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CemenHasa gncnunuge Mms.
JKCTpaKoprnopasnbHbie MeToAbl JIe4HeHUA
KoHceHcyc rpynnbi 3KCNEepPToB 2

BBepeHme

Cepueuno-cocyauctoie 3abonesarust (CC3) sB-
JISTIOTCST JIMAUPYIOTEN MPUUYUHON CMEPTU BO BCEM
mupe. lloBermienasie ypoBau xonectepura (XC)
JIATIONPOTEenHOB Hu3skoi tmiornoctu (JIITHIL),
tpurmuiepunos (TI) m Huskoe comepxkanme XC
JIUTIONIPOTENHOB BBICOKOU TmioTHOcTH (JIIIBIT) B
IJia3Me KPOBU — 3TO BakHeumue (haKTOPbl pas-
BUTHSI aT€POCKJIEPO3a U CBSI3AHHBIX C HUM OCJIOXK-
HeHuil. Hannune pesko BBIPA)KEHHBIX HapYIIEHUH
JIMIATHOTO OOMEHa OTIPE/IeJISIET BBICOKYIO CTEIEeHb
pucka passutusi CC3. Takoil puck MMeIOT Talu-
eHTbl Oe3 BBIABJEHHBIX Ha ganublii Moment CC3,
HO Yy KOTOPBIX colepskaHue OOIIEero XOJecTeprHa
(OXC) B masme KpoBu — 0oJIblie 8 MMOJIb/JI UJIU
XC JIITHII — 60biie 6 MMOJIb/JI, a TAK/Ke OTHOIIIE-
nue ypoBHsa OXC k coxep:xanuio XC JITIBII (koad-
burent areporeHHocTr) — 6osbiie 8. B GosbiiH-
CTBe CJIyYaeB yKasaHHble HapylleHus MeTaboJn3-
Ma SIBJISIIOTCSI TEHETHYECKU 00YCJIOBIECHHBIMU, U WX
00603HaYAIOT TEPMUHOM CeMeWHast IUCTUIUIEMUST
(CIJI). KommuectBo 6oabhbix ¢ CAJI B Ykpaute
orernBaioT npubausurenbHo 8 100 000.

YpoBeHb JHMNMUJIOB B IJIa3Me KPOBH OIpe/esis-
eTcd TeHeTwdecKnMHU akTopamu. Tum Hacaemo-
BaHUsl, KOTOPBIM BBI3bIBAET MATOJIOTUIO, — dalle
BCEro He MOHOTE€HHbIH, 00BIYHO UMEIOTCSI M3MEHEHMSI

HECKOJBKUX TEHOB, OMPENEIIONINX COMepPKAHTE
JUTOTPOTenHOB. KoMOWHAINS 3TUX HapyIIeHui
00yCJIOBJINBAET TIPEUMYIIIECTBEHHbIE W3MEHEHUSI
yposueit OXC, TT nan XC JITIBII. Ykasanusiii tTum
HacJeloBaHUg 0003HAYAIOT KaK IOJMTreHHbIH. Kak
MpaBuJio, moBeienne koHmentparun XC JITTHII,
TT nnm nuskoe copepskanne XC JITIBII BoisBasiioT
Y HECKOJIbKUX Y4JIEHOB CEMBHU.

CemenHana KOMOMHMpPOBaHHasA
runepnunugemMvs

CemeiiHasi KOMOWHUPOBaHHAs TUIEPJIUIINIE-
mus (CKI') — mmpoko pacmpocTpaHeHHasi reHeTH-
yeckag martosorust (1:100) u ocHoBHas TpUYMHA
paHHETO Pa3BUTHS aTEPOCKIEPO3a W €Tr0 OCJOKHE-
nuit. CKI' xapaktepusyercsl TOBBITIIEHNEM yYPOBHEH
XC JITTHIT u TT nm o6oux nokasaresneit. Denorun
MOKeT ObITh PasIMYHBIM Jake Yy YJIE€HOB OIHOM
CEeMbH, TTPOABIAACH N3MeHeHUuAMM conepskanus TT,
XC JIIHII, XC JIIBII n amorunonporenna B
(amoB). CKI wacto BcTpewaeTcss B COYETAaHWHU C
caxapHbIM AUabeTOM 2-TO TUIIa U MHOKECTBEHHBIMU
(dakropamu prcka (MeTabOJMYECKIM CHHIPOMOM).
IT0 TsKET0€ 3a00JIEBAHIIE, & €T0 TPOTPECCHPOBAHNE
06y CJIOBIEHO B3aUMOJIEIICTBIEM HECKOIHLKUX TEHOB,

"MoaroToBneHb! rpynnomn yKPanHCKUX U POCCUMCKUX IKCMEPTOB Ha OCHOBe EBponenckmx pekoMeHaauuin no neveHuio gucnmnugemun (2011) [31.
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B.M. TopypoB Ta cniBaBT.

a Takxke (aKTOPOB OKpYysKamolleil cpeibl. Jlanubrit
JIMaTHO3 B KJIMHWYECKOU MPAKTHUKE YaCTO HE BepU-
dbunupyior. OxHako obHapyskeHHe ypoBHs aroB
> 120 mr/mn u TT > 1,5 mmomb/a (133 mr/min), a
TaKk)Ke CEMEHHOro aHaMHe3a MPEeKIeBPEMEHHO BO3-
HUKIIUX CEPAEYHO-COCYANUCTBIX COOBITUH MOXKHO
WCIIOJIB30BATh JIJIS BBIABJICHUS TAIIMEHTOB, KOTO-
poie, BeposiTHee Beero, ctpagaior CKI. B nacrosmiee
BpeMS TIPOJIOJKAETCST TIONCK TEHETHYECKIX MapKe-

pos CKI.

leTepo3uroTHas cememHan
rmnepxonecrepuHeMus

leteposurornas cemeitHad TuUINEepxoJecTepu-
nemus (I'CIl) Bcrpeuvaerca mpumepno y 1 us
500 st B €BpoMeiicKuX cTpaHax. ITO JOMUHAHTHO
HacJieyeMoe cocTosiHue. Y OOJIbHBIX JIUI] COEPKa-
Hue XC JIITHII BaBoe Beilie, 4eM y UX 30POBBIX
POJICTBEHHUKOB.

Kmuanueckn T'CI' y B3pocsioro uesoBeka Mo-
JKeT OBITh pacllO3HaHa 110 BBICOKUM YPOBHSIM
XC JIIIHII — B gmamasone 5—10 mmousb /1 (~200—
400 mr/mir). O6biuno copepxkanue TT HopMasbHOE,
HO MHOT/Ia MOJKET OBITh MOBBIIIEHO Y B3POCJIBIX JIUII,
0co6eHHO ¢ oskupenneM. J1Jist orpeiesieHust CTereHn
pucka paszsutusg CC3 y narmenta ¢ I'CI' Hemocra-
TOYHBI METOJbI, KOTOpPbIe OA3MPYIOTCS TOJHBKO Ha
ypaBHEHMSIX MHOTO(MAKTOPHOTO pucka. bojee Toro,
puck pasputusg CC3 MOXHO Pe3KO CHU3UTh B CIIy-
yae paHHero Havasa JiedeHus. bes sedenus y 60Jib-
muHCTBa MY>kunH 1 skeHiuH ¢ ['CI' 1o moctrskenns
Bo3pacTa 60 jileT pa3BUBaETCS CUMITTOMHAS UIIEMU-
yeckas Gosesnb cepana (MBC), a 50 % myxuun u
15 % JKeHIINH YMUPAIOT.

[Tomosperne ma mamuume I'CIT Bo3dmokHO TIpU
paHHEM BO3HUKHOBEHUU KOPOHAPHOTO COOBITUS Y
OJTHOTO U3 YJIEHOB CEMbU. Y MYKUMH UMEETCS BEpPO-
ataocth HacaenoBanusa ['CI ot matepu. [lockonbky
puck passutng MBC y sxenmun ke, B 9TOM CIy-
vae coObITHE, CBS3aHHOE C JAHHBIM 3a00JIeBAaHUEM,
MO’KEeT BO3HUKATh Y MAIMeHTa PAHbIIe, YeM CUMIITO-
mpl UBC y matepu. CiemyeTt yunToIBaTh, 4TO panHee
nosisieane CC3 y HECKOJbKUX UYJIeHOB CeMbU B
HEKOTOPBIX CTPAHAX C BBICOKOU pacipocTpaHEeHHO-
crbio CC3 MosKeT ObITh CBS3aHO C APYTHMU TPUIH-
Ham, oMmumo ['CI. Iloatomy B mmarnoctuke I'CT
HEJIb3sI OMUPAThCA MCKJIIOYUTENbHO HA CeMeMHBIN
aHaMHe3. B To ke Bpewms, moBbiienne ypoBHa OXC
B couetanunu ¢ Hamnunem MBC y My:KYuHBI B BO3-
pacre o 50 jleT WM y JKEHIMHBI B Bo3pacTe 10 60
JIET CBUJIETENILCTBYET O HEOOXOIMMOCTH CKPUHIHTA
YJIEHOB CeMbM HA HaJMuue JIPYTUX MPUYUH TMOBBI-
mennoro OXC.

Tabnuua 1
ﬂwaruoc-mqecxue KpuUtTepmn KJ/IMHU4YeCKOro guvuarHosa
reTepo3uroTHOM ceMmeHomn runepxonecrepuHemum [2-4]

Kputepun Bannbi

CeMenHbIV aHaMHe3

PaHHee pa3sutne MbC n/vnun yposeHb
XCJIMHN > 95-ro nepceHTUna 1
Y POACTBEHHWMKA NepBOW IMHUMU

PofcTBEHHUK NEPBOM IMHUM C KCAHTO-
MaMu CyXOXMAWUNA U/Mnn ypoBeHb

XCJIMHMN > 95-ro nepceHTUNs y Naum- 2
eHTa B Bo3pacTe fo 18 net
KnuHuyecknii aHamHes
PaHHee pa3BuTme MBC 2
PaHHee uepebpococyamcroe cobbiTne /
3aboneBaHune nepudepuryeckmnx 1
cocyaoB
®dusmkanbHoe nccegoBaHue
KcaHTOMBbI cyxoxunum 6
KopHeanbHas apka B Bo3pacre
4
no 45 net
XCINHN 8
> 8,5 mmonb/n (6onee 330 mr/on)
6,5-8,4 mmonb/n (250-329 mr/gn) 5
5,0-6,4 mmons/n (190-249 wmr/an) 3
4,0-4,9 mmonb/n (155-189 mr/an) 1
OnpepeneHHas ICr >8
BepostHasa I'Cr 6-8
Bo3moxHas ICl 3-5
HeT paHHbIX 0 ICI <3

Kopneanpuple apkn uin Haamdue KCAHTETa3M Y
MOJIOJIBIX JIIOJIEH CBUIETENbCTBYIOT O HEOOXOIMMO-
ctu uaMeperus coxepxanng OXC, omHaKo OHU He
cuermudmansl aug [CIL B 1o ke BpeMms, BeIIBICHIE
CYXOKUJIbHBIX KCAHTOM TI03BOJIIET TUATHOCTUPOBATH
I'CT. Tax:xe OHM BO3HUKAIOT BCJIEACTBUE TOMO3UTOT-
Hol cemeitnoii runepxosecrepuremun (ToCI') 6o
APYTMX PEIKUX HapyHIIeHUH JUIUIAHOTO OOMEeHa.
HauboJiee 4acTo KCAaHTOMBI MOSIBJISTIOTCS Ha CYXO/KHU-
JMsIX pasrudateseil 1 AXUIIOBOM CYXOXKUJIbE.

Hus onpenenenust penoruna I'CI gare Bcero
ucriosbaytor kpurepun MedPed u BO3 (mabx. 1).

Cxpunusr B feTckoM Bo3pacre. [Ipu I'CI Bbico-
ke yposau OXC ompesessioT ¢ MOMEHTa POXK-
NIeHWSI. YUUTBIBAsE BEPOSATHOCTh HAJNWNYUS Yy JleTel
APYTUX MPUYKMH BbIcOKOTO cozepxkatust OXC, Heob-
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xoauMo onpeznensaTs yposeub XC JIITHII B mrazme.
[ToBbllieHNEe 3TOrO MOKa3aTessl MPAKTHYECKU ITOJI-
tBepkaaeT auarno3 I'CIL. [lo noctuskenus 6-Hemennb-
HOTO BoO3pacTa cjexyer usberarb M3MepeHUs KOH-
nentpaiun OXC y meTeif, Tak Kak BCJIEJACTBUE BbICO-
koro coxepxxanust XC JIIIBII moxxHO He amarHo-
ctupoBaTh nosbiierne XC JIITHIIL. B gaxpuetinem
nsMepenue ypoHsi OXC sBisgeTcsad TpaKTUYECKH
JIOCTAaTOYHBIM [IJII YCTAHOBJIEHUS ANATH032, B OTJIN-
Y1e OT B3POCJIBIX.

[Toxkazarenr OXC y pnereii yBeauuWBaeTcs,
BILUIOTh [0 JOCTHIKEHUs HPeAyOepTaTHOTO IIepH-
0/1a, TOCJE Yero CHUKAeTCs B IMEPUoJ ObICTPOro
pocta. B sanbHeiinieM oH CHOBA yBeJIMYUBAETCH /10
YPOBHSA y B3pocbix. OHAKO HAI0 UMETh B BULY, 9TO
B ceMbe, T7ie yoke ecTh BeriBieHHas ['CI, netn gacto
COOJIIOIAIOT OMPEAETICHHYIO JUETY, YTO 3aTPYAHSIET
nnTeprnperaruio coxepsxanug OXC. B takux ciy-
yagx Hanbojee MHPOPMATUBHON MOMKET OKa3aThCs
JIHK-aunarnocruka.

Kackanublii ceMeiiHbIii CKPUHHMHI C Yy4YeTOM
denoruna. Cxkpununr pucka BozHukaoBenus CC3
Ha HAIMOHAJHLHOM YPOBHE, KaK IIPABUJIO, He HAUUHA-
10T 110 JocTikeHust Bospacra 40—50 ser. KackagHbrit
CeMEeNHBINl CKPUHUHT COCTOUT B TOM, UTO y Mallu-
entoB ¢ I'CI, mocemamommux JIUMUIHBIE IIEHTPHI,
THIATEJIBHO OICHUBAIOT ceMelubili anamues CC3.
[Ipu BoisiBIeHnnu B cembe caydasi I'CI onpenensior
JIMTTUHBIA TPOGUIIb Y BCeX UIeHOB ceMbl. Cuctema
TpebyeT COo3JaHus CeTH JIMMUAHBIX IIEHTPOB (KJIU-
HUK) Ha HAITMOHAJTBHOM YPOBHE, CIIEIUAJIbHON TTO/-
TOTOBKHM Bpaveil 00Ieil PaKTHKU, KapAnoJOroB 1
Bpaueil CMEKHBIX CIEIUaIbHOCTEH.

I'enotunupoBanue. lnenTudukannuio MyTamuii,
BbI3bIBaIONUX ['CI, BBITOJHAIOT B CIEITUATU3UPO-
BaHHBIX JIMMUAHBIX KJAWHUKaX M Jaboparopusx. B
cIy4yae BBIBJIEHUS MYTAllH B OTMIPe/IeJIEHHON ceMbe
HEOOXOMMO MTPOBOANTH CKPUHIUHIOBOE 06CIe10Ba-
HU€e IPYTUX YIeHOB CEMBI.

Jleuenne I'CI. Benenue namuenra ¢ I'CI' Bkiio-
yaeT B ceOst He TOJBKO PEKOMEHIAIMN OTHOCUTETbHO
30pOBOr0 0Opasa JKU3HW W HasHAYEHUs JIMIUI0-
CHIDKAIOMNX CPEACTB. DoJsbllioe 3HaUeHUE WMeeT
obecrieyenne BO3MOKHOCTYU OIPEAEICHUS JIUIUIHO-
ro mpoduIis, a TakKe A0CTyIa OOJBHBIX K MHCTPY-
MEHTAJIBHBIM OOCJICIOBAHUAM, ITO3BOJISIONIUM AHa-
THOCTHPOBATh aTepOTPOMOOTHYECKOe 3aboJIeBaHNE.,
B uneane BemenHmeM TakuxX IAIMEHTOB JOJIKHBI
3aHUMATHCS JIUTTUIHBIE TIEHTPBI.

MeaukaMeHTO3HOE JIe4eHUE TOJIKHO ObITh arpec-
CUBHBIM, OJIHAKO OCTOPOKHO TIPOBOJIUTBCS Y KEH-
IIUH IeTOPOoAHOro Bo3pacta. OUeBUIHO, HET OCHO-
BaHWiT onpenensth 1enesbie ypoBuu XC JITTHII
MPU Tepanuy CTaTUHAMM, KOTOPbIE OTJIMYAIOTCS OT
TAKOBBIX Y JAPYIMX KaTEropuii GOJbHBIX ¢ BHICOKOI
CTemneHblo pucka. B To ke BpeMms, cienyeT oco3Ha-

BaTh, YTO Aake Ha (PoHe MPUMEHEHUs] MaKCHUMaJlb-
HBIX /I03 CTATWMHOB Yy TMAIMEHTOB C UCXOJHO PE3KO
noBbiieHHbIM conepxkanem XC JIITHIT wmao-
BEPOSITHO NOCTHKeHHWe ypoBHell < 1,8 MMOJb/7
(<70 mr/mm). B aToil cuTyalnuu 1eTbIo SBJSETCS
MakcuMaJibHoe cHuzKenne copepskanmst XC JITTHII,
KOTOPOIO JOCTUTAIOT 6e3 MmoO0YHbIX 3(hQPEKTOB.
OO6b1uno TpebyeTcs TUTpOBaHWE aTOpBacTaTHUHA
Jbo po3yBacTaTUHA 0 MaKCUMAIbHOI 103bl. Jljis
Tex i, y kKotopbix yposenb XC JIITHII ocraercs
HOBBIIIEHHBIM, 0JIKHA paccMaTpUBaThCs KOMOMU-
HUPOBAHHAS TePaIs, B TOM YHCJe C TPUMEeHEeHNeM
IPYTUX JUTUAOCHIKAIOMNX MPenapaToB M 9KCTpa-
KOPIIOPAThHBIX METOIOB JICUEHII.

Pexomenmaimmn no sorsaBiaeHnio u jgedenuio I'CI
IPUBEIEHBI B maobi. 2.

fomo3uroTrHas cemenHas
rmnepxonecrepynHemMus

[oCT penko BcTpeuaeTcss B €BPOIEHCKON TOIY-
apauuu (1 wa 10000000 HOBOPOXKIEHHBIX), Kak
MPaBUJIO — TPU HAJUYMHU POJCTBEHHBIX CBs3€il C
murpantamMu u3 Asun. Ecam y oboux pogureseit
umeetcs I'CI, to BeposTHOCTh TostBienust [oCI y
nereit coctasisieT 25 %. OHAKO, CJIU TEHBI TETEPO-
3UTOTHBIX POAMTENEN HECPOJHEHHDIE, TO Y pebeHKa
Te jKe MyTallu MOTYT He TIPOSBISATHCS.

ToCT' — upesBbIYaiiHO cepbesHoe 3aboJIeBaHuUe,
KOTOpoe 0e3 JieyeHusi MPUBOAUT K CMEPTH B MOJ-
POCTKOBOM WJIM IOHOTIIECKOM BO3pacTe, KaK MpaBU-
g0, Beaencteue MBC mam aopTaibHOTO CTEHO3A.
BosmoskHa mpenarasbHag OlleHKA PUCKA Pa3BUTHS
[oCI. B cayyae nammunsa I'CI y ogxoro m3 maprhe-
POB TIPH TIAHUPOBAHUY GEPEMEHHOCTH HEOOXOANMO
ompenenuth ypoBeHb OXC U UCKIOYNTD HATUIHE
I'CT y npyroro mapTHepa.

Y nereit ¢ ToCT' Gose3Hb MPOSIBISIETCS Pa3BH-
THEM MYJIBTH(OKATBbHBIX KCAHTOM CYXOKWJIWH, a
TaK)Ke OPAHKEeBO-’KEJITBIX MOAKOKHBIX KCAHTOM Ha
JIAZIOHSX, ATO/INIIAX, B JIOKTEBBIX SIMKaX, Ha KOJIEHAX
M pyKax, B THIIUYHBIX CJy4YasgX — B MPOCTPAHCTBAX
Mexy mnanbiiaMu. OCHOBHBIM METOJIOM JieueHUs,
HaYMHAs C PAHHETO BO3PACTA, SIBJISIETCS IPUMEHEHUe
CTATUHOB U 3KCcTpakopropanbHbiil adepes JIITHII,
KOTOPBIH TIPOBOIUTCS B CIEIMATU3UPOBAHHBIX I[€H-
Tpax. OIHUM M3 BapUaHTOB JICYEHUST MOKET ObITH
TpaHCIJIAHTAIMS TIedeHr it obecriederust (hyHK-
IIMOHUPOBaHUS TleueHOUHbIX perentopoB JITTHII.

CemenHan aucbetanunonporenHeMus

ﬂaHHOE HapylmieHue JIUIUJIHOTrO obmeHa BCTpE-
Ya€TCA PEAKO U HACJIEAYETCA KaK ayTOCOMHO-pPeEILeC-
cuBHOE 3a00JIeBaHne C paSﬂH‘{HOﬁ CTEIIEHbIO TIEeHE-
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Tabnuua 2
PekomMeHAaLUMm no BbIIBNIEHUIO U JIEYEHMIO FreTepo3nroTHOM ceMeMHOM runepxosnecrepmHeMumn

Knacc YpoBeHb
PekomeHpauuvn . P
peKkomMmeHaaunmn AoKa3aTeNbCTB
I'Cl nopo3peBatoT y 6onbHbIX CC3 — B BOo3pacTe MeHee 50 net
Yy MYX4UH 1 MeHee 60 neT y XeHLWMH, Yy 1L, UMetoLMX POACTBEHHNKOB C
c npexaeBpeMeHHbiMK CC3, N1 y NauMeHTOB C CEMENHbIM
aHamHesom 'Cl’
PekomMeHA0OBaHO NOATBEPANUTL AMArHO3 KIMHUYECKUMU KPUTEPUSIMU | C
NN, €CNnN eCTb BO3MOXHOCTb, € nomMoubto AHK-aHann3a
CeMelHbIN CKPUHUHT MoKa3aH, Koraa y nauveHTa gnarHoctTmpoBaHa
'Cl; ecnn eCTb BO3MOXHOCTb, HEOOXOANMMO MPOBECTUN KackafHbll C

CKPUHWHT

Mpwn ICI' pekoMeHA0OBaHbI BbICOKME A03bl CTATUHOB U, €CNU 3TO
HeobXxoanMo, B KOMBUHaLMK C UHIMBUTOpaMum abcopbumm | C
XofiectTepuHa U/nnm cekBecTpaHTaMm XenyHblX KNCNoT

OeTam, umetowmm pogutenen ¢ ICl, pekomeHAOBaHO:

— ObITb 0OCNIEfOBAHHBIMU KaK MOXHO paHbLue

— NPUAEPXMNBATLCS NPaBUNbHON ANETbI C
— MPOBOAUTL MEAMKaMeHTO3HOE NeYeHNe B NO34HEM AETCTBE

1N B NOAPOCTKOBOM BO3pacTe

ety c ToCT HyxAaatoTCcst B 0COOOM BHUMaHUM yXe C NepBOro roga
XXU3HU

JleyeHne HanpaBneHo Ha pocTmxeHue uenesoro ypoBHs XC JIMHIM

(< 2,5 mmonb/n, nnu < 100 Mr/an) ans NauneHToB € BbICOKMM PUCKOM.
Insa 6onbHbIx CC3 B aHamHe3e uenesoe 3HadeHne XC JIMHIM coctaens-
et < 1,8 mmonb/n (< 70 mr/gn). Ecnu uenen goctmnyb He yaaeTcsi, Heob-
XOAMMa KOMOMHMpPOBaHHas fieKapcTBEHHas Tepanus B HAaMOONbLLNX
rnepeHOCUMMBbIX fo3axX AN MaKCMManbHOro cHMXxeHus ypoBHs XC JIMHM
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TpupoBanus. Ero peako HaGI0ma0T y JKEHIIUH 10
HACTYTJIEHUs MeHOMay3bl. DOJBITUHCTBO cirydaeB
TOMO3WUTOTHBEI 10 amoE2. /lanuplii amoJumomnpoTe-
UH SBJSETCS BAKHBIM /I TTeYeHOYHOTO KIUpeHca
OCTATKOB XUJIOMUKPOHOB U JTUTIOTIPOTENHOB TIPOMeE-
sxytounott mnotnoctu (JIIIIIIT), on MeHee akTUBHO
CBS3BIBAETCI C TIEUEHOUHBIMHU PEIENTOPaMU, 4eM
E3 u E4. Cunznpom yacto pasBmBaeTcs MpHW HaJIH-
YU TUCTUTUIEMUN, aCCOIIUITPOBAHHON ¢ cCaXapHBIM
AabeToM, OKUPEHNEM WA TUIIOTHPEO30M.
CeMmelinasg aucOETAIUIIONPOTEUHEMUS XapaK-
Tepusdyercs KJIWHWYECKUM CUHAPOMOM, TPU KOTO-
pom 1o nedenus nosbimaioTcess ypoau OXC u TT.
Y manueHTOB pPa3BUBAIOTCS KCAHTOMBI B CKJIAIKAX
KOJKHU, HA JIOKTSIX, KOJIEHSIX U KUCTSIX. PUCK pa3gBUTUA
NBC oveHb BBHICOKHUI, 4acTO HAGJIOIAIOT YCKOPEH-
HOE TIPOTrPecCHpOBaHie aTepOCKIepo3a GelpeHHOI
u 6osbinebepiioBoii aprepuil. IIpocToil CKPUHUHIO-
BBl TeCT /I BBISIBJIEHUS ceMelHON aucheTagnmo-
MPOTEMHEMUN COCTOUT B BBIUMCIEHUU COOTHOIICHUST
amoB m OXC. Ilpu 3HaueHUM ITOTO ITOKa3aTeJsist
meHee 0,15 (amoB mamepsior B r/m1, a OXC — B
MMOJIb/JI) UMEETCS BbICOKAd BEPOSTHOCTb CEMENHOM
AUCOETATUTIONIPOTEMHEMIH.

B 1iesioM, BbIsiBJIEHNE TOMO3UTOTHOCTH 110 artoE2
y MalyeHTa ¢ AUCJAUIINAIEMIEN 1T03BOJISIET HAIEKHO
HOATBEPAUTD AMArHo3. Y OOJIbHBIX TOKUIOTO BO3-
pacta ¢ KCaHTOMaMM, HAllOMUHAIOI[UMU TaKOBbIE
py ACOETATUTIONPOTENHEMIH, KOTOPHIE HE SIBJISI-
10TCST TOMO3uroTamu 1o arnokE2, ciemyer oreHuBath
coJiepsKaHue maparpoTenta.

JleyeHne cemeiiHOI MUCOETATUTONPOTENHEMUH
JOJIDKHO  TIPOBOAMTBCS B CHENHMATU3UPOBAHHOM
JuruaHOM 1erTpe. Kak nmpaBuiio, y Takux GOJbHBIX
spdexkTuBHa Tepanusa cratuHamu u dubparamu,
YaCTO Ha3HAYAEMBbIMU B KOMOMHAIINH.

CemenHbin pechnumr
nunonpoTeuHnunasbl

[y6okuit gedekT KaTabom3mMa XUJIOMUKPOHOB
u JIITHII npuBoauT K XUJIOMUKPOHEMUU U TIOBBI-
mrenuio yposusa TI>15 mmouas/n (1330 mr/mn).
ITO TIPOUCXO/IUT Yy TAIUEHTOB, KOTOPBIE SBJSIOTCS
TOMO3UTOTAaMHU W/ OObEANHEHHBIMA TeTEPO3UTO-
TaMU TI0 MyTanuu (pepMeHTa JUITOMPOTEUHIUTIA3bI.
[Toxoxuit pedexr karabommsma TT MoxeT ObITh
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00ycJsioBJIeH HacIeACcTBeHHbIM fedunutom anoC2.
[IpuuymHOl  TSKEJON TUIEPTPUTIUIEPUIEMUN
MOJKET OBITh TaK:Ke MYyTal[isl TeHa, KOAMUPYIOIIEro
apyrue anosumnonporentbl (anoCIII u aroAS) nin
B3aumozeicryomme 6enku. Cemeiinpiii gedunnut
JIUTIOTTPOTEMHIINTIA3BI SBJSIETCS PEAKON MPUINHON
TSKEJION TUIMTePTPUTJIUIIEPUIEMUT, BBI3BIBAIOIIEH
TSIZKeJTbIe PACCTPONCTBA TTOKETYA0UHOT JKeTe3bl.

Apyruve reHeTU4eCKMe HapyLUeHNS
mMeTabonusma nMNonpoTenHoB

Wnorpa BerpeyaioTesl MallMEHTbl ¢ KpaliHe HU3-
kuM comepxxanuem XC JIITHIT n XC JIIIBII
(mabn. 3). Haubosee pacrpocTpaHEHHON TeHeThde-
CKOIl THUIOJUMUIEMHUEN SIBJSETCS TUTOOETATHITO-
MPOTENHEMUs, KOTOpas NOMUHAHTHO HACJeIyeTcs W
YacTO BO3HMKAET M3-3a YKOPOYEHUs IeNOouKu aroB.
Konmnenrparuss XC JITTHIT B chiBOpoTKe OOBIYHO
cocranssger 0,5—1,5 mmosb/n (<20-60 mr/mr). Kax
[PaBUJIO, TO HE WMMEET KJIMHUYECKOTO 3HAYEHUS.
Bousee riybokuii geduir aoB mposisiisiercst abera-
JIUTIOITPOTEMHEMUEN CO cTeaTopeet, HEBPOJIOTUIECKHU-
MU U JIPYTEMU OCJIOKHEHHUSIMHU, TPEOYIOIMU CIIEI[H-
ATM3UPOBAHHOTO JiedeHust. [IpakTiuecku oTcyTCTBYeT
XC JIIIBIT npu 3aboseBanuun Tangier; oueHb HU3-
kuii yposenb XC JIITHIT mosker ObITh 00ycCJIOBIEH
nepUIUTOM JIETIMTHH-X0JIeCTEPUH-AIUATPAHCHEPA3DI.
O6a 3aboJieBaHIs aCCOIMUPOBAHBI € PA3HOOOPA3HbI-
MU KJIMHUYECKMMHU CHHIPOMAMHU U TPeOYIOT CIIelu-
AM3UPOBaHHOTO JiedeHust. OueHb BBICOKOE CO/lepKa-
nne XC JIIIBII ormevator y mamnueHToB ¢ AeduIm-
ToM Gesika, 0OeCIeYnBaIoIIero OOPaTHbIN TPAHCIIOPT
XC — CETP (cholesterol ester transfer protein). ITpu
reteposurotHoii hopme yposerb XC JITIBIT o6braHO
coctaBmsger 2,0—-2,4 mmois/n (80-90 mr/mm), a mpu
TOMO3UTOTHOM — 5 MMOJIb/71 (200 MT//171) WK BBIIIIE.
JlanHag aHomasvst He BBI3bIBAET KIMHUYECKUX TIPO-
SABJICHU.

JKCcTpakopnopasnbHbie MeToAbl
nedyeHvs gucnunuaeMmn

B nacrosiiiee BpeMst B MUpe pyTUHHO TTPUMEHS -
IOT Pa3JIMYHbIE METO/bl JIEYEHUS TsKeJbIX (opm
aTepockieposa, Takue kak ummynocopoOimsi (M1C)
JIITHIT w naunonpotenna a (JIr(a)), xackamgHas
mnaszmadunsrpanus  (KIID), mnnasmacopbius,
remocopbius, npenunuraius JIITHIT remapusom.
CestekTUBHBIE TIPOIEYPBI peodepe3a cormocTaBu-
MBI 110 cBoell adpexTnBHOCTH. Hale Bcero B Mupe
ucnosb3ytor metomsl MC JITTHIT u KITM.

WC JIIIHII upumensior B mupe yxke Oojee
20 net. IIponeaypsl mpoBoaAT ¢ unTepBasiom 1 pas

Tabnuua 3

FeHeTn4yeckmne paccrpoﬁcha metaGonuzma nunornporTe-
NHOB

HapyweHus YpoBHU
Pacnpocrpa-
nvunupHoro nunonporteun-
HEHHOCTb
obmeHa HOB
rcr 1 Ha 500 T NNHN
foCr 1 Ha 10° 1 INHN
1T NNHN,
CKr 1 Ha 100/200 1 INOHMN,
1 anoB
CemenHas ancbe- 11 7nnn v
oCTaTKOB
TanunonpoTenHe- 1 Ha 5000
XVNOMUKPO-
Mus
HOB
HedunuunT cemenn- 11 Xunomm-
HOW nunonporTe- 1 Ha 10° KPOHOB U
VHNMNasbl NINOHN
BonesHb Tangier
(ananbtanuno- 1 Ha 108 Linnen
npoTtenHemus)
CemeliHbI gedu-
LT NELMTR- 1 Ha 106 L AnBn

xonecrtepuH-auun-
TpaHcdepasbl

JIMOHI — nMnonpoTenHbl 04eHb HWU3KOW MJIIOTHOCTM.

B Hegenio y 6obHbix ¢ [0CT u 2—3 pasza B MecsIl y
6osbubIX ¢ I'CT. Jlanublil MeTO/| JledeHns 1103BOJISeT
CEJIEKTUBHO Y/AJTATh U3 TIJIa3Mbl KPOBU TAIMEHTA
ateporennsie JIITHII, a tak:xe Jlm(a), coxpamss mpu
9TOM B IIJIa3dMe HeOOXOAUMble OpPraHu3My OeJIKH,
bepmenTsr, ropmonsl, BuTamuiibl, JIIIBII. Bombiroe
KOJIMYECTBO HEKOHTPOJHUPOBAHHBIX WCCJIEOBAHUI
CBSI3aHO C ITHUYECKUMU TPYAHOCTSIMHU PaHIOMU3A-
1 GOJIBHBIX ¢ PAHHUM M OBICTPO MPOTPECCUPYIO-
UM aTepOCKIepo30oM. MIMeroTes JanHble 0 BBICOKON
adpdextuBnoctu adepesa JIITHII mpu [oCI" u apy-
rux (popMax ceMelHOU MUCIUTHAEMIH, IO CpaBHe-
HUIO C¢ MeIUKaMeHTO3HOUW Tepamnwueil. JlaurenpHast
tepanust (B Tederne 1,5-2 jier) y GOJNBHBIX C TSIKE-
JbpIMU (hopMaMu CeMEHHON AUCTUTUACMUN CHUAKAET
yposenb XC JIITHII na 50-65 %, moBbiiaeT KOH-
tenrpanuio XC JITIBII B cpentem Ha 24 %, 103BO-
JIIET CHUBWTD cojiepskaHue GubpuHOreHa, BI3KOCTh
KPOBU, BOCCTAHOBUTD (DYHKITUIO SHJIOTETUST COCY/I0B
[1]. B pesysbraTe TpulaTuieTHETO ONbITA JIEUEHUST
nereit ¢ IoCI' B mupe meronoMm adepesa JIITHII ne
BBISIBJIEHO KaKUX-JUOO OTKJIOHEHWIT yMCTBEHHOTO
1 (GU3NYECKOTO PA3BUTHUS, COCTOSTHUS UMMYHUTETA,
TOPMOHAJILHOTO ¥ OMOXUMUYECKOTO TIPOUIIst, remMa-
TOJIOTUYECKUX MTOKa3aTeIel.

KII®D BbITOAHSAIOT MyTeM OTIeJeHUs TIa3Mbl
Ha cerapaTope KJIETOK KPOBHU. 3aTeM OHa IPOTeKa-
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eT 4Jepe3 IJIa3MEHHBIN (UIBTP U pasjieisgeTcs Ha
KoHIeHTpar, cogep:kamnmit JITTHII, JIn(a), rpursam-
mepuabl, (puOpPUHOreH, a Takxke IasMadUIbTpar.
B mocnemxnem cozep:karcs Bce OCTaJbHBIE KOMIIO-
HEHTBI ILJIa3Mbl KPOBU MEHBIIIETO pa3Mepa, B TOM
ypreste JITIBIT u umMyHormob6yauH G, KOTopble BMe-
CT€ C IPUTPOIUTAMU BO3BpAIIAIOTCS IallMeHTaM.
B ormmume or UC JIITHII, KII® asasgercsa menee
CEJIEKTUBHBIM BMEIIATETbCTBOM, YTO IMEET MTPENMY-
mectBa y suil ¢ IBC u mOBBINIIEHHON BA3KOCTHIO
kpoBu. Meron KIIMD rtexuuuecku mnpoie u MeHee
noporoctosmtuit, uem VC.

Hapsaay ¢ yaydmenreM OGHOXMMUYECKOTO IIPO-
busist, y MHOTHX OOJTbHBIX HAGJIIOIAI0T PErpece KOxK-
HBIX KCAHTOM, MpeKpalieHne W CYIIeCTBEHHOe
CHIKEHWE YaCTOTHI IIPUCTYIIOB CTEHOKAPANH, TTOBbI-
IIeHWe TOJIEPAHTHOCTU K (HU3WYIECKO Harpyske.
[To pesynpraTam celeKTUBHOU KopoHaporpadum,
6osiee yeM B 80 % cirydaeB OTMEYAIOT CTAOUTM3AIIAIO
U Ja)ke pPerpecc arepoCKJIEePOTHYECKOTO IPOIecca.
OTMeueHO OTCYTCTBUE HOBBIX CTeHO30B. lIporemny-
Pbl XOPOIIIO TEPEHOCITCS W HE BBI3BIBAIOT KaKHUX-
6O CePbE3HBIX OCTIOKHEHU.

Adepes JINHN y peten

CBoeBpeMeHHOE HAYaj0 JIeYeHUs METO/aMU
aepesa JIITHII npexnorspamaer passutue BC y

JinTtepartypa

1. narHocTvka 1 KoppeKum1s HapyLleHUN NMNMAHOro obmMeHa
C uenblo nNpodunakTUKM U JNevyeHUs aTepockieposa.
Poccuiickmne pekomeHgaumu. IV nepecmotp.— M., 2009.

2. Catapano A.L., Reiner Z., Backer G. et al. ESC/EAS Guidelines
for the management of dyslipidaemias. The Task Force the
management of dyslipidaemias of the ESC and EAS //
Atherosclerosis.— 2011.— Vol. 217 (Suppl.).— P. S1-544.

JleTel, CTPaIAIONINX TSKeTbIMU (POpMaMK ceMelHOM
mucimiemun. lersm 1o 10 et Hesib3st TPOBOINTD
Teparuio CTaTUHAMM U3-32 MX CHCTEMHOTO JIeHCTBUS
Y ONIACHOCTH TOBJIUSATH HA CTEPOU/IOTEHES, TIOATOMY
aepes JIITHII, ne nmeronnii cHCTEMHOTO BJTUSTHUST
Ha OPTaHU3M, SIBJISIETCS Ge3aIbTePHATHBHBIM BHIOM
neuerns ToCT y geteit. OcHOBHOE ycI0OBHE: pebeHOK
JI0JIKeH UMeTh Bec He Metee 20 KT.

Adepes JINMHMN y 6epemeHHbIX

[Tpumenenue adepesa JIITHIT mokasano Gepe-
MEHHBIM C pedpaxTepHOll ceMeiHON MuCcIumuie-
MMEH, YUYUTbIBasl IPOTUBOIIOKA3aHNS K Ha3HAYCHUIO
CTATUHOB Y 3TO¥ KaTeropuu OOJIbHBIX.

OpraHv3aloHHbIe acrneKTbl
acdepesa JINMHN

B Tepmanuu, Benuko6putanuu u CIIIA ade-
pe3 JITTHII pexomenaytor npu [oCI anbo Bbipa-
JKEHHOW THUIEePXO0JeCTePUHEMUU, €CJIU JHeTa U
MaKCHUMaJbHasl JIEKaPCTBEHHAs Tepalius He M03B0-
JUIU J0CTUYb 1eseBbiXx ypoBHeit XC JIITHII.
CrpaxoBble KOMIIAHUM TOKPBIBAIOT PACXOJ/bl HA
adepes JIITHII, Tak:xe kak 1 Ha TIPOBE/IEHNE TEMO-
nuanusa [1].

3. European Association for Cardiovascular Prevention &
Rehabilitation; Reiner Z., Catapano A.L., De Backer G. et al.
The ESC/EAS Guidelines for the management of dyslipidae-
mias // Eur. Heart J.— 2011.— Vol. 32.- P. 1769-1818.

4. World Health Organization, Human Genetics Programme.
Familial hypercholesterolemia: Report of a second WHO con-
sultation. WHO/HGN/FH/Cons/99.2.— Geneva: WHO, 1999.



