMHI kak oT-
HOLUeHWe LWaHCOB B MOArpynne nauMeHToB, YPOBEHb
XC JIMHIT koTopbIX paBeH WX NpeBbilaeT NOporoBoe
3HayeHue, K LWaHcaM B NMOArpynne nauMeHToB, ypOBEHb
XC JIMHM KOoTOpbIX MeHblUe MOPOroBOro 3Ha4eHud
XCIIMHIM. Kaxpas TodeqHas oleHka OLLI conpoBoxdanacs
COOTBETCTBYIOLLIEV MHTEPBASbHOM OLEHKOM, ONpenensemMom
CTaHOAPTHbIM aNfOPUTMOM pacyeTa rpaHuL, COOTBeT-
crsytoLLero 95 % [oBepuTenbHOrO MHTepBana. Ecnm He yka-
3aHO MHaye, pe3ynbraTbl NpeacTaBneHbl B BU4e CPeLHEro
3HaYeHNs £ oLnbka cpeaHero nnn MeamaHa (25%;75%).

PesynbTaThl

Hamu Obiny npoaHanu3MpoBaHbl OCODEHHOCTN Xa-
PaKTEPUCTMYECKNX UHTepBanoB ypoBHen XC JTMHIM y na-
LmeHTOB ¢ onpeaeneHHon CIMXC B 3aB1CMMOCTIA OT BO3pacTa
1 nona. 31a rpynna Hanbonee 4acTo xapakTepusyeTcs Ts-
KenbIMU NPOSBEHNAMK aTePOCKIEPO3a PA3UYHOM N0-
Kanvsaumu, npexpge BCero, KOpOHapHOW.

XapakTepucrmyeckme MHTepBasbl YPOBHEN
XCJIMNHM y nauneHToB ¢ onpepeneHHon popmMoni
CIr'XC B 3aBMCMMOCTU OT BO3pacTa

Mpw aHanmse yposHen XCJIMHI y naumeHToB C onpe-
nenerHon CMXC (n=102), obHapyeHo, 4To Mo Mepe yBe-
NYEeHMS BO3PACTa NaLMEHTOB YBENMYMBAETCA YPOBEHD
XCJIMHIM, koTopbI ObiN BbISBNEH [0 HavYana rmnonmnm-
OeMUYeckon Tepanmnm.

Tak, y naumeHToB MoOnIoforo Bopacta (4o 20 net) ypo-
BeHb XC JIMHMM cocrasmn ot 4,8 MMosb/n o 6,2 MMOSb/ 11,
y nnu, ot 20 go 29 net 3TV nokaszatenu Obinn ot 5,9
MMOnb /11 40 8,2 MMOSb/N. Y nauneHToB B Bo3pacTe 30-
39 net BepxHee 3Ha4eHme yposHs JIMTHI gocturano 9,6
MMornb/ 1. B Bo3pacte 40-49 neT Habniofanack Hekotopas
crabunuzaums yposHs JIMHI, «nnato» nokasarenb 3Ha4n-
MO He MeHANCA NO CPABHEHUIO C MpedblayLLnMM AecATN-
netvem, n coctasmn 5,4-9,0 mmonb/n). B Bospacte 50-
59 net BepxHuM npegen yposHs XC JIMHIM coctaBmn
11,4 Mmmonb/n. CXoAHble nokasatenu Obinv 1y naumeH-
TOB B BO3pacTte 60-69 net. Y nny ctaplue 70 fet c onpe-
nenenHon CIXC BepxHUn npeaen yposHs XC JTMHM Obin
Bbilwe, 1 coctasun 12,5 MMosb /1.

N3meHenHus yposHen XCJTTHIM y niw, pa3Horo Bo3pacta
MOTYT CBUAETENBCTBOBATL O TOM, YTO Npu AmarHoctmke CMXC
BaXXHO 00pallaTh BHMMAaHME He TOMbKO Ha WMCXOLHbIN
ypoBeHb XC JIMHI, HO 1 Ha BO3pacT, B KOTOPOM 3TW 13-
MeHeHUs Obln OOHapPYKEHBbI.

TeHOEeHUMSA K NMOBbLILEHMIO C BO3PACTOM Xapakrepu-
CTUYeCKMX MHTepBanoB ypoBHeln XC JITTHI npucyTcreyeT
KaK y MY>HYUMH, Tak Uy xeHumH ¢ CTXC (tabn. 1).

Y XKEHLLMH, TakXe KaK 1 Yy My>X4uH Habnofanocs yee-
nunyenmne yposHert XC JIMHI B cTapLumx BO3pacTHbIX Fpym-
nax. B otnndre o1 My>xdnH yposeHb XC JITTHIT y XXeHLwmH
ctaptue 60 net OorbLLe OTNMHANCA MO CPABHEHMIO C IPyM-
nov 50-59 net. Taknm obpa3zom, Habnodancy xapak-
TepHble BO3pacTHble TpeHAb! Ans My>4nH (Bo3pactaHue ¢
nnato K Bo3pacty 50 neT) n ang xeHuH (nnaBHoe Bo3-
pactanue yposHa XC JIMHIT ¢ Bo3pacTom).

CnepyeT TakXke OTMETUTb, YTO 3HAYeHUHA YPOBHSA
XCMHMN y naumenTos ¢ CTXC crapue 50 neT Obiy1o Bbille
CPeAM XEeHLLUMH MO CPaBHEHWMIO C MY>XXHYUHAMMW.

XapakTepucrmyeckme MHTepBasbl YPOBHEN
xonectepuHa JINHM y naumeHToB-NnpobaHaoB
¢ CI'XC n nx poacTBeHHUKOB

Hamu Takxe Obinv npoaHanuM3npoBaHbl Xxapaktepu-
cTnyeckme MHTepBanbl ypoBHen XC JIMHM y npobaHoos
(MHOEKCHBIX NaLMeHTOB C onpefdeneHHom opmont CMXC)
N X POLOCTBEHHUKOB, AaHHbIE NPefCTaBNeHbl B Ta0N. 2.

Table 1. LDL levels in patients with determined familial hypercholesterolemia different sex and age
Tabnuua 1. YpoeHu XC JIMHIM y nauneHTOB C onpegeneHHo ceMeNHONM rmnepxonectepuHeMment pasfimnyHoro nona
1 BO3pacTa

Bo3pactHasi rpynna Yposetb XC JIMHM (Mmonb /n)

O6uuas rpynna MyxumHbl (n=47) XeHwWwuHbI (n=55)
<30 et (n=14) 4,8-8,2 5,9-8,0 4,8-8,2
30-50 ner (n=28) 54-9,6 54-9,0 6,3-9,6
50-60 net (n=29) 55-11,4 59-8,7 5,5-11,4
260 et (n=31) 4,2-12,5 4,2-9,3 6,0-12,5

Pa3nindie Mexy BO3PACTHBIMIA MOATPYMNaMiA NaLIMERTOB CTaTUCTIYECK HesHauimo (p=0,20). laHHble MpefcTaBneHbl B Bime 2,5-97,5 NpoLeHTvan
XCJIMHM - xonectepyH nvnonpoTena0B H3KOM NAOTHOCTA
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Table 2. Characteristic LDL Levels in probands and their
relatives with determined familial
hypercholesterolemia

Tabnuua 2. XapakTepuctndeckune 3HayeHmsa XC JIMHM

y NpobaHoB 1 UX POACTBEHHMKOB MpU
onpefeneHHor ceMeHom
rvnepxofiectTepmMHeMmnen

Table 4. Subgroups of patients with determined familial
hypercholesterolemia depending on the presence
of LDL receptor gene mutations

Tabnuua 4. NMoarpynnbl NaLMeHTOB C ornpeaeneHHon

ceMeNHOW runepxonecrepmHemMment B 3aB1UcK-
MOCTM OT HaNN4Ma MyTaLMn reHa peLenTopa

Mapametp MpoGaHgpl PopcTBeHHUKM
(n=69) (n=33)

Bo3pacr, net (M£SD) 52,0£1,8 44,3 £3,5*

XCIIMHMA, mmons/n 56-11,7 4,0-10,5*

* MyX4uHbl 5,4-9,0 4,0-9,3*

* XeHLMHbI 6,0-12,5 4,8-10,5

*p<0,05 N0 CPaBHEHMIO C aHaNOM4HbIM NOKa3aTeNeM B NPOTABONONOXHOW rpynne
[Ins NpOBEPKY ANOTE3bI O CTaTUCTI4ECKOI 3HAYMMOCTY Pa3NnHIAS MCMONb30BaNCA
kpuTepnin MaHHa-YiTH

[laHHble npepcTaBneHsl B BYAE 2,5-97,5 npoueHTnm

XCJIMHI - xonectepyH nMNonpoTEN 08 HU3KOM NAOTHOCTA

Table 3. LDL level in probands with familial hypercholes-
terolemia and their families depending on the age
Tabnuua 3. YposeHb XC JIMHM y npobaHAoB ¢ ceMeliHom
rmnepxosiecTepuHeMmen 1 Nx poacTBEHHUKOB
B 3aBMCMMOCTU OT BO3pacTa

BospactHasi O6was  MpobaHAbl PopcTBEHHUKM
rpynna rpynna (n=69) (n=33)
<20 ner 4,8-6,2 6,2 4,8-5,9
20-29 ner 5,95-8,2 7,0-8,0 6,0-8,2
30-39 ner 5,7-9,6 5,7-9,6 5,7-6,7
40-49 net 5,4-9,0 54-9,0 6,7-9,0
50-59 ner 55-11,4 6,2-11,4 5,5-8,5
60-69 ner 4,2-11,7 56-11,7 4,2-10,5
2 10 net 6,3-12,5 6,3-12,5 10,0
p>0,05 ans Bcex

[JlaHHble NpefCTaseHbl B Bude 2,5-97,5 npoLeHTim

Paznnunga mexay nodrpynnamm My>HMH OKasaiuch cra-
TUCTUYECKM 3HaYUMbIMU (p=0,044), a y XeHLWMH — HeT
(p=0,068). DT0 BO3MOXHO CBA3AHO C MaslbiM 0OBbEMOM
BbIOOPKM (BenMYMHa ownbkM p BGnAmnska K NPUHATOMY
YPOBHIO CTAaTUCTUHECKOM 3HAYMMOCTA).

Xapaktepuctideckime nHTepBanbl yposHer XCJITMHMy
POACTBEHHNKOB 60MbHbIX CIXC ObIIN HUXE, YeM Y Npo-
BaHmoB (p=0,012). OgHako NonyYeHHble pasnuyms Mo-
ryT ObITb OOYCNOBEHbI TakxXe TeM, YTo NpPobaHabl Obinn
ctapwe (p=0,032). XapakTepuctudeckue nHTepBansbl
ypoBHern XC JIMHM y poactBeHHMKoB 6onbHbix CITXC, Obinn
HWKe, YeM Y MHOEKCHbIX NMaLMEeHTOB KaK 18 MY>HYUH, Tak
W ANS KEHLMH. [onyYeHHble pe3ynbTaTbl COOTBETCTBYET 00-
LLeNPUHATBIM B3rNa4aM Ha To, 4To yposeHb XC JIMHTT, go-
cTaTodHbIM Ans anarHoctmukm CIXC, y poACTBEHHMKOB
WNHAEKCHbIX MaLeHToB 6onee HU3KUN.

JINHN

Mapametp Hocutenu He Hocutenu
MyTaumm (n=21) myTaumm (n=81)

MyxdnHsl, n (%) 8(38,1) 40(42,1)
Bo3pacr, ner 46 (28;55) 53(36;63)
OXC, MMonb /1 0,3(8,9;11,0) 9,1(8,0;10,2)*
JINHM, Mmonb/n 7,6(6,4:8,4) 6,4 (5,4;7,5)%*
JINBI, MMonb /1 1,5(1,3:1,7) 1,3(1,1,1:1,6)
T, MMOnb /1 1,6(1,3;1,8) 1,7(1,2;2,2)
*p<0,05; **p<0,01 Mo cpaBHeHMI0 C rPyNMoit HoCuTeNew MyTaLun
LaHHble npenctasneHsl B Buge Me (2,5%; 97,5%)
JINHMN - nvnonpotenabl Hu3koi nnoTHocTH, OXC - 0Bl XonecTepuH,
JINBM = nvnonpoTer b BbICOKOW MAOTHOCTH, TI = TpUTAMLEpYABI

Kak BMOHO W3 MpencTaBlieHHbIX OaHHbIX, YPOBEHb
XCJIMHM y >eHLWH Kak B rpynne npobaHaos, Tak U B rpyn-
e POLCTBEHHVKOB Oblf1 BbILLE MO CPABHEHMIO C MY>HMHAMM
M3 yKasaHHbIX noarpynn (tabn. 2).

Kak y poACTBEHHMKOB MALMEHTOB, Y KOTOPbIX Oblna NoA-
TBepxaeHa CIMXC, Tak 1 y UHOEKCHbIX NaLMeHTOB OT-
Meyanacb BO3pacTHaa AMHAMMKA XapaKTepUCTUYeCKnX
nHTepBanos yposHen XC JIMHM (1abn. 3).

MyTauun peuentopa JIMHI 1 yposeHb nunonpoTeu-
[JOB HU3KOW MJIOTHOCTU

Hamu Bbin NpoaHanmM3vpoBaH OTHOCUTENbHbIV PUCK Ha-
nm4ms MyTaumin peuentopa JIMHI y naumeHToB € onpe-
neneHHon CIMXC B 3aBUcMMOCTr oT ypoBHs XC JTTHTT. Pac-
npegeneHme no Bo3pacty 1 nosy, a takxe ypoBHY XC JITTHT
rpynn naumeHToB c onpegenenHon CMXC ¢ Hanuymem unm
oTcyTCTBMEM MyTaumm perenTtopa JIMHI npencrasnenHsl B
Tabn. 4.

Kak BMOHO 113 NpeacTaBneHHbIX JaHHbIX, 3Ha4YVMbIX Pa3-
NNYMM N0 NOAY, BO3PACTY, YPOBHAM NMMONPOTEULOB Bbl-
cokom nnoTHocTv (JINBM) u Tpurnuuepuaos (TI) mexay
[BYMS MOArpynnamm He ObI10, HO BbISIBNIEHbI 3HA4YNMble
pa3nun4uma no yposHamM OXC v XC JTITHI.

LLIaHCbI Hann4ma MyTaumi y naumentoB ¢ XCJIMHM>6,5
MMOJIb /1 Bonee 4eM B 3 pasa Bblle, YeM Y NaLMUEHTOB C
XCMHI<6,5 Mmonb/n (Tabn. 5). 3TV faHHble No3BONSIOT
npeanonoxmnTb, 4to ypoBeHb XC JIMHM, paBHbIM 6,5
MMOJ1b /11 ABMAETCA TEM KPUTUHHBIM 3Ha4eHMEM, BblILLE KO-
TOPOTO LUAHChI HANMYUS MyTaLmiA CPEAM NALMEHTOB 3Ha4M-
MO MPEBBbILLAIOT TAaKOBbIE CPEefM NMaLMEHTOB C boree HI3-
KMMW YPOBHAMM.

Ha puvc. 1 npencraBneHo pacnpefeneHyie naumeHTos
no yposHio XC JIMHI B noarpynne «HoCUTeNem» 1 «He-
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Table 5. The odds ratio for the presence of the LDL recep-
tor gene mutations in patients with different LDL
levels

Tabnuua 5. OTHOLWEHME WaHCOB HaNNYus MyTaLui peLen-

Topa JIMHI y nauneHTOoB ¢ pa3nnyHbIMU 3HaYe-
Huamu XC JIMHN

XCJINHI (Mmonb/n) oul 95% An p
6 4,04 1,11-14,68 0,03
6,5 4,47 1,58-12,62 0,005
7 3,78 1,42-10,08 0,008
8 2,53 0,91-7,02 0,07
8,5 3,28 0,95-11,32 0,06
6 4,04 1,11-14,68 0,03
XCJIMHM - xonecTtepyuH nMnonpoTenaos Hu3koi nnotHocti, OLL — oTHOLeHMe LaHCos,
[V - noBepuTEnbHbIN MHTEpBAN

HocuTenen» MyTaumn perentopa JIMHI. KonnyectBo na-
LIMEHTOB «HeHoCUTenem» MyTaumm perentopa JIMHM mak-
cmanbHo npw yposHe XCJIMHI 6-6,5 mMonb/n, Torga
Kak MaKCVMallbHOe KONIMYeCTBO «HOCKTenem» AaHHOW
MyTaumu npuxogmtcs Ha yposeHb XC JIMHM 8,5-9
MMOnb /1.

Takm obpa3om, yposeHb XC JIMHI, Bbllle KOTOPOro
BO3paCTaeT BEPOATHOCTb MyTaLmmn peuentopa JIMHI, B Poc-
cvm (No pesynsratam 00CnefoBaHMA AL, MPOXKMBAIOLLMX
B Kapenwuu), coctanset 6,5 MMonb/ 1.

Lkana xapakTepmnCcTUYECKNX MHTEPBAJIOB YPOBHEMN
xonecrepuHa NMNonpoTenaoB HU3KOM MNAOTHOCTU

Ha ocHoBaHMM Nnony4eHHbIX AaHHbIX Npu 0bcnefoBa-
HUM HabnlogaembIx Hamu naumenHTos ¢ CMXC (onpene-

NeHHOM, BO3MOXHOW U BEpOSTHOM) HaMK Obina paspa-
OoTaHa LWKana XapakTepucTUHeCKMX MHTEPBANIOB YPOBHEW
XCJIMHI B 3aBUCMMOCTM OT BO3pacTa nauueHTa. [laHHas
LLKanNa npu UCKMOYeHNM BTOPUYHBIX MPUYUH rnepxone-
CTepUHEMUN AaeT BO3MOXHOCTb 3anono3putb CIXC
(puvc. 2). Hamu BbIN10 BbIMOHEHO COMOCTaBNEHE XapaK-
TepPUCTNHECKMX MHTepBanoB ypoBHen XC JIMHIM y naum-
eHTOB ¢ reTepo3nroTHon CIMXC pa3Horo Bo3pacra 1 nosa C
ypoBHeM XC JIMHM y nnu, 6e3 CIXC.

Tak, ncxoas U3 NpeafioXeHHOW LUKanbl MOXHO BUAETb,
4TO Yy NaumeHToB Monoxe 40 net yxe npu yposHe XC JTTTHI
4,3 MMOIb /N MOXHO 3afyMaTtbcs o AmnarHose CIXC npu
NCKITIOYEHN BTOPUYHBIX MPUYKH FMMNepXoecTeprUHEMUN.
Mpu yposHe XC JIMHM oT 3,8-4,2 MMonb /N Habnioaanacs
«30Ha NepeKkpbITUA» — B AAHHOM AMana3oHe BbIABNANNCH
kak nauueHTbl ¢ CIXC (Bce oHm bbinm Mosioxe 30 feT), Tak
M NauMeHTbl C UCKMoYeHHbIM amnardo3om CIXC.

Cnepnyet OTMETUTb, YTO KJTaCCUYECKas «OTpe3Has» To4-
ka XC JIMHI 4,9 Mmonb /1 XapakTepHa 414 NauneHTos ¢
CI'XC B Bo3pacte 40-59 net. Habniopanacs HebosblLas
«30Ha NepPeKpPbITVS» BTOPUYHOM rMNepxonectepuHeMmm 1
Bo3MoxHon CIXC (npwu yposHe XC JIMHIM 4,6-4,8
MMOnb /). Y nalmeHToB B Bozpacte 60 v CTaplile UMeloT-
€S OCTATOYHO DOMbLUME 30HbI «MEPEKPbITUSA» NoKa3aTenem
XCTIMHMN (I'Ipeﬂ,CFaBﬂeHbl CBETNO-3€MeHbIM LBETOM), KyOa
BOLUMIU MaUMeHTbl Kak C UCKMoYeHHbIM AnarHozom CIMXC
(BTOpUYHas 'XC), Tak 1 ¢ nofo3peHnemM Ha CMXC. OTa 30Ha
pacnpocTpaHsaeTcs ¢ yposHs XCJIMHI 4,9-5,6 mmonb/n
Ans vl B Bo3pacte 60 net u ctapuie. MakTnyeckn ogHo-
3HaYHO MOXHO ObINo roBopUTh 0 AMarHoze CMXCy Halmx
nauueHToB B Bo3pacTte 40-59 nert, HadnHasa C yposHA XC

26
24 - —
22 -
20 -
18 | —
16 |
14 -
12
10
8_
6_

4
2_ H
0

Patients (n) / Konuyecrso nauueHTos (n)

6

7

Low density cholesterol, mmol/l / XC IMHM, mmons/n

. With LDL receptor mutations / C myTauuen JINHIM-peuentopos D Without LDL receptor mutations / be3 myTtauuu JINMHM-peuentopos

Figure 1. Distribution of LDL levels in patients with a mutation of the LDL-receptor and without it
LDL - low-density lipoprotein cholesterol
PucyHok 1. PacnpegeneHune 3HadeHuin XC JIMHM cpeam HocuTenen mytaumn peuentopa JINMHIM 1 6e3 TakoBom
XC JINHM - xonecrepuH NMNoNpoTeNA0B HU3KOW MIOTHOCTU
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Probands /MpobaHpp! Relatives /PoncTBeHHIKM
Age, years/Bospacr, ner Age, years/Bo3pacr, ner
40-60 <40 40-60 260

I - NOrm/UCKNIOYNTENbHO HOPMa
[ - only possible FHC/uckntounTenbHo Bo3amodxxHas CIXC
I - only determined FHC/uckniounTensHo onpeaeneHHas CrXC

[ - norm or possible FHC/Hopma nnu Bo3moxHas CMXC
[ - probable or determined FHC/BeposiTHas nnu onpeaeneHHas CrXC
FHC - familial hypercholesterolemia; CT’XC - cemeliHas runepxonecrepuHemus

Figure 2. Scale characteristic LDL levels in patients with familial hypercholesterolemia and their family members of all ages
PucyHok 2. Wkana xapakTepucrtnyeckumx 3HadeHn XC JINMHIM y nauMeHTOB ¢ ceMerHOoM runepxofnectepmuHeMmneit u Nx poa-

CTBEHHWMKOB pPa3HOIro BO3pacTta

JIMHM 4,9 mmonb /1, a 'y naumeHTos ctapLue 60 net — Ha-
YMHaA C ypoBHSA 5,6 MMOSb /M. KOHeYHO, BTOPUYHANA AMC-
AMNUOEMNS TakKe MOXET XapakTepr3oBaThCs U Oornee
3Ha4UTENbHbIMK YpoBHAMK XC JIMHTI, HO 3TO yxe Oornee
pemKue crydan.

Moka3zatenu XC JIMHM y npobaHaos B Bo3pacte Ao 40
NeT xapaKTepy30Banmcb CXOXMMM AMaNa3oHaMm HOPMbI
1 OManNa3oHOM COYETaHNS HOPMbI 1 Bo3MoxxHOW CIXC no
CPaBHEHUIO C MHIEKCHBIMU NaLyeHTaMu. Npu Oonee H3-
kom yposHe XC JITMHI (4,8 MMonb) Mo cpaBHeHWio ¢ 5,7
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Men/Myx4iHbl Women /XeHLLyHbl
Age, years/Bospacr, ner Age, years/Bo3pacr, ner
40-60 <40 40-60 260

I - NOrm/UCKNIOYNTENbHO HOPMa
[ - only possible FHC/uckntounTensHo Bo3amodxxkHas CIXC
I - only determined FHC/uckniounTensHo onpegeneHHas CrXC

[ - norm or possible FHC/Hopma nnun Bo3moxHas CIXC
[ - probable or determined FHC/BeposiTHas nnu onpeaeneHHas CrXC
FHC - familial hypercholesterolemia; CTXC - cemeliHas runepxonecrepuHemus

Figure 3. Scale characteristic LDL levels in patients with familial hypercholesterolemia, depending on the age and sex of patients
PucyHok 3. lkana xapaktepuctuyeckmx 3HadeHur XC JTMHIM y naumeHToB ¢ CMXC B 3aBUCMMOCTU OT BO3pacTa 1 nona

nauneHToB

MMOJf1b /N BbIABAANUCE NaumeHTbl ¢ BeposTHon CIXC u ¢
onpeneneHHon CIXC (6 MMonb/ No cpaBHeHWo ¢ 7,5
MMOJIb /N Y MHOEKCHBIX MAaUUEHTOB). Y pOACTBEHHNKOB B
Bo3pacte 40-59 net nokasatenu XC JIMHI no cpaBHeHMO
C NHAEKCHBIMW MalMeHTaMm XapakTepr3oBanuncs donee

HU3KOW rpaHnLen «30Hbl MepekpbITus» — 4,2 MMOnb /N Mo
CpaBHeHuto € 4,5 MMOnb /1y naumeHToB. Mpu Oonee HK3-
koM ypoBHe XC JIMHIM (7,6 MMonb/n) AnarHocTpoBanach
onpegeneHHas CMXC no cpaBHeHWMIO C naumeHTamu (8,3
MMOTb/1). Y POACTBEHHVKOB CTaplue 60 neT Habnioaanncb
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cxoxme nokasatenu XCJIMHTM, onpepeneHHas CMXC gum-
arHoCTMpoBanach npu Oonee HW3KOM ypoBHe - 5,9
MMOI1b /11 MO CPABHEHUIO C NaLMeHTaMu — 8,3 MMOb /1.

YpoBHW JITTHIT Hawwyx NauMeHTOB C BO3MOXHOM, Be-
posiTHow, onpeaeneHHom CIXCy nuL, pa3Horo nona npefq-
CTaBneHa B BUAe WwKasbl (puc. 3).

Kak BMAHO 13 NpefcTaBNeHHOM WKasbl, Y MY>X4UMH 80
40 net ypoBeHb XC JTTMHTT, [0 KOTOpOoro pacnpocTpaHaeTcs
[Mana3oH HOPMbI, B HalLlew rpymnne KOHTPOons Obln BbiLLe,
1 COCTaBUI 4,2 MMOPIb /N MO CPaBHEHMIO C XKeHLLMHaMu (3,7
MMOJS1b /1), OFIHAKO Y XEHLMH Borblie AMana3oH nepe-
KpbITus ypoBHen XC JIMHI, koTopbin XapakTepeH Kak ans
HOPMbI, TaK 1 Ans BoaMoxHon CMXC (3,8-4,6 MMOﬂb/ﬂ).
Y nuv, B Bo3pacte 40-60 neT 30Ha nepekpbITUS, BKITIO-
4aloLLlas BTOPUYHYIO rnepxonecteprHemMmio, Obina donee
BbIpaXKeHa y My>4WH, 1 coctaBnana 4,3-5,2 MMonb /1, B
TO BPeM# KaK y XeHLWH — 4,5-4,6 mMMmonb /. Y nnu, ctap-
we 60 neT 3Ha4MMbIX pa3nunymi no rpynnam CIXC (mex-
LIy MY>XHYMHAMU U KeHLLIMHaMK) He Bbino.

Heobxoanmbl AanbHerIne UCCNefoBaHns Ang Co3-
OaHus 6a3bl AaHHbIX noka3atenen XCJIMHM y naumeHToB
¢ CI'XC B Poccum, 4TO NO3BONUT ONpenenmTbCst C Hanbo-
nee paLyoHanbHOW CUCTEMOM CKPUHMHIA NaupmeHToB ¢ CMXC
N NPUMEHSIEMbIX ONArHOCTUYECKMX 3HAYEHWUIN YPOBHSA
XCJIMHIM y pa3HbIx KaTeropum nu,.

OOGcyxpaeHune

PaHHas guarHoctika CIXC aBngeTca o4eHb BaxKHOW, No-
CKOJIbKY 3TO 3a00neBaHme xapakTepu3yeTcs pa3BUTUEM aTe-
POCKePOTUYECKOrO MPOLLECCa, 3a4aCTyio B MOIOAOM BO3-
pacre. B TO >e Bpems CBOEBPEMEHHO Ha4aToe Nle4eHme No3-
BOJSIET OCTaHOBUTb MPOrpeccpoBaHme 3a0oneBaHNs 1 Npu-
ONV3nTL NoKasaTeny NPOLOIKUTENBHOCTU XU3HW NaLM-
eHToB ¢ CI'XC Kk obulenonynsumoHHbIM [2, 4]. Moka3aTe-
NN AUNUAHOTO OOMEeHa MOAYMHSIOTCH reHeTU4eckomy
KOHTPOJIO, B CBA3M C YeM Takue 3aboneBaHus, kak CMXC
MOTYT UMETb 3THUYecKMe pasnnyng [5].

B OONbLUMHCTBE CYyLLECTBYIOLMX LKA 415 ANarHOCTVKIA
CI'XC B ka4ecTBe «OTNPABHOMO MYHKTa» 3a510XKeHbI TaK Ha-
3blBaeMble «oTpe3Hble ypoBHW» XCJIMHI. C npumeHeHmem
3TUX YPOBHEM TaK>Xe CBS3aHO 1 MCMONb30BaHMe KackagHoro
CKpWHWHra [8, 9]. B page ciy4aes 310 NPUBOLMNT K OrpaHun-
YEHHOCTU JaHHOW CTpaTernm, NockomnbKy MOXeT Habio-
[0aTbCs nepekpbITUe oTpesHbIx ypoBHen XC JITTHIM mexay
HocuTenamm MyTaumy peuentopa JINTHIT 1 HenopaxeHHbIMK
POACTBEHHVIKaMU. BennymHa 31oro nepekpbITUa MOXET OT-
NYaTbCsA B Pa3HbIX 3THUYECKMX rpynnax. Tak, Hanpu-
Mep, ons HnaoepnaH4oB XapakTepHO 3Ha4YMTeNbHOe ne-
PEKPbITVE 3TUX YPOBHEW, B TO BPEMS KaK B AMOHWM OHO MU~
HUManbHo [9, 10]. 10 pasznun4yie B NepekpbITUAX YPOBHEN
MOXKET YCTaHOBUTb YYBCTBUTESIbHOCTL OTPE3HOIO YPOBHSA
XCIMHM B anarHoctike CIXC B cTpaHe, 1 MOXeT ObITb CBS-
3aHO C TAXeCTblo MyTaUuM peuentopa JIMHM, npeobna-
LAIOLLMX B JAHHOM perunoHe. VIcnonb3oBaHme OTPe3HOoro

ypoBHsa XC JTMTHM MoxeT xopoLuo paboTtaTb Ans BbifBe-
HUs naumenToB ¢ CIXC B oHMX CTpaHax (npexae Bcero
B TeX, e NP1CYTCTBYIOT O4HA UM HECKOMNBKO TAXENbIX MY -
TauMK, obLMX Ana BonbLWMHCTBA HaceneHus — OUHMAH-
ana, fOxHas Adpuka), 1 He paboTtaTb B ApYriX, 4s KO-
TOPbIX XapaKTEPHO reHeTnYeckoe MHoroobpasue [5, 11-
13]. Mo3ToMy BO3MOXHOCTb MPUMEHEHWNSA KOHKPETHOTO
ypoBHs XC JTMHIM B Ka4ecTBe oTpe3HoM To4KM 1 Harboree
3hpekTVBHasA cTpaterus ckpuHuHra CIXC MoryT oTmnyaThes
B Pa3HbIX CTPaHax.

Ba>XHbI BOMPOC, KOTOPbIV Takxke 00CyXAaeTcs cero-
[OHS — KaKOBa POSib FeHETUHECKOTO METOAA MPW MOCTaHOBKE
anarnosa CIXC. lMpexae Bcero — 370 NpoBefeHmne Kac-
KaJIHOrO CKpWHWHIa 1 noateepxaeHue amarHosa CMXCy
POLCTBEHHWKOB.

OpaHako Oblno nokasaHo, YTo KoHueHTpaums XC JTIHM
OT/IMYAETCH Y HOCUTENEN 1N HEHOCUTENEN MyTaLM peLien-
Topa JIMHMM cpenm naumeHtos ¢ CIXC. Mpr 3TOM ypoBeHb
XCJIMHI, BblLLe KOTOPOro YBENNHMBAETCHA HYACIO MNaLIeHTOB
C MyTaumamu petentopa JIMHM, nmeeT sTHMYeckme pas-
NNYMA 1 OTNIMHAETCA B Pa3NMYHbIX nonynaumsx. Tak, B 3a-
nagHown Actpumn yposeHb XCJIMHI 5,9 mmonb /n npeg-
CKa3bIBaAET HaM4Me NaTOreHHOM MyTaLmn Y MHAEKCHOrO Na-
LUMEHTa C MakCMMasbHOW YyBCTBUTEIbHOCTBIO U CMeLm-
PUYHOCTBIO, B TO Xe Bpemsa Yy naumeHToB ¢ CIXC 13
Bpasunuu 10T ypoBeHb cocTtasnaet 6,5 mmons/n [2].
B Halem nccnefoBaHMM HacToTa MyTaLmii y NaLeHToOB C
XCJIMHM bonee 6,5 MMorb /1 NOYTX B 3 pa3a BbiLLe, YeM
y naumeHtoB ¢ XC JIMHI meHee 6,5 MMonb/n. B gaHHom
Touke OP=3,4 (1,4, 8,1), BENNYMHA CTAaTUCTUHECKM 3HAYM -
Ma, p=0,006.

Mpn aHanmM3e reHaepHbIX 0COOEHHOCTEN XapakTepu-
CTUHECKMX UHTepBaNoB nokasatenen XC JIMHIM y nauyeHToB
¢ onpenenerHHon CIXC ObINY BbISBMEHbI CXOAHbIE OCO-
OEHHOCTU C AMHAMMKOW reHAepHbIX NokasaTenen obLe-
ro xonecrepuHa y nu, 6e3 CrXC, KoTopble OLEeHMBan1ch
B poccumckon nonynaumm [14]. Pacnpefenenme 3Ha4eHnn
XofiecTepmHa rno Bo3pacty 1 nony AeMOHCTPUPOBAIIO Xa-
pakTepHble BO3pacTHbIe TPeHAb! AN My>X4nH (Bo3pacTa-
HWe C NNaTo K BO3pacTy 45 feT ¢ nocnenyiowmm HeKoTo-
PbIM CHUXeHMEM nocie 60 NeT) 1 XeHLH (NnaBHoe BO3-
pacTaHmne ypoBHs XonecTepuHa C BO3PacToM).

B OonbLUMHCTBE LKA, NCMOMb3yeMbIX Ha CerOAHSALWHNIA
OeHb and anarHoctnku CIMXC, npuMeHsioTcs BO3pacT-
accounmpoBaHHble ypoBHW XC JTTHIT, ogHako 3Tm noka-
3aTenm MOTYT Tak>XKe OTNNYATbCA B PA3NTNYHbBIX STHUHECKMX
rpynnax. B cBa3u ¢ 3TMM HeobXOAMMO CO3aHMe HaLMO-
HanbHoW 6a3bl AaHHbIX ypoBHe XC JITTHI 1, BO3MOXHO,
OPYrvx nokasatenen NUMNUAHOIO CNekTPa y NaLMeHTOB C
CrXc.

3akno4yeHune
TaknM 0DOpa3om, HaMum MoMnyYeHbl XapakTepucTnyieckie
NHTepBasbl ypoBHeW xonectepuHa JIMHIM ang naumeHToB
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BapuabenbHocts xonectepuHa JIMHIT npyu ceMeiHo rnmnepxonectepuHemmum

¢ retepo3unrotHon CIXC n3 Poccrmn. Hamum Takke npoaHa-
NU3MpoBaHa Yactota MyTaumm pelentopa JIMHI B poc-
CUNCKOV NONYNSALMM B 3aBUCMMOCTW OT YPOBHSA xonecTte-
puviHa JTMHM (npw yposHe XC JITIHIM Gonee 6,5 MMonb /N
YacCToTa BbifiBIeHUA MyTaLnKy pelentopa JIMHIT nosbiwa-
etcs B 3 pasa).

OrpaHu4yeHus. Halle nccnefoBaHMe HOCUT MANOTHBIV
onuncaTteNbHbIN xapakTtep 1M obnafaer BO3MOXHbIMMU
OrpaHVN4eHNAMIN O0DCEPBALIMOHHbBIX 3KOMOrMYeCKMX UC-
CNefoBaHUA, NPOBOAUMbIX B KIIMHUYECKUX YCTOBUSAX
orpaHuYeHHon nonynaumm. Manas 4actota BCTpe4aemMo-
CTW 3y4aeMblIX MPU3HAKOB He MO3BOJIAET BbIBECTU 1CCTIe-
[lOBaHVe Mo AaHHOW NpobnemaTyike Ha YPOBEHb PaHIO-
MW31POBAHHOIO KIMHUYECKOTO UCMbITaHNSA, HO MOMyYeH-
Hble MUIOTHbIE Pe3ynbTaThl MO3BONAT CHOPMYIMPOBaTL
rmnoTesbl, KOTOpble B AallbHenlleM Heobxoammo nof-
TBEPAMUTb U ONPOBEPTHYTb.

B npeanioxeHHbIX LKanax Mofiofble NauMeHTbl B CBA3N
C ManoYMCIEeHHOCTbIO BbIOOPKM OObEAMHEHBI B rpymmny
«00 40 net». CnefyeT OTMETUTb, YTO NMOMYYeHHbIV pe3ynb-
TaT OTPAXKAET He TONbKO 0COOEHHOCTU KOHKPETHOW BbIOOP-
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KV NaLMeHToB, HO 1 0COOEHHOCTI MOMNyNALUMN NaLMeHTOB
¢ retepo3umrotHon CMXC B Lenom: Monofpsix NaLMeHTOB Bbl-
SIBMAETCS O4eHb Maslo, HECMOTPS Ha NMPOBeAEHME KackaAHOro
CKPWHWHTA B PSAe CEMEW, YTO MOXKET CBUAETENIbCTBOBATL O
HeobXOAMMOM MUCCNeaoBaHMM Ha NepcnekTnBy — nccne-
JloBaHVe nonynaumn mnagie 20 net othenbHo 1 bonee fe-
TasnlbHO, OCODEHHO B MeANaTPUHECKOM NMPaKTUKe.

Halue nccnenoBaHme He NpeTeHayeT Ha OKOHYaTeNbHOCTb
BbIBOAOB W YCTOMYMBOCTb MPAHMLL HAMAEHHBIX MHTEPBASIOB,
HO MO3BONSET CAEenaTb 3TO B MepBOM MPUONNXKEHUN,
4TODbI, MO Mepe HaKoMMeHs HOBbIX AaHHbIX, YTOYHATL U
COBEPLIEHCTBOBATb UX.

Paborta BbironHeHa B pamkax [lporpammMsl cTparery-
yeckoro pazsutmsa @I6OY BO «[leTpo3aBoacku rocy-
[apCTBEHHbIV YHUBEPCUTET».

KoH®nuKT uHTepecoB. Bce aBTopbl 3asBsiOT 00 OT-
CYTCTBUM MOTEHLUMANIBHOIO KOH(IVIKTA MHTEPEeCoB, Tpe-
OyloLLEero packpbITVS B LAHHOW CTaTbe.

Disclosures. All authors have not disclosed potential con-
flicts of interest regarding the content of this paper.

8.Wald D.S., Bestwick J.P.,, Wald N.J. Child-parent screening for familial hypercholesterolaemia: screen-
ing strategy based on a meta-analysis. BMJ. 2007;335:599.

9. Starr B., Hadfield S. G., Hutten B.A., et al. Development of sensitive and specific age- and gender-spe-
cific low-density lipoprotein cholesterol cutoffs for diagnosis of first-degree relatives with familial hy-
percholesterolaemia in cascade testing. Clin Chem Lab Med. 2008;46:791-803.

10. Mabuchi H., Higashikata T., Nohara A., et al. Cutoff point separatingaffected and unaffected famil-
ial hypercholesterolemic patients validated by LDL-receptor genemutants. J Atheroscler Thromb.
2005;12:35-40.

11. Leitersdorf E., Van der Westhuyzen D.R., Coetzee G.A., Hobbs H.H. Two common low density lipopro-
tein receptor gene mutations cause familial hypercholesterolemia in Afrikaners. J Clin Invest.
1989;84:954-961.

12. Vuorio A.F, Turtola H., Piilahti K.M., et al. Familial hypercholesterolemia in the Finnish north Karelia.
Amolecular, clinical, and genealogical study. Arterioscler Thromb Vasc Biol. 1997;17:3127-38.

13. Lahtinen A., Havulinna A., Jula A., et al. Prevalence and clinical correlates of familial hypercholes-
terolemiafounder mutations in the general population. Atherosclerosis. 2015;238:64-9.

14. Igonina N.A., Zhuravleva E.A., Kondrasheva E.A., et al. The cholesterol level in Russian adults aged 20-
70 years. Ateroskleroz i Dislipidemii. 2012;4:69-73. (In Russ.) [UroHnHa H.A., Xypasnesa E.A., Ko-
npatwesa E.A., TopwmHa T, YawmxwvHa E.B., Makaposa TA., Konaesa J1.b., Cbicoesa C.H. YpoBeHb
XofnecteprHa B NoNyNALyK B3pocnoro Hacenenms PO 20-70 net. Atepocknepos v lucvnuaemui.
2012;4:69-73].

CBefeHns 0b aBTopax:

KopHeBa Bukropus AnekceeBHa — K.M.H., JOLEHT Kagenpsl
haKy IbTETCKOV Tepaniu, Tmnatpum, MHPEKUMOHHbIX bonesHer
v snmaemuonorim letplyY

Ky3HeuoBa TaTbsiHa lOpbeBHa — /1.M.H., 3aBefyoLas Kaceapom
GhakybTETCKOM Tepanu, pTUnaTpmm, MHPEKLMOHHBIX Bone3Hew
u anuaemuonorim letplyY

Tuxosa lannHa lMeTpoBHa — BeayLL M MaTeMaTyK,

VIHCTUTYT neca, Kapesbckmvi Hay4Hbiv LeHTp PAH

44 Rational Pharmacotherapy in Cardiology 2017;13(1) / PaunoHansHas ®@apmakotepanus 8 Kapaunonorum 2017;13(1)



