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OueHKa KomMnJsiekca 2eHemu4ecKu
3aBUCUMbIX hoKa3zamersneu
anosiunonpomeuHoB A-I, B, C-lIll, E
U JlJunonpomeuHa (a) y nauueHmonB
C 2unepmpuz2niuuepugemuedt
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OI'BY PKHIIK M3 PO

Aocmparxm
Ilens pabomwt. OyeHumos 3Haverue onpeoenerus noxazameneli 2eHemuecKu 3a8UCUMbIX anoiuno-
npomeuros (ano) A-I, B, C-1II, E u aunonpomeura (a) [JIn(a)] 6 cot60pomxe nauuerninos ¢ 2unepmpuii-
uepuoemueil (I'TT), nanpaenernnvix Ha amoyaamopHyo KOHCYLIMAUUIO, Ol YIMOUHEHUS MEXAHUIMOE
—
—

803HUKHOBeHUA nepeuoli I'TI ¢ yenvio eé panmeti OuazHOCImUKLL 1 6bl00PA MAKIMUKLL ICUEHUA.

Mamepuan u memoowvt. Oocnedosara zpynna u3 96 nayuernmos (48 myxcuur u 48 rceruyir) ¢ yposrem
mpuznuvepuoos (1T) coteopomiu bonee 2,3 Mmonw/ i 6 6o3pacme om 17 00 70 aem. bolau nposeoervt: iuc-
Ceoosanue AUnUoH020 nPpopuis, IneKmpopopes aunonpomeunos, anaius ano A-I, B, C-I, E u JIn(a).
JIabopamopHvle aHAU3bL BINOIHEHbL HA OUOXUMUMECKOM ASIMOMAMU4eckom andrusamope Architect
C8000” pupmor Abbott. Ano E u ano C-III onpeoenianu memooom paremmo2o UMMYHO-21exmpogpopesc
6 MOHKOCIOLIHOLL azapo3e HabopamiL pedzeHmos npoussoocmesa Ppupmot ‘Sebia” (Pparius).

Pe3zynvmambsl. Boiagiena cmamucmudecklt SHasumas Koppenayus mexcoy yposwamu 11" u ano E, 1T’
u C-1II, a maxoice mexcoy yposuamu ano E u ano C-II y nuy ¢ I'TT, wimo yrasvieaem Ha HapyueHue ano
E/B-100-peyenmopro2o noznowjerus kaemicamu JIITOHI, kxomopoe cayixcum 00OHOU U3 NPUuHLUI Pa3eumusl
I'TT. Ypoeers ano 6 6bill 3Haqumo eviute )y auy, ¢ 17111 [Ib muna no cpasreHuro ¢ epynnoii ¢ I I IV u 'V
munos. Ilo cooepaucarnuro ano A-I uJin(a) y auy, ¢ ymepernotil u 8oicoxoti I'TI" cmamucmuieckit SHAMUMbLX
pasnunuii He ebiasneHo. Bo ecetl 2pynne 006C¢1e008aHHbLX NALUeHnos nosvluleroe cooepicanue ano E om-
meuanocsy 68,8 %, a ano C-III -y 76 %.

3arxmouenue. Onpeoenerie 2eremunuecki 3aucumslx noxasameneti ano C-IIl u ano E aensemca 00noaru-
MeNbLHBIM OUARHOCIMUHYECKUM Kpumepuem /15 8blaeieHus iuy, ¢ nepeurnoti I'1T.

Knroueante cnoea: unepmpuiuyepuoemus, anorunonpomeur C-1I, anonunonpomeun E, aunonpomeurt (a).
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Abstract

Objective. The objective of the work was to evaluate importance of some genetic-related parameters
determination such as serum apolipoproteins (apo) A-I, B, C-II, E, and Lp(a) in patients with
bhypertriglyceridemia (HIG) who were consulted by a lipidologist.

Patients and methods. The study group consisted of 96 patients (48 men and 48 women) from 17 to 70
years old, with serum triglycerides (1G) exceeding 2,3 mmol/l. Fasting plasma TG, cholesterol, apo A-I, B,
C-11I, E, and Lp(a) were measured. Lipid electrophoresis was also performed.

Results. We found the significant correlations of serum TG levels with apo E and C-1II, and apo E with apo C-III
in patients with HIG that points out the receptor defect of VLDL uptake by some cells that is one of some causes
developing HTG. Apo B level was bigher in patients with type 1Ib byperlipidemia in comparison to types III, IV
and V. As to apo A-I and Lp(a) levels, we have found no difference between patients with moderate and severe
HTG. The elevated levels of serum apo E and C-11l were determined in 68,8 % and 76 % patients, accordingly.

Conclusion. The evaluation of genetic-related parameters of serum apo C-III and apo E is an additional
diagnostic tool for the identification of primary HTG patients.
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Mmneptpurnuuepnaemus (M) aBnseTcs ogHOM
13 OCHOBHbIX (POPM HapyLLUeHWUM IMNUAHOro obmeHa
N He3aBMCMMbIM (PaKTOPOM PUCKa aTepockiieposa,
ocobeHHo nHbapkTa Mmuokapaa (MM) n nepudepmde-
CKOro aTepockfieposa [ 1-3]. BbisiBneHve ponu nepsmy-
Horo (reHeTn4eck 0ByCNOBIEHHOIO) UM BTOPUYHOTO
(CMMNTOMATMHEeCKOro) reHesa Npu HapyLeHWsx nu-
nuaHoro obmeHa [4-6] MMeeT BaxkHOe 3HayeHve ans
(POPMMPOBAHMA aANrOPUTMa KOpPPeKLMM 3TOro Ha-
pyLleHvs. Ponb reHeTnKM B MeTabonm3me NUNUAHOIO
obMeHa peanunsyeTcs NoCPeACTBOM BIVISIHUS Ha yHK-
LMOHaNbHYIO aKTVBHOCTb PAAa anonnnonpoTenHos
(ano), koTopble BXOAST B COCTaB JIMMOMPOTEMHOBbIX
4acTuLl. YCTaHOBMEHbl  MOMNEKYNIAPHO-reHeTnYeckmne
XapaKTePUCTUKN  PA3MNYHbBIX  anonpoTeMHOB  MpU
pasHbix heHoTUnax runepnunonpoterHemuin (M),
B TOM 4ucne u npu I [4, 6, 7]. NoMnMoO reHeTw-
4eCcKoW OnocpeOBaHHOCTU MOBBILEHHOIO  YPOBHS
Tpurnuepngos (Tr), KNMHWMYeckM HabnogaloTcs
ncmnTomatndeckmne I (MeTabonuyeckmii CUHAPOM,
LLeKOMTMEeHCUPOBAaHHBIV CaxapHbii Auadet — CO v opy-
rve 3abonesaHus), MHOTOKPATHO YBeNMYMBaloLme
PUCK Pa3BUTUA aTEPOCKIIEPOTUHECKNX MOPaXKeHUM
[8-11]. B CLLIA pacnpocTpaHeHHocTb [T, onpenense-
MOW Kak yposeHb TT'>1,7Mmonb/n (> 150 mr/on),
coctaBnfer npubnusmtensHo 30% [12]. U3 namm
derotmnos MM (no knaccndukaumm BO3) Tonbko
noaTvn lla conpoBOXAAETCA HOPMalbHbIM COfEepKa-
Hvem TI B nna3me. BapuabenbHocTb ypoBHsS TI Kak
y OTAENbHO B3ATOrO NaLuyeHTa, Tak 1 Cpeaun Bcex nunL,
c I'TT MoXeT ObITb OT YMEPEHHOM [0 O4eHb BbICOKOW
(> 100 pa3 oT BepxHeN rpaHuLLbl HOPMbI), 4TO CO3AaeT
OnpeLeneHHble TPYAHOCTM OMAarHOCTUKM eHoT1na
n koppekuwmu Tl CnegyeT y4nTbiBaTth, Y10 [T — 310
pe3ynbraT BUAMMOW YacTh ancOepra HapyLleHHOro
MNNOHOTO TPaHCNOPTa, B TOM 4YMUCie CTPYKTYpPHOW
coctaBnsowen TI — XupHbix kucnoT (KK), a Takxke
KOHLEHTpaLMK anonpoTenHoB, Kak Npyi NepBUYHOM,
Tak U BTOPUYHOM reHese [13]. Ponb reHeTn4eckmx
pakTopoB NpencraBneHa B BUAE HACIeACTBEHHOIO
npenpacnonoxenna K M BCeAcTBME reHeTUHEeCKMX
MOONMUKALMN, BAMAIOLLMX Ha aKTMBHOCTb anonpo-
TEVMHOB, PerynsTopoB OOMeHa NMNNAOB, MpU pas-
JINYHOW 3KCNPECCUU U NMEHETPAHTHOCT 3TUX FeHOB.
dopmuposaHue T Takxe HaxoAMUTCH Nof, BAVNSHUEM
CpefoBbiX (hakTOpPOB, B TOM YMC/e MUTaHUA, B OTHO-
LWeHNN CybCTpaToB, MCTOYHMKOB MEPBUYHBIX COCTaB-
naowmx — XK, B GpopMUPOBaHMUK KONNYECTBEHHOMO
obbeMa NMMonpoTemaHbIX HacTuy,. 3To MoryT ObiTb
reHeTUKO-CPeoBble BapWaHTbl HapylweHns obmeHa
AMNMAOB NN MeTabonmyecke HapyLLIEHWUs NPU CUM-
ntomatundeckmx [N npu page 4eKOMNeHCMPOBAaHHbIX
3aboneBaHu [4,5, 14]. [Ons BbIABNeHWs ponu
reHeTnKU 1 cpefbl B popMurpoBaHum ['TI Teopetnye-
CKM MOTYT ObITb MPUMEHEHbI TeHeTUYecke MeToAbl
OLLEHKM MO MapKepaMm NpeapacnonoXeHHOCTN, MOXeT
ObITb  MCMONB30BAHO OMNpefeneHe  KOHLEHTPaLUm
anonpoTeVHOB, YYUTBIBasA FEHETUHECKUIA MONMMOp-
PU3M, M BaxXHAA POb MPUHALNEXUT BbIABEHMIO
KNMHUYECKMX NPUYUH cumniTomatndeckux T Mpwr

[Tl npoBeneHwe 3nekTpoopesa NUMNOMNPOTENHOB
nomMoraet geHotunposaHuio MM 1 guarHoctvike
cYMnToMaTyeckux peHotmnos [15, 16].

B KNVHM4YeCcKoM npakTvke 4acTo BO3HUKAET He-
06X0AMMOCTb  MPOBEeAEHNST [OMONHUTENBHOW  [AMa-
FHOCTNHYECKOW OLLEHKM ANS YTOYHEHUSA NEPBUYHBIX NI
BTOPWYHBIX [Tl Ha OCHOBE COBPEMEHHbIX OOCTYMHbIX
nabopaTopHbIX METOAMK. Takon  LOMOMHUTENbHON
XapaKTepUCTMKOM MOXeT OblTb onpepeneHue Co-
nepxanns ano E n ano C-Ill nnasmel, ABNSIOLLNXCH
KothakTopamn 1 akTVMBaTOpaMu MeTabonvama nmnu-
noB. OnpepeneHvie KOHUeHTpaumm ano E ysenuynsaet
[LOCTOBEPHOCTb YCTaHOBIEHWS TeHeTUYeCcKM 0DYCNoB-
neHHon MM 1l TMNa, ocobeHHo B Cyvasx yMepeHHo
BblpaxkeHHoW [T, B [OOMOMHEHME K pe3yfbrataM
anekTpodopesa NMMOMPOTEMHOB, YTO MOXET ObiTh
nonesHo B guarHoctuke [T [4, 16]. OnpeneneHve
ano B VIMeeT OnpefeneHHYIo ANAarHoCTU4eckylo LeH-
HOCTb MpW runepxonectepuHemnn (MXC), T.e. npu
deHotmnax lla v llb, a ano A-lI — npy HWU3KOM KN
BbICOKOM  COLEP>XaHWW  NINMOMPOTENHOB  BbICOKOM
nnotHocTk (JIMBM). JNinnonpoten (a) [JIn(a)] nmeeTt
CYLLeCTBEHHYIO TFeHETUYECKYIO 3aBUCMMOCTb Y NNL,
C nobbiMu cheHotnnamm TN Kak OOMONHUTENbHBIN
He3aBNCMMbIVI (DaKTOp pMcKa atepockneposa. Llenbio
Haleln paboTbl Obina oLUeHKa ponu onpeneneHus no-
Ka3aTenewn reHeTM4eCcKM 3aB1CcUMbIX anobenkos A-I, B,
C-llln E, a Takxe JIn(a) B CbiBOPOTKE NaLMeHTOB ¢ T,
HanpaBneHHbIX Ha amMOyNaToOpHYIO KOHCYNLTALMIO, AN
YTOYHEHMA MEXaHN3MOB BO3HUKHOBEHWA MEPBUYHOM
[Tl C uenbto eé paHHen AMarHoCTMKN 1 BbIbopa Tak-
TUKW NeYeHns.

MaTtepuan n metoapbl.

O6cnenoBaHa rpynna nuuy ¢ I'TM 13 96 Yenosek
(M3 HUX 48 EHLLMH), HanpaBneHHbIX Ha ambyna-
TOpHYIo KoHcynbraumio 8 OIBY PKHMK MwuH3gpasa
PO B nepuog 2007-2008 rr. KpuTepmem BKITIOHeHMS
B 1CCnefoBaHMe Obif NMOBbIWEHHbIA ypoBeHb TI (60-
nee 2,3MMofIb/N) CbIBOPOTKM MPW HanpaBieHnu Ha
KOHCynbTaumio. Bo3pact obcnenoBaHHbIX COCTaBUn OT
17 no 70 neT, No YacToTe pacrnpeneneHnsd Bo3pacra OT-
MeYeHO BbIPaXXEHHOE CMeELLEeHne B CTOPOHY CTapLuen
BO3paCTHOW rpynnbl ¢ MeAuaHon 50 net (HMXHsS
N BepXxHAsd KBapTUAM — 41 1 61 M., COOTBETCTBEHHO).
3aMeTnM, 4To oDpaLLleHe MonoabIX KL, C 17-neTHero
BO3pacTa onpenenseT Takxe akTyanbHOCTb Npobnemsl.
Y BCex naumeHToB ObiNo MPOBeAEHO KIMHWYeCKoe,
BroxmMMmYeckoe 1 reHeanorndeckoe (faHHble cemeln-
Horo aHaMHe3a) obcnefoBaHve.

JlabopatopHbie  mMeToAabl.  BuoxyMUYeckuia
aHann3 CbIBOPOTKM KPOBM BKJIOYaN onpegenexHue
copepskaHus rmoko3bl, obulero Oenka, KpeaTMHUHA,
bunnpybuHa, anaHMHamuHoTpaHcdhepasbl  (ANT),
acnaptatammHoTpaHcdepasbl (ACT), kpeaTuHdOCho-
KmHa3sbl (KDK), wenoyHor docdatassl (LLD), ramma-
ryTaMuiTpaHcnenTaasbl (ramma-IT), C-peakTMBHOMO
benka (CPB), MoyeBol kucnotsl. ComepsKaHme rioko-
3bl OMpefensany reKCoKMHasHbIM MEeTOAO0M, MO4YEBOV
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KUCNOTbl — (hePMEHTATUBHBIM METOLOM, OMnMpydmnHa
N KpeaTMHVHA — YHUMPULMPOBAHHBIM KOTOPUMETPU-
4YeckKMM MeToOOoM, aKTWBHOCTL (epmMeHToB ACT, AJT,
LD, KOK v ramma-IT onpenensnm ¢ MCNofib30BaHWeEM
HabopOB peareHTOB NpoW3BOACTBA rpMbl Abbott
(CLLIA) Ha BMOXMMMYECKOM aBTOMATMHECKOM aHamnw-
3atope Architect C8000 cdmpmbl Abbott. Mposoamnock
onpefeneHve napameTpoB  UNMOHOMO  Npouna
(obuiero xonectepuHa — XC, TI, XC JIMBM), anekTpo-
popes NMNonpoTeENHOB, aHanms3 anonpoTtenHos A-|, B,
C-1ll, Ewm Nn(a). KoHueHTpaumm obero XC v TT n3me-
pPAN POTOMETPUHECKUM (PEPMEHTATUBHBIM METOLOM,
XCJIINBM = npaAMbIM  (POTOMETPUYECKMM  METOLOM,;
3N1eKTPodope3 INMONPOTENHOB NMPOBOAWIN METOLOM
PaKETHOrO  MMMYHO-3neKkTpoopesa. KOoHUeHTpaumio
CPB, ano A-l, B 1 ano(a) onpenensny MMMyHOTypou-
LMETPUYECKMM METOLOM, CopepyKaHue obuimx ano E
n C-1ll = METOLOM PakeTHOro MMMYHO-3J1eKTpoopesa
B TOHKOCJIOVMIHOW arapo3e C UCrob3oBaHneM Habopos
peareHTOB MPOW3BOACTBA GupMbl Sebia (DpaHums).
Hopmbl amo C-lll u E npencraBneHsl  dripmon-
n3roToBMTENIEeM HabOPOB peareHToB: ano E— 1o 7,6 mr/
an, ano C-1ll = no 4,5 mr/on.

Cratuctndeckmi aHanms. Cratuctudeckast 00-
paboTka AaHHbIX Oblna NPOBEAEHa C NCMONb30BaHMEM
nakeToB cratucTudeckmx nporpamm STATISTICA 6.0
1 SPSS 14.0. YcTaHOBNEHO, 4TO pacnpeneneHue nccne-
LyembIx rokasatenen B JaHHOW paboTe CylecTBEHHO
OTKJIOHANOCb  OT  HOPMaJIbHOTO  pacnpefenenHus,
B CBA3M C YeM A1 CPABHWTENbHOIO aHanmsa rpynmn
MNCNONb30BaNM MefMaHbl, KBaptunu un U-Kputepui
MaHHa-YUTHW. [Ing n3y4eHnsa B3aMOCBA3N NepemMeH-
HbIX NPUMEHANM KOPPeNnAaLMOHHbIN aHanu3 CnvpmMeHa
(R). MpoBepsiemble rMnoTesbl Ans KakA40ro 13 Kpute-
preB OTKIIOHANNCH NpK YpoBHe 3HaqnmMocT p<0,05.

Pe3ynbratbl.

C yactoton 30-65% y nauMeHToB OTMEeYanncb
cydan  Creflylolmx  XpoHudeckux  3aboneBaHui/
COCTOSAAHUM: KaNTbKYNE3HbIN 1 HEeKaNbKyNE3HbIN Xose-
LMCTWT, XOMeLMUCTIKTOMUS, MovekameHHas OornesHb,
nuenoHedpwuT, 3aboneBaHUs LUMTOBUAHOW >Xene3bl
(KOMMEHCMPOBaHHbIV  AyTOMMYHHbI  TUPEOUAMNT,
MMNOTMPEO3 C TOPMOHAJTBHOM 3aMeCTUTENTbHOW Tepa-
nren), KOMNeHCMpPoBaHHbIn CIl 1-ro uam 2-ro Tmna,
naHkpeatnt. Y 90 % nauneHTOB BbisiBIIEHbI CEPLEYHO-
cocyamcTble 3aboneBaHus, cpefn KoTopbix Obinn: MBC
(44,8 %), nepeHecéHHbI M (13,5 %), pasnu4Hble
HapylweHna putMma cepaua (18,7 %), rmneptoHuye-
ckas 6onesHb (87,9%), nepudepnyeckmin atepo-
cknepo3 (21,9 %). OTATOLLEHHbIN CEMEHbI aHaMHe3
PaHHKX aTepPOCKNIEPOTUHECKNX COCYAMNCThIX 3aboneBa-
HWI (MBC, M, nHcynbta) cpeam poacTBEHHUKOB 1-1
cTeneHy poactea otMedancay 51 % nayneHTtos. KcaH-
TOMbI Pa3fNMYHbIX BUAOB, KaK CUMMTOM AJINTEIbHOMO
TedeHns [T nnu BbIPaXKeHHOro TAXXENOro HapyLLeHNS
nMnMaHoro obmeHa, Obinn BbifBAEHb Yy 36,5 %
6onbHbIX. ONPOC NALMEHTOB O NUTaHNK (AHEBHWK NU-
TaHWSA C OLLEHKOW KOMMYeCTBa NoTpebnsemblx 6enkos,

XupoB, yrnesogos, XC) BbIBMI CMelleHWe Habopa
NPOOYKTOB B CTOPOHY 3HAYUTENIbHOrO YBeIMYeHUs
XONeCTepuH- 1 YIMeBOACOAEPXKALLUMX MPOOYKTOB OT
peKoMeHA0BaHHOroO Konvdectsa ang nuu, ¢ MMM, 31um
0COBEHHOCTY MUTaHMSA MOTYT ObITb MPUYMHOWN HapyLLe-
HUI OOMeHa NMUNUAO0B 1 POPMUPOBAHUS PA3NNYHBIX
Tnos MM [16-18].

SnekTpodope3 NMMOMNPOTEMHOB CbIBOPOTKM Obin
nposefieH y 85 nccnenyembix NaumeHToB, onpeaene-
Hbl cnefytolive deHotunbl MIM: lla (15 nauneHTos
C TpaH3uTopHOW [TI, He NOATBEPXAEHHOM MpW MO-
BTOPHOM aHanuse kposn), Ilb = 35, Il = 11, IV - 18
1V — 6 Yenosek).

MpoBedeH CPaBHUTENbHbIM CTAaTUCTUYECKU aHa-
N3 OaHHbIX B 3aBUCMOCTW OT peHoTmna [1MM: B 1-10
rpynny Bkounnm ceHoTunbl I Ha un llb (ymepeHHas
rTr), B apyryto — mansi Ill, IV 1 V (Bbicokas TTT). Mpu
MCMONb30BaHUN Kputepuns [MUPCOHa He BbIABIEHO
[OCTOBEPHOIO Pas3fivymsa B CPaBHMBAEMBbIX FPynnax no
TaKUM KITMHWKO-(PU3MONOTNYeCKM MoKasaTensM Kak
MHOEKC Macchbl Tena, CUCTONMYeckoe 1 AMacrtonunye-
CKOe apTepuanbHOe AaBfeHne, 4YacToTa 3aboneBaHni
wuTtoBuaHom xenesbl, CI, UBC, M.

CpaBHeHVie MefViaH 1 KBapTUnen UCccefoBaHHbIX
nokasaTenen npepcraBneHo B Tabnuue, 13 KOTOPOU
BWIHO, 4TO He ObINO LOCTOBEPHbIX PA3NMYNN MeXIy
LBYMS rpynmnamm no Bo3pacty, ypoBHsaM obuiero XC,
ano A-1, Jin(a), Mo4yeBOn KMCNOTbI, rioko3bl 1 CPB.
YpoBeHb 00uiero XC 6bi71 0MHAaKOBO BbICOKMM B BEPX-
HeWn KBapTWUnM pacnpefeneHusa. 3HadeHne BepxHeu
kBapTMnM JIn(a) OblNO HEAOCTOBEPHO BhILWE B rpyrnne
deHotnnos lla v llb, 6e3 BbICOKIMX 3Ha4eHUI. YpOoBEHb
Tr Bo 2-1 rpynne (cornacHo Kputepusam HopMUpo-
BaHWUs rpynnbl) Obin 3HAYUTENBHO BbIWeE, Yem B 1-i
(MegmaHbl — 9,6 M 3,5MMONb /N1, COOTBETCTBEHHO).
[octoBepHO MeHbLUve KoHUeHTpaumm XC  JIMBIM
(megmaHbl — 0,98 1 1,3 MMONb/N, COOTBETCTBEHHO)
OTMEeYanuncb BO 2-1 rpynne, XoTa Mo ypOBHIO ano A-I,
OCHOBHOro anonpotenHa JIMBI, foCToBepHbIX OTIU-
41 BbISIBNEHO He Obino. YpoBeHb ano B B 1-1 rpynne
OblN1 OCTOBEPHO BbliLLE, Yem BO 2-i (MeamnaHbl — 143
1 113 Mr/on, COOTBETCTBEHHO), YTO YKa3bIBaso Ha yBe-
NNYeHVe KOHLEHTPaLMK B Mnasme ano B-copepxxatymx
4acTuL, y 3TUX NALMEHTOB, YTO XapaKTepHO ONS Nl
¢ MXC. MoBbilweHHOe cofdepkaHue ano E, 4yacto oby-
CNOBNEHHOE reHeTNHeck 1 0ObIYHO XapakTepHoe s
nauveHToB ¢ [J11 eHotuna lll, B Hawewn paboTe cpeam
BCex nauueHTos ¢ [Tl BbisiBeHo y 68,8 %. YpoBeHb
ano C-lll Bbllwe HOPMamnbHbIX 3H3aYeHUU TakKXe Ha-
Onofancs oBOSIbHO HacTo —y 76 % 0bceqoBaHHbIX.
Mpy MeXrpynrnoBOM CPaBHEHWUM YpOBeHb ano E Obin
3Ha4MMOo BbliLe B rpynne 2 (tunsl TAM I, IV 1 V) Kak
no BennyvHe MepmaHsl (10,2 n 6,4Mr/an, coot-
BETCTBEHHO), TaK M MO 3Ha4YEHMIO BEPXHUX KBapTUIen
(24 v 8,2Mr/an, COOTBETCTBEHHO). YpOBEHb arno
C-1Il Takxe ObIT 4OCTOBEPHO BbILLIE BO 2-1 rpynne no
CpaBHeHwIo C 1-11, kKak no meamaram (7,2 1 5,1 mr/
L1, COOTBETCTBEHHO), Tak U MO BEPXHUM KBAPTUIISM.

[anee Obin NpoBefeH KOPPENsAUMOHHbIA aHanm3
yposHen TI, ano C-Ill w ano E y nuy ¢ Tl AHanw3
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NapamMeTpoB METOAOM PaHroBOro  KO3(pULIMEHTa
Koppenaumm CnnmpmeHa yCTaHOBWIT CTaTUCTUHECKYIO
OOCTOBEPHOCTb AN KaXKA0W U3 3TUX cBsA3en: ano Em TT
(r=0,61,p=0,000,n=75),ano C-llln Tl (r=0,76,
p=0,000, n=83), ano C-lll u ano E (r=0,74,
p=0,000, n=75). Takum obpa3zom, onpegeneHvie
BbICOKOW JOCTOBEPHOW KOPPENALMOHHOW CBA3M MeX-
Ly ypoBHeM TT, BHELLHM NPOSABEHEM HAPYLLEHHOTO
MeTabonuama J1MM, 1 reHeTUYeckr KOHTPONMPYEMbIMY
anobenkamu E u C-1ll, ysacTBytoLLMMY B MeTabonmame
JIN, Goratbix TI, nMokasbiBaeT MpsMYyl0 TECHYIO B3au-
MOCBS3b 3TUX NapaMeTPOB.

CpaBHUTENbHBIVM aHanM3 Apyrux OUoXMMmUYecKmnx
nokasartenien Mexgay 2-ms rpynnamu, pasgeneHHbiMu
no geHortunam [J1MM, He BbIABWN CTAaTUCTUYECKM [0-
CTOBEPHbIX Pa3nnymi No ypoBHAM bunmpyburHa, kpea-
TUHWHa, pepmeHToB ACT, AJTT, LLI®, KOK 1 ramma-IT;
3TV MapameTpbl He WMeNU KIMHUYECKM 3HaYUMBbIX
OTKJIOHEHWN .

OGcyxpeHue.

Mpu I ocoboe 3HaveHWe VMeeT onpeneneHve
erotmna [JIM, nposefdeHve AuddepeHLnansHoOm
OMAarHOCTUKM MEXAY NEePBUYHOW 1 BTOPUHHOM (hop-
Mamu 11T, 1 ycTaHOBNEHME BO3MOXXHbIX FEHETUYECKMX
NPWYMH MpU BCEM MHOTOVMKOCTM 1 pa3Hoobpasum
HapyLeHn NUNAaHoro obmeHa. PelleHre 31X 3aad
CNY>XKMUT OCHOBOW NMPaBWUIbHO NOLOOPaHHON Tepanuu.
OnpefeneHne reHeTU4eckom NpPenpacnonoXeHHOCTH
C MOMOLLBIO MEeAVKO-TeHETUHECKOro, KIMHNYeCKOoro
N OUOXMMMYECKOTO  KOHCYIBTMPOBAHWUA  SIBNSETCS
NepBOM CTYMEHBIO AN YTOHYHEHWNS reHETUHECKOro Ana-
rHo3a 111 ¢ uenbio nepBUYHOV MPOMUNAKTUKI Y TaKMX
NaLMeHTOB. B HacTosllee Bpemsi 0coboe BHUMaHVe
yOensercs onpefeneHuio ponu reHetndeckmx dak-
TOPOB B (PYHKLMM JINMOMPOTENHOB B MEXKIETOHHOM
cpefe 1 B nyiasmMe KPOBM, KOTOPbIe HacTo peanmn3ytoTcs
Gnarogaps MyTaumaMm, KOTOpble HapyLLAIoT NePBUYHYIO
cTpykTypy anobenkos [4, 13]. PaznnyHble HapyLleHns
nepeHoca XK nunnaos B cocTaBe NMMNONPOTEUHOB,
copepxalimx ano B-100, HabmogaoT Npy cemMenHom
KOMOWHMpoBaHHoW TN deHoTmna Ilb, npu KoTopown
nmeeTca ymepenHas [T Ecnv B CbIBOPOTKE MOBbI-
WweHo copepxaHune TI npu HeBbiCOKOM ypoBHe XC,
yBenuyeHo copepxaHue ano E v ano C-1ll n nosbilweHa
aKTUBHOCTb MOCTTENapuHOBOM JIMMOMPOTENHINNA3bI,
a npu anekTpodopese NMNONPOTENHOB MMEETCS Mo-
BbILUEHHOE COAEepPXXaHue npe-B- MNONPOTENHOB, TO
3710 onpefenget aHomanuio JINOHTT, koTopas Bko4a-
eT U HapyleHwne apok/B-100-peLenTopHoro 3axsara,
N NPUBOOUT K aKTVBHOMY MOTMJIOLLEHMIO NUMOMNPO-
TEMHOB 04eHb HIK3KoW nnotHocTk (JINMOHTM) B nepsyio
ovepenb NHCYSIVH-33aBUCMbIMW KNETKaMK, KOTOPbIMM
ABNSAIOTCA CKENeTHble MWOLMTbI, aAunounTel U ne-
punopTanbHble renatounTbl [19]. MMpwn NOBbILLEHHOM
yposHe ano C-Ill koHueHTpauusa TI B CbIBOPOTKe Takke
YBENIMYMBAETCA NMPOMNOPLIMOHANbHO. Mpr yBenuyeHnn
B CblBOpOTKe cofepxaHms ano C-lll yBennyrBaetca
Tak>ke KOHLeHTpauus ano E, rmaBHbIM 0bpa3om, B CO-

CTaBe NMMNONPOTENHOB, copepxkalmx ano B-100. MNpw
0b6cefoBaHNN NALMEHTOB B HACTOsILLEe BpeMs Npo-
BOLOAT M3MepeHMe Cofep>XaHWa B N1asmMe ano B 1 ano
A-l, kotopble popmupytoT JITTOHM+ITT HM3KoW NnoT-
HocTk (JITIHM) v NINBM [19-21].

B nocnepnHee Bpems Bce Oofblie BHUMaHWA yae-
NFeTca reHeTnveckomMy nonmmopdmsmy [N mn Ttak
Ha3blBaeMbIM «TEHHbIM CEeTAM NUnuaHoro Metabo-
nm3ma» [22, 23], paccMmaTpmBaeTcd MHOMONMKOCTb
n nonureHHoctb [JIM. TTF npwn HacnencrtBeHHbIx [J1M1
pasHbix Tnos (lib, 1ll, IV 1 V) MOXeT nMeTb paznuy-
Hble BMAbI HacleaoBaHMs (ayTOCOMHO-peLeccMBHOE,
ayTOCOMHO-AOMWHAHTHOE W MOJIMIEHHOE) N MOXET
3KCMPeccMpoBaThCs B BUAE CEMEMHOW KOMOWHMPO-
BaHHow [J11, cemerHon T 1 cemenHon amcbetanu-
nonpotengemmmn (no knaccudukaumm BO3, 1975 r,
MKB). YposeHb TI KOHTPOMMPYETCS MHOMOYMUCIIEH-
HbIMW TeHETUYeCKMMY JIOKYCaMK, PaCiONOXEHHbIMU
MOYTW BO BCEX AayTOCOMaAXx: XpomocoMa 2 (flokychl 16,
131, 163, 201), xpomocomMa 3 (nokycbl 130 1 194),
xpoMocoma 5 (nokyckl 79, 103, 125), xpoMocoma 6
(nokyc 138), xpomocoma 7 (nokycel 48, 155, 161,
174), xpomocoma 8 (nokyc 176), xpomocoma 9 (no-
kyc 104), xpomocoma 11 (nokyc 135), xpomocoma
13 (nokyc 36 1 111), xpomocoma 15 (nokyckl 20, 29,
61), xpomocoMa 16 (nokycbl 64 1 100), XxpomMocoma
17 (nokyc 126), xpomocoma 19 (nokyc 11 n 78),
xpomMocoma 20 (nokycsl 29, 39, 49, 98,1 101), xpo-
mMocoma 21 (nokycbl 48 1 54) n xpomocoma 22 (nokyc
21) [23].

Cpeon pas3nuyHbix TmnoB [JIM ocoboe mecTo
3aHumaet 1T npu TN Il Tvna, kotopas cBfA3aHa
C reHoTUnoMm €2 /e2 n eHotunom ano E2 /E2, 4acTota
KOTOpbIX B monynsaumn He npesbiwaet 1%. VimetoTca
TaKXKe «Monyalume» HopMbl aPr3MONOTNYHbIX FreHO-
TMNOB ano E, KoTopble BCTpeYaloTCs HaMHOMo Yalue,
0[HaKO OHW He NPOSBNAIOTCA 4O TeX Mop, noka He by-
LyT CKOMMPOMETUPOBAHbI M3ObITOYHBIM KONMYECTBOM
cybctpata (nuwm). KoHueHTpaums ano E saBnsercs
reHeTUYeCKm 3aBUCMOW OT annenen 2 1 €4. Beicokoe
copepxaHue ano E otmevaerca B JIMBl-yactmuax
Yy NaLMEHTOB C CEMENHOW HeOCTaTOYHOCTbIO NNELMUTUH-
xonecrepuH-auunTpaHcpepasbl  [19].  [loBbiweHMe
KoHUeHTpaumn ano C-1I B cbiBopoTke MOXeT ObITh Tak-
Ke OTpaXkeHWeM BRVsHWS cyDCTpaTta, T.e. ceacTBrem
NOBbILLEHNA cofepXaHua B nuwe ¢ 18:2 nuHonesou
n C 18:3 nnHoneHoBOM HeHacblweHHbIX XK 1 yBenn-
4eHUa POPMMPOBAHMA B renaTtoumTax OLHONMEHHbIX
TT v nnHoneBbIx 1 nMHONeHoBbIX JINTOHII, koTopble
B Ny1a3Me KPOBU 1 MEXKNIETOYHOW Cpefie BCeraa npe-
BpaLuatotcs B JINHI, KoTopble NOrnoLLaoTcs KneTkaMmm
NoCPenCcTBOM peLenTopoB. g ANarHoCcTky Hacnea -
cTBeHHbIX heHotnnos 1M ¢ T'TI Heo6xoAMMOo NPoBO-
OUTb 3NeKTpodope3 NUMNONPOTENHOB M1 OnpeaenieHne
copepxaHua ano E v ano C-1l1 [23-25]. Tem He MeHee,
onpepfeneHne 3TMx anobenkoB pasyMHO OMNpenensTh
TONbKO B Tex nabopatopusx, KOTOpble 3aHMMAIOTCS
LVArHOCTVKOW  HapyweHun  Metabonmsama XK,
NUNNOOB M NUMOMPOTENHOB, AUPdeEPEeHLNaNbHOM
OMNArHOCTUKOW MEepPBUYHbBIX 1 BTOPUYHBIX TMnos [JIMT.
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CopepxaHue reHeT4ecku 3aBUCKMMbIX ano E 1 ano
C-1Il B CbIBOpOTKE [OCTOBEPHO HWXe Yy MaLMeHTOB
c llb-trnom MM (cemenHas kombuHMpoBaHHas TJ11M)
no cpaBHeHwWio ¢ eHotunamun I, IV n V, 410 nog-
TBEPXIAeT BO3MOXHOCTU OMATHOCTVIKM  (DeHOTMNA
[Tl 1 NepBMYHOrO UNKM BTOPUYHOTO ee reHesa. Hago
Y4UTbIBaTh, YTO ANS NonureHHbix [T, HecMOTps Ha nx
reHeTUYeCKyI0 NPeapacnofioXXeHHOCTb, XapakTepHa 1x
MaHWdeCTaLma Npu yBeMYeHN OaBNEHNS CPefO0BbIX
(haKTopOoB, B TOM YWcNe Npu U3DLITOYHOWM Harpyske
NUTaHVEM WM NpU HecbanaHCMPOBAHHOM MUTAHUM
[16-18]. Kpome TOrO, NpU yBENMYEHWM pacnpocTpa-
HEHHOCTU NErkKmx XPOHWHECKMX (OPM  Pa3nNYHbIX
COMyTCTBYIOLLMX 3ab0neBaHW Cpean HaceneHus yse-
NNYMBAETCA KOJTMYECTBO MEeHETUKO-CPELOBbIX BapnaH-
TOB, ONpPefensowmx CUMNTOMaTNYeCcKe YMEPEHHbIe
M. Mo3Tomy BCE CroxHee ObIBAeT pasgenuTb nep-
BUYHbIE U BTOPUYHBIE HApYLLEHNS NTMNUAHOTO 0OMeHa
NPV XPOHUYECKMX U CTEPTbIX (POPMax COMyTCTBYIOLLMX
3aboneBaHuWI, 4TO, B CBOIO O4epelb, HEOOXOAMMO s
nocneyloLero NpPaBUIbHOTO Ha3Ha4YeHUa JieYeHus.
[T BTOpMYHOIO reHesa, Tak Ha3blBaeMble (DEHOKO-
UK, ABAFIOTCA CUMMNTOMOM HapyLUEeHHOro nepeHoca
K knetkam XK B popme NOfAPHbLIX M HENONAPHbLIX NN-

MULOB B COCTaBe Pa3HbIX KJ1aCCOB NIMMOMNPOTENHOB NpU
pa3HbIx coMmaTudeckmx 3aboneeanusax: CL, HedbpoTn-
4eCKOM CMHOPOME, XPOHMYECKOW NMOYEeYHOW HeLoCTa-
TOYHOCTW, TUMNOTMPEO3e, rnnepkopTULmMImMe [23-25].
B KJIMHWMKE NS YTOYHEHUA AMArH03a NepBUYHbIX UK
BTOPUYHbIX [Tl 4acto BO3HMKAeT HeobXOAMMOCTb
MCMONb30BaTb  AOMOMHUTENBHbIE  AMAarHOCTUYecKMe
MeTO[bl Ha OCHOBE COBPEMEHHbIX METOAMK KIIVHW-
4eckon BUOXMMUM, K YMCTTY KOTOPbBIX MOXHO OTHECTU
onpepeneHne conepxxarus anobenkos E, C-1ll, B 1 A-|
B CbIBOPOTKE KpOBU [26-28].

BbiBOAbI.

BbisiBneHme Bbicokmx ypoBHewn ano C-Ill n ano E
y v, ¢ [T aBnseTca LONOMHUTENbHBIM OMarHocTnye-
CKUM KpUTEPUEM NEPBUYHBIX FEHETUHECKM 3aBUCUMBbIX
M tmnos i, IV 1 V B otnnyme ot dreHotmnos lla n llb,
4TO ABNsieTc 0DOCHOBAHHOW CTYMeHblO anropuTMa
reHeTM4eckon guarHoctmkm [T B KIIMHWYeCKou
npakTuKe.

Tabnuua 1. CpaBHeHVe OMOXMMUYECKMX MOKa3aTenel y nauueHToB C ymepeHHow (rpynna 1) m Bbicokon (rpynna 2)
rMnepTpurmmLepuaeMmnent.

1-qa rpynna (n=50) 2-5 rpynna (n=35)

RN
H.o.

MapameTpbl MepnaHa

Bospacr (roabi) 52 39-61 55 47-63

Tr (Mmonb /1) 3,5 2-6,4 9,6 4-14,2 0,000*
?l\/?l\:tlj'lmb;j'lc) 7.3 6,2-9,2 6,8 4,9-9,8 H.a.
XC MBI (Mmonb /1) 1,3 1-1,6 0,98 0,8-1,2 0,000%*
Ano A-l (mr/on) 150 134-183 145 131-158 H.o.
Ano B (Mr/on) 143 125-167 113 99-137 0,005%*
fin(a) (mr/an) 12 3,9-30,7 8 3,3-13,9 H.o.
Ano E (mr/an) 6,4 5-8,2 10,2 5,8-24 0,0098*
Ano C-lll (mr/an) 5,1 4-6,1 7,2 5,4-10,4 0,000%*
'(\f/l?(‘:ﬂe;f:/ﬁ”)c”ma 341 255,5-412 402 301-634 0,09
Mmioko3a (MMorb /) 5,6 5-6 5,6 5,1-9,1 H.o.
CPB (mr/on) 0,27 0,12-0,47 0,27 0,22-1,13 H.o.

Mpumeyarne. 1- rpynna: [ lla + Ilb, 2-a rpynna: [0 11l + IV + V.

* — ypoBeHb 3Hauynmoctu p <0,05 ans kputepus MaHHa-YUTHW. H.4. — He focToBepHo. [ns KaxX[0u U3 HenpepbIBHbIX BEIMYUH MpUBEAeHbI MeanaHbl

U KBapTUAK pacripegenenus [HuxHss (25 %) n sepxHss (75 %)].

CokpalueHus: arno — arnoaunonpotenH, Jin(a) — nunonpoteuH (a), JIMBI — nunonpoTenHs! BbICOKOV MaoTHOCTH, CPBb — C-peakTuBHbIV 6enok, TI — Tpu-

rnnyepuabl, XC — xonectepuH
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