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Abstract
Familial Hypercholesterolemia
Ganchimeg D., Otgonbayar I., Batbold B., Tulgaa L., Sodnomtsogt L.
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e-mail: ganchimeg.ims@mnums.edu.mn

Familial hypercholesterolemia (FH) (OMIM#143890) is the most common metabolic autosomal disorder.
The prevalence of the homozygous FH has been reported as 1 in a million in the general population,
compared to much more mild form heterozygous FH with prevalence of 1 in 200-500. Mutations in the
low-density lipoprotein receptor (LDLR), apolipoprotein B (ApoB), proprotein convertase subtilin/kexin9
(PCSK9), and low-density lipoprotein receptor adapter protein 1 (LDLRAP1) genes have been linked to
FH. These mutations result in a disorder in low-density lipoprotein cholesterol (LDL-C) catabolism, and
significantly increasing the levels of LDL-C, total cholesterol in serum, leading to specific clinical signs
such as tendon xanthoma, corneal arcus, cardiovascular diseases, and early death from coronary heart
disease if left unattended. Therefore, there is an ardent need for early diagnosis followed by aggressive
therapeutic intervention and lifestyle modification. Currently, FH can be diagnosed either clinically or ge-
netically. There have three main clinical diagnostic criteria for FH: the US MedPed Program, the Simon
Broom Register Group in the UK, and the Netherland’s criteria. The occurrence of so many different LDLR
mutations and their widespread distribution throughout the gene imposes severe practical limitations on
simple genetic screening. Indeed, exon by exon sequencing of LDLR and other genes in each patient
is the best screening genetic methods of choice. Although the hypercholesterolemia associated with FH
can be controlled with cholesterol-lowering drug therapy (statins and other), patient response can vary

quite widely.

Pp.60-67, Tables 2, References 51
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ap 6ynuitH xunepxonecteponemu (OMIM#143890) Hb
AyTOCOMbIH AOMMHAHT X3n03paap yaamiigar, aHxgardy
6ara HarTTan nunonpoteiHemu 6ereeq XxamrmnH eprex
TapxcaH yaaMLWrbiH WwantraaHT 604MCbiH CONUILOOHbI
amrar oM [1, 2]. CuiiaHa bara HArTpanTam NMnonpoTenH
(BHIM) mnx3accaHaap HYAHWIA 3B3IPMAIT XONecTepUHbI
Larapur, 3axblH 3137 €6XeH 3AUNH Yp YYCaxX33c ragHa
CydacHbl XaHaHf XonecTepuH XypuMTnargax CyaacHbl
xaTyypan, TUT3M Cy4acCHbl 3Mrar yycaar.

AHY, Nx BputaHu 33par OMOH OPOHA Yr 3SMraruiH
XeTepo3nroT xan6ap Hb 200-500 xyHa 1, XxoMo3urot
xanbap Hb 1/500(aaB)*1/500(33x)*1/4(xyyxaa) Oyroy
Har caag 1 Toxuonagor rax y3gar [1, 3]. daHn yncbiH
XYH amp XMWC3H cypdanraaraap yr aMrarviH Tapxant
SMHAM3YAH  OHOLUMIITOOHbI  LIanryypaap  OHOLW

b6atnargcaH 1/504, oHow 6atnargcaH, ©GonomMKTow
x0ép Toxuongnoop 1/137 6Gamxkas [4]. Huoepnang
YICbIH 3p OYNUIAH XMNEPX0ecTeponeMUAr UNpyyax
YHOSCHUIA CKPUHUHI XeTenbepuitH XypasHA XWMrOcaH
MOMNEKyn TFEeHETUKUIAH LUMHXWUII33rasap yr 3SMraruiH
XOMO3MroT xan6ap 1/300000, xeTepo3uroT xanbap
1/244 6anxaa [5]. AnoHbl apaaMTaH X.Mabyum HapblH
cypanraaraap 1977 oHO XeteposvroT rap OynuiH
xmnepxonecreponemunH Ttapxant 1/900 6ancaH 6on
2011 oHg xomo3uroT 1/171167, xeTepoaurot 1/208 6onoH
ecceH banHa [6]. Map BynuitH xnnepxonecTeponemMuninH
Tapxant ®uHnana, KaHag, ©OMHea ADpPUKNIAH QHITXAT,
AcbraHucTanm, JlmBaH yHOSCTHUIA OyHAO XaMIMAH eHaep
(1/400-1/67) TapxcaH Ganmgar [1, 7]. Cymanraaraap
XeTepo3nrot rIp OynuiiH - XunepxonecteponemMuiiH
ToxuonanbiH 80% aHX OHOLUNOrACOH, eBYTAN raaras Y
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M3OA3ITYWA, MEH Yr eBYTaN XyMyycuiiH 84% amap Har
AMYUNIII XMUNIAQAITyn axas [2].

Mp OynuMAH XxunepxonecTteponeMMinH MoneKyn-
reHeTUKUIH YHA3C

p OYNWMINH XMNEPXONecTeporieMn OBYMH yAAMLUMK
baviraar 1964 ong Jlneanbl apaamTtaH A.K.KayagypwaH
TOrTOOCOH 6a TyyHaac papyn 20 rapyl KunuiH
Japaa 1986 oHp [lepmaHbl apaamTaH M.C.BpoyH,
KN.longwTenH Hap yr amrar Hb BHIM-bI xynasH
aBYYpblH FEHWAH MYTaUWWH LanTraaHTam ayTOCOMbIH
OOMUHAHT xanbapasp yaamwwwk Ganraar To40PXOMIMK
HobenuiH warHan xyptcaH [8]. BHIM-bI  xynasH
aByypblH YW axunnaraa Hb 3CWAH ragHa, [OOTop
apargax Gereeg Oue GueHTaNras xapunuaH xonboo
Oyxun 5 xacraac Tortgor. BHIIM-bI xynasH aByyp
3HA0MNNa3MbIH TOPIOIT YYCAXK OYTaL, YN axunnaraaHbl
XyBb[, TerenfepxceHun papaa [onbokunH annapat
pyy, Uaaw acuiiH membpaH pyy TOSBIPNAr43H 3CUINH
ragapryyq 6axnargax XonecTtepuHbIr TOSBIPNAH UPCIH
NMNONPOTENHbI NUraHg yypryyatan xonboraoH ac pyy
HaBTpyyngar. Nurax BHJM-bir acag opyyncHel gapaa
3CWINH ragapryya apraH o4aor. XapuH 3CuiiH 4OTOP OPCOH
XONeCcTePUH FNIMCOCOMMUINH 3CrArMAH TycramKTavraap
3agapy acuiiH MembpaHbl 6yTau, 6anruinH 6onoH 6ycan
AaaBap, LOCHUIN XYYIMINH HUANSNKUT, 3CUNH SHEPTUIH
39X YYCB3AP 33par 3CUH CONUNLUooHA oponugor [9].

BHJIM-bI Xyna3H aByypbIH YN axunnaraar xapuyuary
LDLR reH Hb 19-p XpOMOCOMbIH ©GOrMHO MepeHza
Garipnax 6a yamblH M343annuiAr aryyncaH 18 akcoHTon,
455 maHraH HykneotuablH Aapaanan Gyxui reH oM.
LDLR reHunH 6yTusHO MyTauum eepunenT YYCCaH
Toxunongong BHJM-bI XynasH aByypbIH yiin axunnaraa
anpargaar.  ©epeep  xanban  cygacHbl  XaHaap
H3BT3pY UYCHbI ypcrang OPCOH NMMOMPOTENH 3pPrax
rapanryn XOPUrACOHOOC CyAac XaTyypriblH TOBPYYHbI
WAO3BXKUNTBIr  Typracragar. XoMosuroT rap OGynuiH
xunepxonectepornemuiiH yegd BHIM-b1 xynasH aByypbIH
yin axunnaraa Gapar OypaH angargax BHIM-bl
3agpan caatgar. Xaguiraap BHIIM-bI xynasH aByyp
aXunnaxryyiH ynMaac Makpodar TOrTonuoo UA3BXKUXK
BHINIM GaraxaH xacruir 3agangar O0MOBY 3H3 Hb
CyOacHbl XaTyyprblH FAMTAMAr ynam paamkpyyngar
[10].

LDLR reHuiH myTauwmiir gapaax 5 6ynart xysaagar [11, 12].
YyHa:

Bynar 1 (No synthesis). QHa GynruitH myTauuiiH yep,
TyxanH reH axwunnax dagsaptan BHIIM-bI xynasH
aBYYpPbIH YYPrUNr HUMNINKYYN3XIYMA IOMyy 3CB3aN mal
Gara yin axunnaraa 6yxui yyprunr anrapyynaar.

Bynar 2 (No transport). 3Ha GynrMinH myTaumyg anbar
Toxmongaor. dHaonnasMuiiH TopnorT yyccaH BHIM-bI
XYMI33H aByypblH Yypryya Hb X34unrasp 6ytaL ynn
axunnaraaHbl XyBb, BYpaH Terc 4 racoH onbmKuiH
annapar pyy T99B3Ipnaraax éCTon TI3BIPNANT caataar.

Bynar 3 (No binding). BHIM-bI XxynaaH aByypbIH
YYPryyablH YyCaX YN SBL, X9BUNH siBargax MonbmkuiiH
annapart, 3CuiH MembpaH pyy caafryn T33B3apnaraaar
6ornoBY xonecTepuH aryyncaH NMnonpoTeNHbl XyNaaH
aByypTaw xonborgox yypruvH xacar (AnoB, AnoE) Gytoy
nurangran xonborgox Yageapryv 6ongor.

Bynar 4 (No internalization). 9Ha yeg BHJIM-bI xynasH
aByyp Hb XONecTepuH aryyncaH nunonpoTeiHTon 6ypaH
XONOOrACOH Y 3C pyy Opox (3HAOUMTO3) YapBapryw
Ganpar.

Bynar 5 (No recycling). QHa OynrMnH MyTauuMinH yeq
BHINM-bI xynasH aByyp yypartanm 6ypaH xonborgox ac
pYy OpCOH 6onoe4 acuiH MembpaH pyy Oyuax rapu
Yaggoarrym.

OpgamTaH bpayH, longwreriH Hap BHIIM-bI xynasH
aBYYPbIr HI3H UNPYYNCIHIIC XoMW eHeer xyptan LDLR
reHuiH 1700 rapyn myTtaum, nonumopdusm 6yprrargasg
Galiraa 6ereepq 3ara3puinH 80% OpYMM Hb BBYMH YYCrax
YagBapTaun axaa [8, 13, 14].

OnoH XMnNuiH TypL rap OyNniH xmnepxonecTeponeMmnr
Har reHasp ygamwgar esyuH Oyioy LDLR reHuinH
MyTaUMIH ynmaac yycaor rax ysax OancaH. [aTan
3pA3MTI IMHIM3YWA, Y ©BYMH UN3pc3aH 6onoey LDLR-
WAH MyTauu TOQOPXOWMOr40OryN LI®eHIY TOXMONAMbIT
cynanx, 1987 ong anonunonpoteiiH B (ApoB) reH [15],
2001 oHg BHIM-bl xynasH aByypbiH agantop yypar-1
(LDLRAP1)-uiiH reH [16], 2003 oHA nponpoTeuH
KoHBepTa3n cyb6tunmu/kekcuH 9 (PCSK9) reHniiH [17]
MyTauMnH ynMaac rap OynuinH xunepxornectepornemu
yycaar 6onoxbir 6atancaH.

AnoB-100 6on BHJIM-bI 6yTUMIAH Yyxan GypanaaxyyH
xacar 6ereen BHIIM-bI xynasH aByypTan xonborgoxon
NVMrandblH Yypar rynuatragar yypar tom [8, 18]. 3OHa
yypruir kognogor ApoB reH Hb orponuooroop 43k6
HYKNeoTUabIH ypTTan, yOMbIH M3[33M3n  aryyncas
29 3k30HTOM 6Ga 2-p XPOMOCOMbIH OGOFMHO MEpeH[
Garipnagar. Yr reHMnH MyTaLminH yriMaac XonecTepmMHoop
6asnar BHJIM, BHIMN-bI xynasH aByypTam xonborgox
3CUMINH JOTOP OpOX YagBapry GoncHoop uycaH Aaxb
BHJIM 6onoH xonectepuH nxacaar [15]. CyaanraaHaac
xapaxag ApoB reHuinH R3500W, R3500Q myTtaumyn
XaMriAH anbar Toxuongox 6anxa [1, 8, 19, 20].

PCSK9 reH Hb 1-p XpOMOCOMbIH GOrMHO MepeH[
Hanpnax 6a 12 3k30H Gyxuii reH M. Yr reHuiH yypar
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Hb BHIIM-bI XyN3sH aByypbIr 9CMIH ragapryyn SpraH
rapaxag 4yxan Yypartol CUMB3IHIMIAH yypar Gereef
MyTaumn eepunentuinH yeg BHIIM-bI xynasH aByypblH
Too OGaraccaHaap uycaH paxe BHIM-bI  TyBLKHF
nxacragar [8]. Opgooroop PCSK9 renuin 160 rapyw
MyTaum Togopxovnorgooq 6aiHa [21].

Xaguiraap rap  OynunH - Xunepxonecteponemuir
ayTOCOMbIH [OMUWHAHTaap yaaMwpaar ra)x y3gar
6onoB4 LDLRAP1 reHuiiH mMyTaumiH yeg yr aMmrar Hb
peueccuB 6Gangnaap ygamwgar. LDLRAP1 reH Hb
1-p XxpomocombIH 6oruHo MepeHa Garnpnax 6a yomblH
magaannuir aryyncaH 9 askcoHton. LDLRAP1 yypar
Hb BHJIM-bI XynaaH aByypbIr 3CUAH UMTONNAa3M pyy
H3BTP3H OpOXOA uyxan Yypar ryMuaTragar yuump 3Hd
YYprvir kognory reHuinH mytaumnH yeg BHIM-b1 xynasH
aByyp 3CUMMH MeMOpaHA XypuMTNargax XOnecTepuH
aryyncaH BHIM-biIr acuiiH  gotop 3agnax  yypraa
rynuaTrax yageapryv 6ongor [8, 18, 20].

Map 6ynuinH xunepxonecteponemu 79% LDLR, ~5%
ApoB, 1% PCSK9, maw xosop Toxuongong LDLRAP1
reHWH MyTauuiH ynmaac yycaar [21].

Fap 6ynuintH xunepxonecteponeMmMinH aHrunan
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XOMO3UrOT, XETEPO3UroT; PeHOTUNIIP XYHA, OYHA rax
aHrMnaar Xagum Y 3MHAN3YWH MPaKTUKT FEeHOTUNUIH
aHrMnnbir epreH awwurnax 6awviHa [1, 2, 20, 22-25].
MINHXYY FEHETUKUIH LUMHXWUNTIS XWUAMTYN 3MHIM3YNH
LWUMHXWUA  YHOSCNAH TFEHOTUM33P aHrmnax Hb  yuup
pytargantav 6anraar 6atancaH x3g x349H cyaanraa
HariHa.

C.bapbapa HapblH HugepnaHabH 49 XOMO3WroT rap
OYNMIAH  XMNEPXONecTeponieMn IAK  OHOLUSIOTACOH
XYMYYCT XwuhcaH cyganraaraap 20 xyHg LDLR
xomo3uroT, 25 xyHa LDLR xaBcapcaH xeTeposurort, 4
XyHO ApoB xomo3uroT unap4aa [5]. Men A.C.dPaxen Hap
JInBaHbl XOMO3UIOT rap BynuiiH XMnepxonecTeponemm
FOK OHOLWIMOTAOH 3SMYMNIAd XUAMrX Oy XymyycTt
MOMNeKyn reHETUKUIAH LUMHXMNI33 xunxag 45% LDLR-
WIAH XOMO3MroT MyTaum, 27.5% xaBcapcaH XeTeposurot
MyTauM TOZOPXOWOrAOXK, XaBcapCaH XeTeposuroT
X3n63p Hb XOMO3UIOT X3M63PTIN SYNLIXYNL, SMHIN3YWH
XYHO X9nb3pasap MNapaar racaH AYrHanTag XyPCaH
HanHa [26]. Nimaac Tag cyaanraaHsl Yp OyHT YHOICNAH
rep OYNWUIAH  XUNEepPXONecTePONIEMUIAr  OHOLLMIOXA00
reHoT!n G6onoH eHoTUN33P canrax goopx bangnaap
aHrmnax Hb 3yWTaM rax yaxaa (XycHart 1).

Mop OYNUIAH  XMNEPXONecTePONeMUIAr  reHOTUMN33P
Table 1. Classification of Familial hypercholesterolemia (Fahed A.C. et al)[8]
Genotype (Genetically)
Homozygous Homozygous for a mutation in one of the candidate genes® known to cause FH
Combined Heterozygous for two different mutations in the same or different candidate genes known
homozygous to cause FH
Heterozygous Heterozygous for a mutation in one of the candidate genes known to cause FH
Unknown No causative mutation could be detected after screening all candidate genes known to
cause FH
Phenotype (Clinically)
Severe LDL-C levels that are three to four times the normal and external® or cardiovascular
manifestations of FH
Mild Elevated LDL-C levels that do not exceed three times the normal
Pardoxical LDL-C levels that are three to four times the normal and with no external or cardiovascular
manifestations of FH
OR
Normal to slightly elevated LDL-C levels with external or cardiovascular manifestations of
FH

@ Candidate genes — LDLR, ApoB, PCSK9, LDLRAP1 reHyya

b External manifestations — xanthoma, corneal arcus

[33px aHrvnnblH Jaryy reHeTUKUAH LUMHXUAr33raap
rop OynMIH XMNepxonecTeponeMUir yycrard 4 reHunH
MyTauu TOOAOPXOWMONAOOryM X3AMA Y4  3MHIM3YMH
aHrunnaap XyHa, OyHA4 roXx aHrunaracaH TOXvongong
yoamWwnblH - WanTtraadH TOZOPXOWryw rdp  OynuiiH
XMMNepXonecTeponemMm raHa. XapuH X3B LUMHXUIAH Byc

Toxuongong 4 reHMinH MyTaum TOGOPXOWMOr4oXryr yesq
rap OynuiH xunepxonecteponemu duw rax ysHa [8].
Map 6ynuinH xunepxonecTteponeMUinH 3MHanN3ymn
[ap GynunH xunepxonecteponeMm eBYHUIA yea LycaH
naxb BHIM, HUAT xOonecTepuH MXCax, wWepmec 6OMnoH
apbCaHf eexeH 3 XypumTnaraax, uaawmg cyfacHbl
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xaTyypan, 3ypx CydacHbl 3MrarT Xxypragar 6Gereeg
SMYUMI3d XMUII33ryM TOXMOMAONA FAHITUMH YXand Y
xyprax atoyntan [3, 18]. LleeHryn Toxnongong yr amrar
Hb 3YPXHUI OYMYUHIUIAH LUMTA3ICIIP aHX OHOLLMOrAA0r
[8]. Xoguirasp reHWMH MyTauuWniH Tepen Hb LycaH
paxe BHIM-bl TyBWKHF Togopxonngor 6onos4y rap
OYNUIAH XMNEPXONEeCTepONeMNiH yen 3ypx CyAacHbI
3Mrar yycaxag MeH N 3p XyWc, Tamxupant, 60amcbiH
COMUNLOOHbl  XaMLUMHX, YUXPUWAH LUWXWH, Jdapant
WXCANT HAMANT 3pCOdNT XY4YMH 3yin 60K eBYHWUN
ABLBIM XypAacrax, XyHgpyyngaar [27, 28].

XeTepo3nrotr rep OYNUIAH  XMMNEepXonecTeporeMuiiH
VEA HAr TEHWMH YWN axwunnaraa X3BWWH sBargoar
y4YMp XOMO3UIOT X3n63paacad eBYHUI SBL, XapbLaHryw
XOHreH, CTaTWUH 3MUUMrasHA yp AyH camtan Ganmpar
[18]. AnoHa xuiCaH cypganraaraap HWAT XOMNecTepuH
3pYYN HacaHg XyPCaH xyHA 179+26mr/n, XxeTepo3nrot
rop OynunH xmnepxonecteponemuinH yeg 338+63mr/
an 6yly 2 gaxvH UX3CCAH, XOMO3UroT rap OynuinH
XunepxonecTeponemMuniH ven 713+122mr/gn
Oyloy 4 OaxuH UXAcCaH 6amkas [24]. MeH AHY-biH
9pA3MTAMWH Ccypanraaraap yr SMrarMiH yeq LUycaH
pax BHIMN-bI ayHpax TyBwmH 30-aac 433 HacaHg
>250mr/an  (13.9vmone/n), 20-29 wHacang >220mr/
an (12.2mmonb/n), 20-ooc 6ara Hacang >190mr/an
(10.5mmonb/n) Garncan GanHa [18, 29]. OnoH yncblH
cyganraaHyygaac xapaxag XeTepo3wurotr rap 6ynuinH
XWMNEPXONecTePONEMUTIN OBYTOHYYASL 3YPX CyAaCHbI
AMrar Wnpax AyHOoax Hac apartonuyyasg 42-46,
amartanyuyyasg 51-52 6on 3ypxHWMA SMrarasp Hac
6apax AgyHpax Hac OuHnaHg yncag SpartTanyyyasg
45, amartandyygsn 58, AnoH yncap spartanyyyasg
54, amartandyynag 65 6aikaa [3, 30]. XapuH AnoHbI
cygnaay X.Mabyun HapblH 692 xeTepo3uroT rap
OYNUINH  XMNEepXonecTeponemMnUTa ©eBYTeHA XWUNC3H
cyganraaraap aparranuyyasg 17, amartandyygsg 25
HacHaac aHrmorpauiiH WUHXWUNr33H4, TUTAM CyAACHbI
Hapuiican unapy baviraa [30] Hb ©BYHWUI LUNHX TIMAST
3pT 3AXaNAruir xapyymx 6anHa. XoMo3urot xanbapuinH
yen 3ypX CyAacHbl AMrar unpax gyHaax Hac 20 rax ysgar
bereep Hac 6apax ayHaax Hac A.K.KayagypuaH HapbiH
cypanraaraap 21, X.Mabyuu HapblH cyganraaraap
26 6amxa3 [3, 6, 30]. Buar ax Hb rap OGynuIH
XWMNEPXONeCcTEPONEeMUTIN  XyyXxayyaunr anb 6Gonox
apT Oyoy 2-3 HacHaac XsiHaXx 3xnax Laappgnarataw
bereen xyyxgag uycaH gaxe BHIM 135 mr/gn-aac mx
TOXMONZONA Yr ©BYHUNT CXKMIMIHI [18, 28, 29]. MeH
rap OynuiiH xunepxonecteponemMuiiH yeq LycaH gaxb
BHIM-bI xamxa3 nx 6anx He 5-10% TapxuHbl CyaacHsbI
3MrarT Xypragar racaH cyganraa 6anxa [31].
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Yr SMrornH yed XonecTepuH CydacHbl XaHaHg
XypuMTnargaxaac ragHa apbc, LepmMec, 30BXM1, HYOHUIA
3BIPMAIT XypuUMTNargax ©exeH 34WWH Yp, HYOHWK
9BIPNAIT UavBap OHMWWH Larapur Xypasa yycragar
[32]. Apbc, WepmeceH eexeH 34MNH yp UNPax Hb rap
OyNUIiH XMNepxonecTeponeMmMnt 3MHIM3YNH OHOLLIMIAD
TaBMXag WX39X3H a4 xonborgonTon.  XOMO3urot
X3n03pUiH ye @eXeH SAUAH yp WNyYy TOA WISpAar.
ApPbCHbI 86X6H 3AUMH YP Hb UX3BYNAH MEXaHWK YPanT,
XYHUIA OMeuH xedenreeH MXTaW Xacar, Tyxamnban
TOXOWN, ©BASr 33parT Unapaar 60n LWepMecHWUn eexeH
SOMAH YP Hb WX3BYM3H axwunblH LepMec 3y3aapcaH
barignaap wnapHa. JOaraspuir xapax 6GonoH papaH
Gapux y3narmiH apraap wunpyynax Gonomxron. MeH
axunbliH LUOPMECHUIA 3y3aaHbIr X3T aBuaH 6omnoH
paguorpadunH  LUMHXWAT33radp  Xamxmx  Oereen
cynanraaraap 5.8 mMm-3ac 3ysaaH yen rop OynuinH
XMMNepxonecTeponemMminr OHOLLNOX M3apar YaHap 75%,
eBepmMeL, YaHap 85% 6anHa [33]. LleeH Toxmongong
OBUYTOHYYASO ©6xeH SauiH yp unpasryn 6onoe4y
axunbliH LIepPMeceHA YP3BCAWMWH rapanTtan eBaent
yycaoar. ©exeH 3guiH yp Hb MX3HX Toxwongong 20
HacHaac [ooL unapaarry 6ereen AnoHbl 3pa3MTANIH
cynanraaraap reHeTUKUAH LWMHXUAr3arasap TercrenviH
OHOLW TaBbcaH eBYTEOHYYAWMNH 20-30%-0 eexeH aauinH
yp unpaaryn 6anxaa [34].

HygHuiA 9B3pnarT xonecTepuH XypumTnargax uarapur
YYCAX LWMHX rap OynuiiH  XuMnepxonecteponemuinH
ven 30% Toxuonpgor [24]. Cyganraaraap HygHWR
9BIPNAIT Larapur yycax Hb Hac, axunblH LUOPMECHbI
3y3aapar, xvrnepxonecreponemu, 3ypxHui 6ynuuHrninH
LUIMrA33CTIN XaMaapanTan Gaviraa Gon XxyWnc, LycaH
Oaxb CaxapblH X3MX33, apTepuiH gapanTt UXC3NTTaN
xamaapanrym 6anmHa [31, 35, 36]. Wx3HX OpHbI
OHOLUMATOOHBI LWanryyp, OHOWWNH yHaacnang 50-aac
[OOLW HacaHh, HYOHWA 3BAPR3rMMAH  Larapur YyccaH
Toxmongong rap OynuiH XMnepxonecTeponeMuUnH LWNHX
rox y3nar [36] 6ereeq 65-aac 433w HacaHg HaCKUNTTan
xonbootowroop yycax 6ongor. M.Myycasu Hap 3ypXHui
OYNMUYMHIMIAH WNTA33C33p eBAceH 165 eBYTeH cydanraa
xuncaH. CynanraaHg xampargarcablH 74%-4, HygHWiA
9BIPMArUH Larapur UnapcaH 6a HyaHWA 9BIPNArMnH
uarapurtai OynrmiH gyHgax Hac 63+10.3, HyaHwun
3BIPMNArMNH Larapur unpaaryi OynrunH gyHOax Hac
38+7.1 6anxaa [35].

Map 6ynuitH xunepxonecTeponeMMinH OHOLLMAIOO,
3MYUNraaHMK acyypan

[3p OynNWH XMNepxonecTeponeMuTan eBuYTHYYASA

yOaMmlWIblH rapanTai 3ypX CyAacHbl 6BYHMIA LUMHX
TOMASM 9pPT 9Xangar GONoBY M3IPraXknuiH  amung
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XaHA4aH OHOLUMIK, SMYNAX apra XaMxa3 aBdarrymrasc
uar angax eBYHWWr XxyHgpyyngor. [ap OynuiH
XunepxonecteponemMunr anb 6onox 3anyy, ecsep
HacaHf, OHOLWMOX, rap OYNWIAH MULWYYOWUIAr XsaHanTaHg
aB4 AMYUNI33, CIPTMANANTUNN 3PT AXITYYNAX Hb 3ypX
CyOacHbl ©BYNeneec CIPruinax, XyHApana Xypax
apcanuir ByypyynHa.

JonxuiiH  XerkuHryW  opHyygag rap  OynuiH
XMNepxonecTeponemMmnr OHOLMATOOHbI Wwanryyp, OHX

MOHT OJTbIH AHATAAX YXAAH, 2018, 4 (186)

aHanua, reHeTMK TecT apryydbir aluriaX OHOLUMITK
H6anHa. Jonxvwin HUMTI3p Jdarax mepaex rap GynuinH
XWNEPXONecTEPONEMUIAT  OHOLLUMOX  OHOLLWITOOHbI
wanryyp 6Gavparryn ©G0MnoBY MX3HX YNC  OpHyya
HwgepnangpiH wanryyp, Ux bputanuind CaiMoH Bpyym,
AHY-biH Meallen (MedPed-Make Early Diagnosis to
Prevent Early Death) racaH yHAC3H rypsaH wwanryypbir
awwurnax GanHa [1, 2, 13, 23, 26, 32] (XycHarT 2).
[3p OynuiiH  XMNepxonecTeponemMmir  3MHIN3YNH

Lanryypaap YHa/K OHOLUMOX Tan 493p apAamTag saH3 6ypuiiH 6anp cyyperan 6anHa. Meglleq wanryyp Hb ©BYTEH
60noH olpbIH ye yaMbIH LycaH aaxb BHIM, xonectepuHbl XaMX33HA YHASCN3XK rap OYNUIAH XMnepxonecteponemm

oHoLumnr Taebgar [37].

Table 2. Criterias for the clinical diagnosis of Familial hypercholesterolemia

MEDPED criteria (USA)
Total cholesterol (mmol/l) Remark
Age . . Il degree General
| degree relative Il degree relative . .
relative population | 94-98%
<18 5.7 5.9 6.2 7.0 specificity
39-91%
20 6.2 6.5 6.7 7.5 sensitivity[2, 26,
40 7.0 7.2 7.5 8.8 38]
40< 7.5 7.8 8.0 9.3
The Netherlands criteria
Clinical history of premature cerebrovascular or peripheral vascular diseases
OR
1 point LDL-C between 4.0 and 4.9 mmol/l -8
OHOO0:
| degree relative with premature cardiovascular diseases OR Definite FH
| degree relative with LDL-C increased by 95%
Clinical history of coronary artery disease OR 6-7 OHOO:
2 point | degree relative with tendinous xanthoma or corneal arcus, OR Probable FH
| degree relative child with LDL-C increased by 95%
3 point LDL-C between 5.0-6.4 mmol/l 3-5 oHoo:
. : - Possible FH
4 point Presence of corneal arcus in patient less than 45 years old
5 point LDL-C between 6.5-8.4 mmol/l <3 0HoO:
6 point Presence of a tendinous xanthoma Unlikely FH
8 point LDL-C >8.5 mmol/I
P Functional mutation in the candidate genes of FH
Saimon Broom criteria
Adults: DNA mutation Definite FH
Total cholesterol Tendinous xanthoma in the patients | or Il Probable FH
>7.5 mmol/l, OR degree relative
LDL-C Family history if miocardial infarction at age Possible FH
>4.9 mrno.I/I AND <50 in Il degree relative or at age <60 in |
Pediatrics: degree relative
>6.7 mmol/l, OR OR
LDL-C Family history of total cholesterol >7.5mmol/I
>4.0 mmol/l in | or Il degree relative
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JonxuiH OMNOH OpOHA 3HS LWanryypbir awurnagar
60onoBY 3apvM OpHbl 3PA3MTIA X3Parnaxag xanbap
6onoBY UycaH Oaxb ©6ex TOCHbl Y3YYManT MXC3X Hb
eep OnoH ragaaj XyYuH 3yWnaac LanTtraangar yump
rop OynuiH  XMNepxonecTeporieMUir  OHOLUSIOXOA
XaHranTrym rax y3ax 6aviHa [8, 32, 34]. XapuH CanmoH
BpyyM, HwvgepnavgbliH Wwanryypyyabir  3MHIN3YWH
MPaKTUKT epreH xaparnagar [2, 32, 39] Gereeq yaMbIH
60MOH 6BYMBMNIH TYYX, AMHIN3YNH WUHXNA YHAICMIXK
rap OynuiH  xunepxonecTteponemun  Gatnaraca,
GOMNOMXTON, Maragryi rax yHanaar.

3apum OpHbl 3pASMT3A 3Arddp Lanryypaap OHOL
GatnaracaH ©GomnoH GONMOMXTOM 3  YHAMArACSH
XYMYYCT FEHETUKUIMH LUMHXMWIT33 XWX Luiaapanararyi
rax ysgar [32, 39, 40]. byrg Hanpamagax ConoHroc
YNCbIH 3pA3MT3A rap OynuiH Xunepxonecrteponemu
FEHETVMKUIAH  LUMHXXUITIaraap GatnargcaH  XyMyycuiar
A33pX 3MHAN3YWH Lanryypyygaap YH3/mK esepmel,
mMagpar  Gadanbir  YHANAX  cyganraar  XMmkaa.
Cypanraaraap HwgepnaHblH  WwanryypbiH — M3gpar
6onoH eBepMeL, YaHap Tyc 6yp 65%, CaimoH BpyymblH
LwanryypblH Magpar YaHap 94%, esepmel YaHap 21%,
Megplen wanryypblH magpar 4YaHap 39%, eBepmel
yaHap 94% 6ancaH 6on AMOH yNCbiH OHOLUMIITOOHBI
WanryypblH magpar 4YaHap 74%, esepmel YaHap 45%
bamkaa [38]. AsunH opHyygaac Wspawnb Megllen
wanryypsir, TamBaHb, Manans, [lakuctaH yncyya
CavimoH bBpyymbiH wanryypeir, WpaH, dunnunuH,
Cwnranyp, CaygbH Apab yncyyn HupepnanabiH
Wwanryypoir  rap OynurMH  xmnepxonecteponeMminH
OHOLUMATOOHbI MPaKTUKT X3parnax 6HanHa [1]. XapuH
Xatag, AnOH 33par x34 X343H YNCcyyd eepcauiiH
OHOLLMITOOHBI LIanryypbir 60NoBCpyynaH 3MH3N3yiH
NPaKTUKT X3parnax OaviHa. 3Arsasp OHOLUMITOOHbI
Lanryypaac rafiHa 3ypx Cy4acHbl 3Mrarvir OHOLLNOXbIH
Tyna 3ypXHUi uaxunraaH buunar, 3ypxHUn xaT aBuaH
LWUMHXWAT33, 3YPXHUA TUTAM CydacHbl aHrmorpadm,
cyoacHbl  xaTyypnbir  unpyynax ©Oycag  6araxuiH
LUMHXKUNTA3HYYONAT XMIAHS [41, 42].

OMHAN3yWH Wanryypyya Xxaparnaxag xanbap, eprer
faratam x3oui 4 WKMHXK TOMAOSM XapaaxaH unap4
amxaarym Xyyxad, ©6cCBep VYe, SMHAM3YWH LWHX
6ygor WNapcaH TOXMONAMbIT OHOLUMOXIYM  YNA3ax,
X0EpAory  XMnepxorecteponeMuiir  rap  GynuinH
XWUMNEPXONeCcTEPONeMM 3K  OHOLIMOX,  FEHOTUM-
deHotunuiH  xamaapneir (ApoB, LDLRAP1 reHuiH
myTaumninHyeq LDLR-uiHMyTaumaccraTtmH aMUYnnrasHui
VP AYH CaWH) xapyynaxryn 33par cyn tantam [8, 32].
Mop OYNUIAH XMNEePXONecTePONIEMUTIN HAr ©BYTOHUN
OHOLUMIAr  TeHETUKUAH  LUMHXUNII3rasp OGaTtnaxan
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TYYHUIA r3p OYNWMIH TMWYYAMAH OHOWMIAT MeH Batnax
6onomxTon. MIAMasc yr aMrarminH 3pT OHOLUMITOOHA
FEHETUKUMAH LUMHXMNT33 BGONOH yaAMbIH acyynra uyxan
YYParTai tom. 384 rap BYNuIAH XMnepxonecTeponemm Hb
OfIOH FreHWNH MyTauuiH ynMaac yycaar teguiryn LDLR
reHniH 1700 rapyn myTtaum, nonumopdgwusm 6Gainraa
YYMp Yr ©BYHWA OHOLUMATOOHA 3HTWIH, XML FEeHEeTUK
copunyyapir awmrnax 6onomxryi. Ogooroop xamruinH
TOXMPOMXTOM TEHETUK LWMHXMIrea 6on  OHX-uiH
napaanan Tortoox apra Gereep uaawpgaa LDLR-uiiH
OypaH gapaanneir aryyncaH 6u4mn 4yun 30XMoH ByTaax
Hb XaMIMMH yp AYHT3M rax y3ax GarHa [20]. Ucnanm
YIC ©6epUIH OpHbI CyAnaaYabiH cyaanraaHs YHOICN3H
xamruiiH anbar Toxmonggor LDLR rennnH 40 mytaunir
aryyncaH 6mumn ymn 30xmMoH GyT33C3H BOMOBY 3H3 Hb
Oycag OpOHA OHOLUMITOOHLI a4 xonborgon TeaunneH
canH 6uw BaviHa [33].

[3p OynNuUIAH XMNepxonecTeponemMuinH  3MUYUArI3HUNA
YHAC3H 3opunro Gon uycaH gaxb BHIM xamxaar
X3BUNH X3MX33HA OGapux sBgan 6ereeq 3ypx CyAacHbl
3Mrar yycax apcanaac xamaapy bHJIM-bir AHY-g 100-
150mr/gn (2.6-3.9 mmonb/n) [2, 18], EBponbIH OpHYYAaa
1.8-2.5mMmonb/n [21] TeBwMHA 6apyXx Hb 30XUCTOW aX
y309r. YYHUIN TN H3H TYPYYHA Aacran Xe4enreeH, 3es
XOONMOoNT, TaMxMHaac rapax 33par ambAparsblH X3B
MasirMiir camxpyyrx, 3ypx cyaacHbl SMrarT xyprax 6ycag
9PCOANT XYUYUH 3YWNCIIC 3alNCXMUX Lwaapgnaratan
[43, 44].

AHY-biH Opyyn MaHouiH YHASCHWA Xypa3anaHraac
rapracaH Hacang XyparuguiiH LlycaH Aaxb xonectepuH
UXCONTUUI  WNPYYNaX, YH3MaX, 3M4Ynax xetenbept
XEeTeposnroT rap OynuinH XunepxonecteponemuTan
©BYTOHYYAUMH XOOI, TIXIAMUNH 30XMUCTOM XapbLiaar
TOAOPXON 3aacaH Garpaar. XeTenbepT Xoon XYHCIHAI3
3aracHbl Max GOMNOH ypramnblH xaHaary eex ToCbIr
TYNXYY X3P3rnax, anaHrysa ypramsblH cTaHon/ctepon
aryyncaH XYHC X3parfax Hb HOH aJ TycTan raxas [2,
45]. XapuH rap OynuiH XMNepxonecTeponemMnTan
XYYXAYYOSO MIPraXNMWH X0on CyAanaady  3MYuinH
3aaBpblH Jaryy, XYYXAWWH X3BUAH ©CenT, XenKnunr
XaHraxynu 3eB XOONONThIr 36BMNeHe. 2-00¢ bara HacHbI
XYYXO3[4 66X TOCbIr XA3raapriacaH X00on1onT M3apanuiiH
TOrTONLOOHBLI ©CONT, XeNKUITeHA cepreep Heneenger
Tyn 3eenegerryi [28]. [3BY AaH raHy ambapanbiH X3B
MasirMiAr Camxpyymnx, ragHol 3pCA3NT XYYUH 3YWNCUAT
36B 30XMLYyYNCHaap yaaMLMbIH WanTraaHTan NXaccaH
xonectepuH epgee 2-3% 6yypgar [24]. Wimaac rap
OynNUIH  XMNEepxonecTeponemMuiitH  yeq  3annwryn
AMUAH  3AMYMAr33  Waapgnaratan. XereposuroT rap
OynuiiH XUNEepXonecTeponemMmiii AMYMITISHUNA
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axHun  coHrontoHg XMI-KoA pegyktasa acrarmmr
JapaHryinary ctatuHbl GyNruitH aMyyaunr Xaparnagar.
HugepnaHg yncbliH 9pOSMTAMAH 8 XMNWAH  KOropT
cyfanraaraap CuWMBAaCTaTWH, aTopBacTaTWH Hb 3P
OYNUINH XuMnepxonecTeponemMniH yen 3ypx CyAacHbl
3Mrar yycax apcanunr 76% Oyypyymx Gamkas [46].
CyynuirH xunyyaag posyeactatuH 10-40mr TyHraap
X3P3AINaxunr 3eBMNeX 3x3ancaH Oereepn cyganraaraap
BHNM-bir  40.6-58.1%-nap 6yynrax 6Ganraa Hb
Bycag cTaTuHbl 3Myy433c unyy yp AyHTan barHa [2].
YaaMmwnblH - WwantraaHTal  XOnecTepuH  MXCANTUMIH
yen cTaTuHbIr 6ara TyHraac eHzaep TyH XypTan, yaaaH
XyrauaaHz Xaparfnafar Tyn eBYTeHyy4s4 SMaHA Aacan
60onox, bynunH eBSX, AN3ArHWIN 3Craryya UXCaxX 33par rax
HeneeHyy4 unapaar [21, 38, 47]. MeH cTaTuHbIr eHaep
TYHraap Xaparnax Hb YAXPUMH LIWKUH YYC3X 3PCANUIT
Hamarayynaar [21, 23, 48]. CtatuH amunnrasHg BHIM-bi
Hapux TeBLIMHA XYpaxryin Baiiraa, rax Henee UN3apCaH,
pacan 60ncoH eB4YTeHyYA3 xonecTepuH byynrax 6ycan
SMUIT XaBCpaH Xaparnaxuir saesneger. YyHa, 33etumoe
(xonecTepuHbIr HApUAH r3A3CHUMA XaHaap LWUMIrAaXK
LyCHbl ypcrang OpoXbIlr XOpWUriogor), MunomMepceH
(ApoB-100 HUANAPKUNTUIAT AapaHryinary), nomutabua
(MWMKPOCOMBIH ~ TpuUrnMuepug  3eeBeprierdy  yypruwr
dapadryvnary), PCSK9  yypruir  pgapanryvnary
(anypokymab, aBonokymab) 6onoH ¢ubpart, HuauuHbIr
xaparnagar(2,21, 24, 28,49, 50]. Xomo3uroT rap 6ynuiiH
XMMNepXonecTeponeMUnH yes CTaTuHbIr eHAep TyHraap
xaparnax, BHIM-bI acpdhepeHT amumnras yp AyHTIN
6arpar [21]. Oaspx xonectepuH byypyynax aMYMnrasHa
Y3YYNax xapuy ypBan eBYTeH OypT xapunuaH agunryi
Hangar. QH3 Hb ©BYHUIAT YYCraXx Oy MyTaLuiiH Teprneec
xamaapgar 6ereeg LDLR reHwnH onoH wmyTtaumyg
3AMYMITa3HA ©ep eep Xapuy ypBan y3yyrnaxaac ragHa
Oycag reHuinH myTaumac xapbuUaHrynm yp ayH Garataw
6anHa [20, 51].
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