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AOCTpaKT

ens. [ [poanarusuposams peromunuueckue ocoberocnu 60abiLx onpedeseron ceMeioll eunepxonecnepurie-
wuett (CL'XC) ¢ omcymemsnem Kaunuveckux npoasacHutl 4 uHempyMeHmanbiulx npusHaros amepockaeposa.
Marepuansl m MeToabl. Obtcrcdosaro 277 nayuenmos C1 X C, y 94 us nux duacrocmuposara onpedenerrasn
CI'XC coenacro kpumepusm The Dutch Lipid Clinic Network. Beem obenedosanrviv nposodusu anaius no-
Kasamenetl aunudrozo cnexmpa, earokosst, IKI, xonmeposcxoe mornumopuposanue IKI, sxo-KC, mpunaexcroe
ckanuposarue Gpaxuoyepanviivix apmeputl. Oyernusanuce Gaxmoper pucka (PP) amepockaeposa: usbsimouras
Macca meaa (npu undexce maccer meaa Goaee 25 xz/ M), Kypenue, apmepuansian eunepmensug, y 81 nayuenma
onpedenen yposerv An(a). Ienemuuecxudi ananus évinoanen y 51 nayuenma (54,3%), y 21 nayuenma svisenerna
Mymayus 6 peyenmope aunonpomendos rusxkoi naomocmu (AITHIT).

Pe3ynwTarel. [ layuenmv: 6viau pasdeaens: ta 0se nodepynner: 1-1— 53 uenosexa (56,4%) ¢ yemarwosaenrvim
ouazrosom MIBC; 60 2-10 eomen 41 uenosex (43,6%) ¢ C1 XC bes umemuyecxoi boaesnu cepoya (MBC) u dpyeux
KAUHUYECKUX NPOAEACHULL U UHCIIPYMEHIMANBIHBIX NPUIHAKOS amepocKaeposa. Beibopka nayuernmos ¢ onpedeserrion
CI'XC bes kaunuueckux npossaenutl anepockaepoa no HauuM 0anviM omAudanact cAe0VIouuMu Xapakmepi-
cruKamt: 3mo auya co cpeornum sospacimom 40,3 eoda, npeusympecnmeserino scermyunst (63%), ¢ usmereruem aunuo-
1020 CHEKMIPA 8 Bude SHAMUMEABIO20 NOBBIUEHUA XoAecmepuna (cpednut yposerns — 10,58 mmons/ 1) u ATTHIT
(cpednuii — 7,83 mmons/a), svicoxozo yposna ALIBIT (1,62 mmons/), conocmasumoii ¢ auyamu ¢ CIXC
u MIBC uacmomoii scmpevaemocniu maxux OP, xax xyperue u usbvimounasn macca meaa, merwuied vacnonoin Al
(48% u 81% coomsememeenno). Y bonrvnvrx onpedenenron C1' XC e sv1a6.1¢10 pasaunutl 6 mune Mymayui eera
peyenmopa ATTHI T 6 nooepynnax npu nasuuuu VIBC u bes nee.

3axnrouenue. Obnapyncere svipancernoi oucaunudemun mpedyem uckaryenus CI'XC daowe npu omeym-
CIMBUN KAUHUECKUX NPOABACHUI amepocKAePO3a, 0coDero Npu HANUMHIL 6 CeMbe OMIAZOUEHHOL HACACOTIBEHHOIIN
10 CepOeUH0-cOCYOUCHIOT Na0N02UML.

KiIxo4ueBBI€ CIIOBA: ceMellas cunepxonecimepunemius, uuemuteckasn 601e3ms cepoya.
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Abstract

Aim. To analyze phenotypic characteristic of familial hypercholesterolemia (FH) without clinical and instrumental
signs of atherosclerosts.

Methods and Materials. 277 patients with familial ypercholesterolemia (94 with certain FH) were examined.
For diagnosing FH we had used The Dutch 1ipid Clinic Network. For all patients lipid spectrum, glucose level,
ECG, Holter monitor, echocardiography, brachiocephalic arteries ultrasound examination were performed. We had
studied the frequency of "classical cardiovascular risk factors occurrence (obesity, arterial hypertension, smoking), types
of the low density lipoproteins (ILDL) receptors mutations in patients with ischemic heart disease (IHD) and FH, and
compared them with FH patients without clinical manifestations of atherosclerosis. In 81 patients with certain FH
we had analyzed the level of 1 p(a). Genetic analyze was performed in 51 patients (54.3%). In 21 patients mutations
of LDL receptor were found.

Results. A/ group was divided into two subgroups: in the first were 53 FH patients (56.4%) with an established
diagnosis of IHD; the second group consisted of 41 people (43.6%) without IHD and other clinical and instrumental
signs of atherosclerosis. Patients with a certain FH without clinical manifestations of atherosclerosis had the following
characteristics: the average age was 40.3 years, predominantly women (63%), the lipid spectrum was characterized as a
significant increase of cholesterol (average level 10.58 mmol/ 1) and 1.DL. cholesterol (average of 7.83 mmol/ 1), high
level of HDL. (1.62 mmol/ 1), in comparison with FH and IHD group the frequency of such factors, as smoking and
body weight was the same, but lower frequency of hypertension (48% and 81% respectively). Patients with certain FH
had no differences in the type of mutations of 1.DL receptor gene in subgroups in the presence of IHD and withont it.

Conclusion. Detection of severe dyslipidemia requires the exclusion of FH, even in the absence of clinical

BBepeHue

B «3aksoHeHum akcnepToB» HalmoHanbHoro obLue-
CTBa MO M3Y4YeHMIO aTepoCKiepo3a OTMeYaeTcs, YTO
B POCCUM 3HAUUTENBHBIV NPOLEHT BOJbHBIX CEMENHON
rmnepxonectepuHemnen (CMXC) He AmarHoCTMpyeTcs
[1]. B pe3ynsrate faHHble 0 pacnpoctpaHeHHocTn CIXC
B Poccun OTCyTCTBYIOT, XOTSi B HEKOTOPbIX PEervioHax
CTpaHbl, BO3MOXHO, YacToTa reTepo3mroTHOM opMbl
3aboneBaHWs  MPEeBbILIAET  MMWPOBOM  MoKasaTeslb
1:500. Heobxogumbl anropuUTMbl  0bcnenoBaHNs
DonbHbIX C Lenblo Bepudukaumm CIXC n ncknoyeHus
BTOpPWYHOW  runepavnuaeMun. Hawnbonee ToYHbIM
yKazaHMeM Ha Hanuduve y naumeHta CIXC gsnsercs
NOeHTUMUKAUMS Yy HEro MyTaumm B reHe peuentopa
NNNOMNPOTENHOB  HW3KOW nnoTHocT  (JIMHM). 7ot
NyTb, paHee ObIBLLIWIM OOBOMBHO TPYAOEMKMM, CErOfHS
C BHeOPEHMEM B KITMHUYECKYIO MPaKTXKy aBTOMaTn4e-
ckoro cekBeHmpoBaHua OHK 1 cekBeHmposaHua OHK
HOBOIO MOKOJIEHWNA CTAaHOBWUTCA BIMOJSIHE PeasibHbIM.
CxofHble TpygHOCTU B AmarHoctnke CIXC BcTpeyator
nccnenoBaTenn He TOMbKO B Poccum, HO M B Opyrux
CTPaHax C reHeTn4eCkn reTeporeHHbIM HaceNeHVieM, rae
anarHos CIXC ycTaHaBnvBaeTCa Oaneko He BCEM NN-
Lam ¢ 3abonesaHuem [2]. CBoeBpeMeHHas yCTaHOBKa
avarHosza CIMXC TpebyeT arpeccBHbBIX PEXMMOB MPO-
UNaKTMKKM aTepocknepo3a Ans ynyyweHns NporHo3a.
Hanbonee vacto amarHo3 CMXC ycTaHaBnMBaeTcs npu

manifestations of atherosclerosis, especially in the presence in the family history on cardiovascular disease.

Keywords: fanilial hypercholesterolemia, ischemic heart disease.

NOSABEHMU MEPBbIX CUMMTOMOB aTepOCKNIepO3a, B TOM
YUCre OCTPbIX CEPAEYHO-COCYANCTBIX CODLITUIA. B TO e
Bpems BCTpeYatoTcs KnnHn4eckmne dpopmbl CIXC, onum-
TeIbHO MpoTeKatoLe 0e3 KIMHUYeCKUX MPOsBIEHNI
aTepockneposa. Y 3Ton KaTeropuin OOnbHbIX AMarHo3
CI'XC ocobeHHO TpyaeH 1 aaekBaTHas npodunakTmka
aTepock1epo3a He MPOBOANTCS.

CIXC - reHetnyeckoe 3aboneBaHue, HO BAUsSHME
KOHKPETHbIX FEeHeTUYECKUX MYyTalMin Ha OCODEHHOCTW
KnnHu4eckmx npossneHun CMXC HeogHo3Ha4qHo [3, 4].
B TeyeHve psaga net [5, 6] Mbl M3y4aeM MyTauuMK, Bbl-
3biBatome CMXC y xuTenen Kapenunn. Hamm nokasaHo
cBoeobpa3sme cnekTpa MyTaum y 6onbHbIx CMXC, npo-
XUBaLWMX B T. [1eTpo3aBoAcke, XapaKTepusyioLLeecs
TEM, YTO NMPAKTUYECKM B KaXK[0W CEMbe OOHapPYK1BaEeT-
CH CBOS, YHUKaNbHas MyTaums reHa peuenrtopa JIMHIM,
npy 3TOM OObIMHO MOAOOHas MyTaLMs OKa3blBaeTCs
HEeM3BECTHOW 13 APYrnX PErMOHOB CTPaHbI U 13 APYrX
nonynaum Mmpa.

Llenb faHHOro nccnefoBaHns — NpoaHann3mMpoBaTh
deHoTUNnYecke 0cobeHHOCT DOoMbHbIX onpeneneH-
How CIXC C OTCyTCTBMEM KIMHUYECKMX MPOSIBAEHUI
1N HCTPYMEHTAJTbHbIX MPY3HAKOB aTepoCKiepo3a.

MaTepman bl U MeTOAbl

ObcnenoBaHo 277 naumeHTtoB ¢ CMXC, Habnio-
JaBLINXCA Ha Oa3e kadenpbl hakynsTeTCKOM Tepanuu,

23

w1206



‘ | | | | II OpI/IFI/IHaﬂbeIe CTaTbUn

24

DTUMATPUM, UHDEKLMOHHBIX DonesHen 1 annoemm-
onorun l1eTpo3aBofckoro rocygapCcrBeHHOro YH1UBEP-
cuteta, ¥ 94 13 HMX OMarHoCTMpoBaHa onpeneneHHas
CI'XC cornacHo kputepusam The Dutch Lipid Clinic (DLC),
HuoepnaHobl [7].

Bcem oOcnegoBaHHbIM MPOBOAMAN aHanM3 rMo-

KasaTenerm NMNMOHOrO  cnekTpa, rnoko3bl, KT,
XOMNTEPOBCKOE MOHMTOPUpoBaHme IKIT (XM 2KI),
3XOKapauorpapumio,  TPUMIEeKCHOe  CKaHWMpPOBaHMe

HpaxuouedanbHbix aptepun (TC BLIA) Ha annapate
Vivid 7. BonblUMHCTBO 00CenoBaHHbIX ObINM PYyCCKON
HaLMOHANBLHOCTM, MPOXMBaNM B T. [leTpo3aBoncke
n Pecnybnuike Kapenus. OuarHos CMXC ctaBunm Ha oc-
HOBaHUW CleayloWmnX KpUTEPUEB: YPOBEHb OOLLEro
xonecrepuHa (OXC) Gonee 7,8 mmonb/n, JINMHM BbiLe
4,9 mmonb/n (B MCCnenoBaHMe BKITIOYANIN NaLMeHTOB
¢ lla u llb TNamu rmnepnunuaemnia no ApedprKco-
HY), HanM4Me CyXOXMMbHbIX KCaHTOM y 0bcreayemMoro
NN POLCTBEHHWKOB MEpPBOW CTerneHW POACTBA W OT-
CyTCTBME 3300N€BaHNN, NMPUBOASALLMX K Pa3BUTUIO BTO-
PUYHOV ANCIUMNAEMUN, TaKUX KaK CaxapHbl avaler,
MMNOTUPEOD3, HePPOTUHECKM CUHAPOM U Ap. AHanu3
NMNMAOB KPOBM MPOBOAMAM Ha aHanumsatope Cobas
Integra 400+. O6LWMI xonectepuH, xonecrepuH JIMHI,
Tpumuuepnabl (TF) onpesensnm sH3UMaTUYECKUM
KONOPUMETPUYECKMM METOLIOM. JIMMONpoTen bl BbICO-
kow nnotHocTy (JIMBI) onpeaensn sH31MMaTUIeCKNM
KONopuMeTpuYeckuM MeTofoM 6e3 npefBapuTenbHOM
npeumnuTaLn (MpsMbiM METOLOM).

OueHmBanncs cnedytoume caktopbl pucka (POP)
aTepockiepo3a: n3bbiTodHas Macca Tena (Mpu nHaekce
Maccbl Tena bonee 25 kr/m2), KypeHue, apTepurasnbHas
runepteHsma (Al (nosbllleHWe apTepranbHOro Aas-
nenus >140/90 Mm pr. cT.). MaumeHTbl Mnaawe 18 net
B MCCIIEA0BaHME He BKITIOYaMCh.

YpoeeHb nunonpoteunga (a) (Jin(a))

KoHueHTpaums JIn(a) onpedensnace Ha 0ase
nabopatopun «HBUTPO» METOAOM MMMYHOTYPOUAM-
meTpun. KpoBb [/15 MCCneaoBaHmns Opani yTpom Yepes
12 4acoB nocne nociegHero npriemMa nuLLm. Hopmarb-
HOW CYMTanach KoHueHTpauwms Jin(a) meHee 0,3 /1 [8].
Yposenb JIn(a) onpeneneH y 81 nauuenTa.

AHanus JHK

[eHeTUYeCKMM aHanM3 BbIMOHeH y 51 nauveHTa
(54,3%), y 21 naumeHTa BbisSBeHa MyTaLMs B pe-
uentope JIMHI. B kayectBe martepuana nfis aHaamsa
MCNOMb30Ban nepudepnydeckytlo (BEHO3HYI0) KPOBb
OonbHbIX 13 Kapenuu, KOTopyto Ha fbAy NepeBo3nnn
B CaHkT-MetepOypr. Ons BbigeneHuns OHK 13 nemko-
LMTOB Nepudepn4eckon KPOBM MCMONb30Bany MeTos,
KioHkena 1 coastopos [9] B Moamdrkaumm benna [10]
Ans HebOMbLUMX KOMMYECTB KPoBW. [ns nonyqeHus
IOHK, kak npasuno, mcrnonbsosanm 700—-1000 mkn
3aMOPOXXEHHOW KPOBW.

MonnmepasHyio LenHyto peakumio (MLP) nposo-
oy Ha annapate «Tepumk» («[HK-TexHomorus,

MockBa) B MuKponpoburpkax obbemom 0,5 mn. [ns
aMnIn@urKaumMm BCeX 3K30HOB reHa WCMOb30Bann
npanmMepbl, CUHTE3MPOBAHHbIE MO OMNyOINMKOBAHHbBIM
nocneposatensbHocTaM [11, 12].

MNUP-npomykTel nNepef npouedypor nomcka My-
TauM MOABEpranv MnpoBEPOYHOMY 3MeKkTpodopesy
B BEPTUKasbHbIX MNACTUHAX NOANAKPUAAMULHOIO rens
(80x100x1 MMm). TMocne OKOHYaHMA 3nekTpodopesa
[HK B rene okpalimBanu cepebpom unm OpoMmUCTbIM
3TMAMEM U OLEHMBANM CMeLUdPUYHOCTE  peakLmm
1N KOHLLIEHTPaLMIO NpoaykTa. Mcxoms 13 3TUX AaHHbIX,
roToBMAM obpa3sel, A8 aHanm3a KOHMOPMaLUMOHHOTO
nonuMopdmamMa OfHOHWMTEBbIX parmenToB [OHK
(SSCP-aHanms), KOTOPbLIN MPOBOAMAM Ha TreneBoM
cekBeHaTope ALFExpress-2 (Amersham Biosciences)
C npuMeHeHVem nporpammbl  ALFWIN  Sequence
Analyzer. ns aBTOMaTM3MpOBaHHOIO SSCP-aHanm3a
MNCMNOMNb30BaIM NparMepbl, MeYeHHble (nyopecLeHT-
Howu MeTkow Cy5, BBeAeHHOW B 5-KOHLLEBOW HYK1€OTL,
npaMepa npu cuHtese («CuHTonm», Mocksa). Cek-
BEHMpPOBaHMEe 00Pa3LOB BbIMOMHEHO C WCMOMb30Ba-
HYeM 00opyAoBaHUS pPecypcHOro LeHTpa HayyHoro
napka CMNOrY «Pa3utre MoNekynsipHbIX 1 KIIETOYHbIX
TEXHONOTUMY.

Ctatuctnyeckas obpaborka pesynbraTtoB

Mcnonb3oBanuce MeTofbl OnucaTeNibHOM CTaTucTu-
KW pacyeT abConoTHOM U oTHOoCUTeNbHOW YactoT OP
Ona npoBepkn ruvnotesbl JOCTOBEPHOCTU MeXrpyn-
MOBOro PasNuyns [ofen MCMoNb30Bancs KpUTepui
CTblofieHTa AN He3aBNCUMbIX BbIDOPOK C pasfnyHON
aucnepcnen. YpoBeHb 3HAYMMOCT Aff  MPUHATAS
rmnoresbl O CTaTnCTn4eCckn 3Ha4MOM pPa3indinm Obin
NpvHAT paBHbIM 0,05. CTaTncTYeckas obpaboTka npo-
BOZMNACH C MOMOLLbIO MPOrpaMmsbl «brocrar».

Pesynbrathbl

ObcnenoBaHo 94 nauyeHTa C onpegeneHHon dop-
Mon CIXC. TeHeTUYeckMM aHanu3 BbinonHeH y 51 na-
umenTa (54,3%), y 21 naumeHTa BbifBieHa MyTaLma
B peuenTope JIMHM (y 14 nauneHToB — 03 KNNHUKN
MBC, y 7 — ¢ UBQ). Y 43 naumeHTOB AMarHo3 «onpe-
feneHHas dopmMa» Obln NOCTaBNeH Ha OCHOBaHWUMU
KIIMHUYECKMX MPOSIBNEHWNI: OTAMOLLEHHOIO CepaeyHO-
COCYyANCTOrO aHaMHe3a, PaHHWX nposieneHnn WBC,
Hanmmuusa KnnHmdeckmnx crrm CIHXC.

MaumeHTbl ObiNK pasgeneHbl Ha ABe Momarpynnbi:
B 1-10 Bkmoumnm 53 uenoseka (56,4%) C ycra-
HOBJIEHHbIM AuarHosoM WBC (cpegHuin Bo3pact —
59,0+1,5 roga; MyxunH — 30 4enosek (56,6%));
BO 2-10 Bollen 41 yenosek (43,6%) ¢ CITXC 6e3 NBC
N OPYrnxX KIVHUYECKUX MPOSIBAIEHUA N NHCTPYMEH-
TanbHbIX MPU3HAKOB aTepockneposa (cpedHnii Bo3pact
oKkaszanca MeHblue, coctasun 40,3+2,0 roga, p<0,05;
My>4dMH — 15 yenosek (36,6%)) (cm. Tabn. 1).

Kak npepcrasneHo B 1abn. 1, B noarpynne nauu-
eHToB ¢ MBC Bonbluas YacTb NauMEHTOB Obina Craplue
60 net (50%), B TO Bpems kak cpefu naumeHToB Oe3
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Tabnuua 1. KnnHvKo-61oxmmMmyeckmne nokasaTtenn y naumneHTos C onpeaeneHHom ceMenHom
rmnepxonectepuHeMmeit B MOArpynmnax B 3aBUCMMOCTM OT HaNMYMs KIMHUYECKMX MPOSBAEHUI

aTepockepo3a

MaumneHTbl ¢ CFXC MawmeHTbl ¢ CFXC 6e3
n NBC (n=53) NBC (n=41)

CpenHun Bo3pacT 59,0£1,5
Bospact go 40 net 4(7,7%)
Bospact 40-60 net 23 (43,4%)
Bospact craplue 60 net 26 (50%)
OXC, mmonb/n 10,56+0,27
JIMHM, mmonb/n 7,83%0,23
JINBM, mMonb/n 1,37+0,05
TI, MMOSIb /N 1,84+0,1
KypeHue 11(20,8%)
NMT Gonee 25 kr/m? 41 (77,4%)
AT 43 (81,1%)
My>KUnH 30 (56,6%)
KeHLmH 23 (43,4%)

40,3%£2,0 <0,000001
20(48,7%) <0,05
18 (44,7%) >0,05
3(7,9%) <0,05
9,63%0,2 =0,01
7,2%0,2 =0,048
1,62+0,07 =0,01
1,62+0,14 =0,2
11(26,8%) =0,49
28 (68,3%) =0,42
20(48,3%) =0,007
15 (36,6%) >0,05
26 (63,4%) >0,05

MpumeydaHue: CIXC — cemeriHasi runepxonectepuHemus; U6C — miemmyeckas bonesHb cepaua, OXC — 0B XonecTepuH,
JIMHI = nvnonpoTteunasl HU3Kow naoTHocTy, JITBI — nvnonpotevabl Bbicokov mioTHocTw, T — Tpurniuepudsl;, UMT — nHaekc

maccel Tena; Al — aprepunasibHas rvnepTeH3ns.

NBC 48,7% nauveHtoB Obinu monoxe 40 net. B 10
Xe Bpems Konu4ecTBO MaLeHTOB CPefHero BO3pacTa
(40—-60 neTt) 3Ha4MMO He pasnumyanoch (43,4% B 1-i
noarpynne n 44,7% 8o 2-n, p>0,05).

Hamy  Obinn  npoaHanv3vpoBaHbl  MokasaTtenu
nMNUIHoro crekTpa B obenx rpynnax Lo Havana rm-
noNMAMAEMMUYECKON Tepanun. BbisiBieHbl JOCTOBEPHO
MeHblUMe  3HaveHns OXC  (9,63+0,2mmonb/n),
NNHM (7,2+0,2 mmonb/n) y nuw, 6e3 MBC no cpas-
HEHWIO C  aHaNOTMMYHbIMK  MOKa3aTenaMu AMnuga-
Horo cnektpa y nauventoB ¢ WBC (10,56+0,27
n 7,83+0,23Mmonb/n  cooTBeTcTBeHHO, p<0,05).
CrnepyeT Tak>Ke OTMETUTb, YTO B MOATPYMMe NaLMeHToB
¢ CIXC mn UBC yposeHb JIMBI Obifl 3HaYMMO HMxe
(1,37+0,05Mmonb/N1), Y4emM y naumeHtoB 6e3 MBC
(1,62+0,07mmonb/n,  p=0,01).  Mo-BuAMMOMY,
yposeHb JIMBI Hapagy ¢ OXC v JINHIT asnsetca 3Ha-
4yuMbiM OP  pa3BUTMS KOPOHAPHOMO aTepOCKepo3a
y naupenToB ¢ CIXC. [1oCTOBEPHOro pasnmnyus ypoBHS
TI Mexay rpynnamu BbiiBUTb He yOanoch.

[loCTOBEPHBIX Pa3nu4uMn Mo Noay Mexay rpynnamu
BbIsIBNEHO He 6bino (p=0,08), ogHako, BO3MOXHO, 3TO
ObINIO CBSA3aHO C MaNTIOHYMUCIIEHHOCTBIO BbIOOPKK. YacToTa
BCTPE4aeMOCTV NaLMEeHTOB C M30bITOYHOW Maccom Tena
N KyPUIBLLMKOB B 0Denx rpynnax LOCTOBEPHO He pas-
nuyanace (tabn. 1).

Cpeon «knaccundeckmx» @DP  atepockneposa Bbl-
SIBNEHO [OCTOBepHO Oonbluee KOMMYECTBO OOMbHbIX
apTtepuanbHol runepteHsmen (Ar) (p=0,007) cpeamn

naumentoB ¢ MBC (81,1% no cpaBHeHuio ¢ 48,3%
y v, 6e3 NBC).

Hamn Takxe Obina npoaHanu3npoBaHa 4acroTa
BCTPEYAEMOCTU  «KITaCCUYEeCKMX»  CepAedYHO-CoCy-
ancteix OP y naumeHToB ¢ CIMXC pa3Horo Bo3pacra
(Tabn. 2).

M3 npepctaBneHHbIx B Tabn. 2 [OaHHbIX BWUIHO,
410 Yy naumenHToB ¢ CI'XC n NBC pa3nnyHoro sospacra
4acToTa BCTPeYaeMocCTn Knaccudeckmx OP meHsetcs.
Tak, y v, monoxe 40 net Al BCTpe4aetca faxe valle
y nnu 6e3 NBC (33,3%) no cpaBHEHMIO C NULAMMA
c MBC (25%). YactoTa KypeHus 1 M3DbITOYHOM MacChl
Tena He OTnnYaeTcs y Monofpix naumenTos ¢ UBC 1 6e3
KOPOHAPHOIo aTepockneposa. 3HaYUMbIX  PasnUHMn
Cpeay nokasaTenen NMMNMOHOro CnekTpa Takxke He Bbl-
ABneHo. OOHako ypoBeHb TIT HECKOSbKO Bbille NPy Ha-
nvanm UBC, yem y nuy, 6e3 MBC (2,45+0,45 mmonb /N
no cpaBHeHwio ¢ 1,58+0,17 mmonb/n). Kpome Toro,
NBC B JaHHOM BO3pacTe BCTpeyanach vatle y My>KHuH
(75%), Yem cpenm nuy, 6e3 MBC (50%) (cratndeckn
3HAYVIMOIO  Pa3NMYMs He BbIABMEHO, YTO, BUAOMMO,
CBS3aHO C MaloYNCIIEHHOCTBIO BbIOOPKM).

Y nuu cpegHero Bospacta (40-60 net) ¢ UBC
ABHO npeobnamjaloT nuua ¢ Al (81,8% no cpas-
HeHnto ¢ 56,2% B noarpynne 6e3 WBC). Cpenm
nny, ¢ MBC Takxke MMeeTcs TeHOeHUMs K Oornbluemy
YUY KYPUMBLIMKOB U MWL, C M30bITOYHON MacCom
Tena. Heobxooumo oTMeTUTL B 1-11 nogrpynne
TeHAeHUMIO K Gonee Hmskomy yposHio JIMBIT (npw
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Tabnuua 2. KnnH1Ko-b1oxrMmnyeckme nokasarenu y naumeHToB C onpeaeneHHon ceMenHom

rMnepxonectepyHemMmnert B MoArpynmnax B 3aBUCUMOCTU OT HANTNYMS KIMHUYECKMX NPOSBEHNIA
aTepockepo3a

®dakTopbl

NBC ecTb NBC HeT NBC ectb NBC HeT NBC ectb NBC HeT
AT 1(25%)  6(33,3%) 18(81,8%) 9(56.2%) 23(88,5%) 2 (66,7%)
?'g/'gr%’;ee 1(50%)  9(64,3%)  13(86,7%) 9(75,0%) 14(73,7%)  2(100%)
KypeHute 1(33,3%) 6(352%) 6(33,3%) 4(26,7%)  2(8,0%) 0(0,0)
My>KumH 3(75.0%)  9(50%)  8(36,4%) 11(64,7%) 8(30,8%)  1(33,3%)
SKeHLLMH 1(25%) 9(50%)  14(63,6%) 6(353%) 18(69.2%) 2 (66,7%)
OXC, 9.35+0,70 = 9,50+0,30 10,49+0,36 9,79+0,29 10,81+0,43 10,23+1,31
MMOJb /11
JinHn, 6.87+053 7,15+0,30 7,77+0,30  7,36+0,27  8,04+0,39  6,80+0,39
MMOJb /11
JinBn, 1,40+0,19 = 1,40+0,19 1,34+0,08* 1,62+0,10* 1,39+0,08  1,46%0,09
MMOJb /11
T Mmonb/n  2,45+0,45  1,58+0,17  1,80+0,25  2,24+0,65 1,76+0,13  1,88+0,03
ﬁﬁ‘BHﬂe‘ 4,69+0,01 3,9140,53 3,84+0,33 3,09+0,41 9,38+4,84  3,70+1,5

Mpumedarue: * — p<0,05, CIXC — cemeriHas runepxonectepuHemus, UbC — niwemmyeckas bonesHb cepata, OXC — obiymmi
xonecrepuH, JINHI — nvnonpoteunas! Hyu3kouv nnoTHocTy, JINBIT — mnonpoTtenasbl BbICOKOM Ma0THOCTU, TI — TpurmvLepusbl,
WMT — uHpekc maccol Tena, Al — aptepuarnbHas runepreHsns, XC-He-JIMBI1 — xonectepuH He NrnonpoTenaoB BbICOKOM
MIOTHOCTY.

Tabnuua 3. MyTtauunn reHa peuentopa JIMHM y obcnefoBaHHbIX OOMbHBIX ONPeaeneHHON CEMEHON
rMnepxonecrepyuHemMuen B NOArPynnax B 3aBUCUMOCTI OT Hannydumsa NBC

_ MauueHTbl CFXC ¢ UBC (n=53) NauveHTbl CFXC 6e3 UBC (n=41)

€.1340 C>G (S447C[S426C)) C.1340 C>G (5447C[S426C])

¢.1936 C>A (L646I[L6251]) 1936 C>A (L6461[L6251])
€.192del10/ins8 ¢.192del10/ins8

(Fs $65: D129X[Fs S44: D108X]) (£ s65. 120X (Fs S44: D108X))
€313+2T>G 31342 T5G
C1532T>C(L5115[L4905)) €.1532 T>C (L5115[L4905])
c.1686del8/insT €.1859 G>C (W620S[W5995])
(FsW562: L568X[Fs W541: C245GSC

L547X])
c.618T>G (S185R, S206R) p-Cys825er [p.C615]

MyTtaunn

Mpumedarme: CITXC — cemeviHas runepxonectepuHemims, MbC — vnwemmdeckas 6onesHs cepala.

Y nuiu  Crapliert Bo3pacTHom rpynnbl  (cTaplue
60 net) npu Hanndum NBC Takxke Obina Bbille YacToTa
AT (88% no cpaBHeHWto € 66,7 % 6e3 MBC). KypeHne
N 1N30bITOYHAs Macca Tena, no-BUAMMOMY, B [aHHOW

Hanvdum MBC — 1,3420,08 Mmonb /N NO CpaBHEHNIO
c 1,62+0,10mmonb/n 6e3 UBC, p=0,03). Kpome
Toro, cpean vy ¢ MBC npeobnafatoT >KeHU|MHbI
(63,6%).
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BO3PAaCTHOW rpyrne UMELOT yXKe MeHbLUYIO Porb B pas3-
Butn VIBC. Yactota Bctpedaemoctnt NBC y XKeHLmH
B [AAHHOW BO3PAcCTHOW rpynne Takxke Bbllle B 2 pasa.
Cpenv nokasatener NUNUAHOrO CriekTpa Habnopa-
etcs TeHOeHUMd K ysenudeHuto JIMHM y nny ¢ NBC
(8,04+0,39 MMonb/n) No cpaBHeHMIO C NrLamu 6e3
MBC (6,80+0,39 Mmonb/n).

Mbl MpoaHanM3MpoBanM nokasaTeslb «XonecTepuH
He JMNONPOTEMAOB BbLICOKOW MOTHOCTMY  (XC-He-
JIMBI), oH oka3ancs B 3 pasa Bbile y numu, ¢ MBC crap-
LUer BO3PacTHOW rpynmbl.

YposeHb JIn(a) onpegensnca y 81 naumeHTa,
B 41,97% cny4aes (34 4enoseka) BbIsBMEH MOBbI-
WeHHbIM ypoBeHb — JIn(a)>0,3 r/n, B 58% cny4yaes
(47 yenosek) - JIn(a)<0,3 r/n, B npegenax HoOpMbl.
Y naumeHtoB CIXC, MMeoLLMX NOBbILIEHHbIA YPOBEHD
Nn(a), NBC anarHoctmpoBsanach Yalle: y 11 yenosek
(32,4%) npotvB 9 (19,1%) npu HOPMasbHOM YPOBHE
Nn(a), pasnuaus He poctoBepHbl (p=0,47). YactoTa
BCTPEYaeMOCTM OCTPOro MHtapkta Muokapga (OVIM)
y NMaLMEHTOB C MOBbILEHHbLIM YpoBHeM JTn(a) Obina cra-
TUCTUYECKM 3HAYMMO BbILLIE, YEM Y NNLL C HOPMaSTbHbIM
ypoBHem: 8 (23,5%) n 4 (8,5%) cootsetctBeHHO (OP
3,3[1,1; 9,8], p=0,03). OMM y nuw, monoxe 40 net
Obl BbISIBNEH TONMbKO CPeAn UL, MMEIOWUX MOBbI-
LLIeHHbIN ypoBeHb J1N(a): y ogHOro My>k4uHbl (28 neT)
1 OOHOM XeHLWmHbI (29 ner).

[eHeTMYeCckMM aHanu3 BbiMofHeH y 51 nauueHTa
(54,3%), y 21 nauneHTa BbisBNeHa MyTauus B pe-
uentope JIMHM (y 14 naumeHToB 6e3 knnHWKK MBC,
y 7 ¢ MBC) (1abn. 3).

Kak npencraBneHo B 1abn. 3, ny naumentos ¢ NBC,

1y naumeHToB 6e3 knHKKK MBEC MoryT ObITb BbISBIEHI
MyTaLMW, NPUBOASALLME K COABUMY PaMKM CHUTbIBAHMS,
WM Ke MUCCEHC-MyTauMK (MpyBodsUMe K 3ameHe
aMWHOKMCIIOT B MOC/IELOBATENBHOCTM PELLENTOPHOIO
Genka). bonee Toro, pagd NOEHTUYHBIX MyTaLmi: ¢.1340
C>G (S447C[S426(]), c.1936 C>A (L6461[L6251]),
€.192del10/ins8 (Fs S65: D129X[Fs S44: D108X]),
€.313+2 T>G, ¢.1532 T>C (L511S[L490S]) — Obinn
0OHapy>KeHbI 1 B TOV U ApYrovi MoArpynmne.

Cnenyer OTMETUTb  3HAYUTENBHYIO  KITMHUYECKYIO
BapuabenbHocTb TedeHus CIXC paxe y nauyMeHToB —
YSIeHOB OAHOM CeMbM, Y KOTOPbIX BbISBlEHA CXOAHas
MyTaums. Tak, nop, HalWrM HabnoaeHeM HaxoaMIUCh
2 cectpbl B Bo3pacte 31 1 29 nert, y KOTOpbIX Obina
BblABNeHa Mytaumda peuentopa JIMHIM. KnnHndeckn
y 0beuix BbISBASNACh 3Ha4MMas ancnunuoemms. Crap-
Las B BO3pacte 26 net nepeHecna OVM, y mnagLuemn
(oTKa3aBLLUENCA OT NPOBEAEHNSA MMMNONUMNAEMUYECKON
Tepanuu B CBA3M C MiaHMpyloLLencs GepemMeHHOCTbIO)
B BO3pacte 29 fieT BbIABUTb MPU3HAKM aTepOCKIepOTH-
4ecKoro NopakeHus CoCyooB Kakoro-nmbo baccenHa He
yLAnoch.

Huke Mbl MPUBOANM KIMHUYECKMI NPUMep Naum-
€HTa, Yy KOTOPOro Obina BbisIBIEHa MyTaLys pelentopa
JINHM (BnepBble), 0AHAKO KAMHUYECKMX MPOSIBNEHN
aTepockepo3a (HeCMOTPS Ha TN MYTALMK) HU Y Hero,
HW Y Y11eHOB ero CeMbU BbISIBIEHO He OblIso.

B xofie CKpUHWHIa Obln 0OHapYKeH MauMeHT C He-
OObI4HbIM ~ MaTTEPHOM  pa3feneHns  OfHOHUTEBbIX
KOH(opMepoB B 13-M 3Kk30He reHa peuentopa JIMHIM
(pwc. 1, nopoxka 1).

B 13-M 3Kk30He 4acCto BCTpevaeTca OLHOHYKIIeO-

Puc. 1. Mytaunsa . 1859 G>C B 3k30He 13 reHa peuentopa JIMHI

T~

/

I I I
190:00 200:00 210:00

I I I
220:00 230:00 240:00

lNpumedaHue: novck mytaumm ¢. 1859 G>C B 3k30He 13 reHa peuentopa JIMHI metoqom aHamm3a KoHGHOPMaLMOHHOo fo-
JTIMMOPU3Ma OHOHUTEBbIX (pparmeHToB [HK. CTpernku Ha 4opoxXKe 1 yKa3bIBaloT Ha pacrionoxXeHne O4HOHUTEBbLIX KOHGHOP-

MepoB B 0bpa3uie ¢ MyTaumen. AHamm3 nposoamm B 6% MAAT npw temneparype 18°C.

w1206

OpI/IFI/IHaﬂbeIe CTaTbUn II” | | ‘

27



| | | | | II OpI/IFI/IHaﬂbeIe CTaTbUn

28

Puc. 2. ineHTndukauma mytaumm €. 1859 G>C MeTOAOM CeKBEHVPOBaHUSA

Hopma A T G A T A T C T G T € C A
Mytayss A T G A T A T C T G T C G A

lNpumedaHume: vaeHTugvKaLmsa MyTaumm C. 1859 G>C metogom cekBeHMpoBaHus. [1oka3aH pe3y/bTar CeKBEHUPOBAaHWS CMbIC-
JI0BOVI HUTW 3K30Ha 13 obpa3ua ¢ mMyTaument. 104 pycyHKOM BbIMMCaHbl HOPMalbHash v MyTaHTHash MOCIe40BaTe/IbHOCTA reHa
pevenTopa JIHI. Mecro HecoBnaneHs CMbICTIOBOM HUTV 3k30Ha 13 0bpa3ia C MyTaLme npm HaJIoXeHW Ha XpoMatorpaMme

yKa3aHo CTPEesikou.

Pwuc. 3. neHtndukauma mytaumm €. 1859 G>C MeTOAOM CeKBEHVPOBaHUA

anMe‘-IaHMe.' roKasaH pe3yribialt CeKBEHMPOBaHMA AaHTUCMbIC/TOBOM HUTY 3k30Ha 13 o6pa3ua C MyTaLlMeﬁ. lon PVICYHKOM
BbllNcaHbl HOpMaJsibHasa v MyTaHTHas rnocdieqoBarte/ibHOCTV reHa peLeritopa JIHI, mecTo mx HecoBrafgeHus rpun HarloXeHunn

Ha XpOMAaTorpamme yka3aHo CTPEsTKOM.

TUIOHBIM NOAMMOPdU3M, onmcaHHbiM B 1987 . Kkak
Avall-NAPD (MNAPD — nonmMMopduraM OSIMH PeCTPUK-
LIMOHHBIX hparmeHToB), MAAI — nonvakpunaMnaHbI
renb [13]. OgHako BbISIBASEMbIV Y MaLMEHTa XapakTep
pasfeneHns OOHOHUTEBbLIX KOH(MOPMEPOB OTIMHaNCA
OT TaKOBOro Yy nauweHToB C ynomsaHyTbiM SNP. Tlo
pe3ysibTataM CeKBeHVPOBAHMS Y 3TOro MnauveHTa Obina
OoxapaktepusoBaHa HoBafg Mytauma — c.1859 G>C
(W620S [W599S]), npuBoasiuas K 3ameHe TpunTtoda-
Ha Ha cepuH (puc. 2, 3).

MyTaums y OAaHHOMO NaLMeHTa HaxOA4UTCA B rete-
PO3UFOTHOM COCTOAHMM. [Ans uaeHTUdMKaLMM 3Tou
MyTaumm metogom MOPD-aHanm3a Obina nogobpaHa
3HOOHYKNeas3a pectpukumm Taq |. OOgHOHYyKNeoTMaHas
3aMeHa B Cydae MyTauMm MpUBOOMUT K MOSBMNEHUIO
cavta Ons pecTpukuMu, npu 3ToM 0bpasyloTcs [Ba
dparmeHTa gnmHon 196 1 90 nap Hyk1eoTUaOoB.

MaumeHT A., 44 ropma, Pycckui, B MPOLLIOM
Xutenb . PoctoBa-Ha-[loHy. 3HaeT O MOBbILLEHUN
yposHa OXC B TeueHume 10 net (rmnonunuagemMuye-
CKYIO Tepanuio nony4aert B Te4eHre 2 fieT, C MOMeHTa
YCTaHOBKM AMarHo3a). HacnencrBeHHOCTb OTAroLLeHa
no cepaeyvHo-cocyamcton natonorim (otel ymep

oT MHMapkTa Muokapda B 40 net). He kypuT. Mo-
CTOSIHHO  3aHMMaeTcs  CnopToMm. [lpy NepBUYHOM
00CNnefoBaHNM BbISIBIIEHbI U3MEHEHWS NIUMUAHOMO
cnektpa: OXC— 10,6 mmonb/n, JINHM = 8,7 mmonb /1,
JINBM = 1,1 mmonb/n, T = 1,7 MMOMb /11, TTIOKO3a —
4,2 MMonb/n, OunnpyouH — 19,7 mkmons/n, AT —
27 Ep/n, ACT — 23 En/n, KpeaTnHH — 96 MKMOnb /11,
Mo4eBMHa — 5,7 MMonb /11, ypoBeHb JIn(a) — 0,34 /1.
[aHHbIX, YKa3bIBAIOWMX HAa BTOPUYHYIO TMNepnn-
nMaemMuio, He BbiABNeHO. KIIMHWYeCKn yCTaHOBIEH
avarHo3 CMXC (no cucteme DLC — onpeaeneHHblin).
Habniopaetcs B anHamuke 2 roga. OTMevaeT TpaH-
3uTopHble nogbembl Al po 170/100MmpT.cT.
B TedeHune 1-1,5 net. B xone obcnenoBaHus AnarHo-
CTMPOBaHa runepToHnYeckas OonesHb 1-11 ctaguy,
purck 3. YkazaHus Ha NnepeHeceHHbIN oCTPbI MHDAPKT
MUOKapaa, OCTpoe HapylleHne MO3roBOro KpOBO-
CHabXeHWs OTCYTCTBYIOT. B TeyeHMe 3TOro BpemeHU
NPUHUMAET aTopBacTatiH B fo3e 40 mr/cyT. Ha 3ToM
doHe: OXC - 5,6 mmonb/n, JIMNBIM = 1,37 mmonb/n,
JINHN = 3,76 mmonb/n, 1T — 1,01 mmonb/n. OT
PEKOMEHLOBAHHOMO yBenMyeHna [03bl npenapaTta
018 LOCTVDKEHWNS LieneBbIX LMMP TMNMLHOMO CNekTpa
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KaTeropuyeckn oTkasancs B CBS3W C TMOSBIIEHMEM
OVCNeNnTUYecKnx sBneHum. Mpu 0CMOTpe KCaHTenasm
BEK, NUMOUAHOW OYrv POrOBMLbI, KCAHTOM CYXOXM-
NN He BbIABNEHO. MHOeKC mMacchl Tena — 24 kr/m?.
Mo opraHam 1 cuctemam — 6e3 ocobeHHocTer. Mpun
BbinonHeHnn XM 3KI, 3xokapOuoCKomMu 1 Ha-
FPY304HOIO TECTMPOBAHWUSA [aHHbIX, YKa3blBalOLLMX
Ha WBC, He nonydeHo, TC BLLA: TofwmHa KoMnekca
nHTMMa-megmna (TUM) — 0,7 MM, aTepockiepoTmye-
CKMX BrsLlek HeT.

OpI/IFI/IHaHbeIe CTaTbUn II” | | ‘

[ns  BbIABNEHWS HOCUTENeW MyTauum  cpeaum
POACTBEHHKOB 00C/eqoBaHbl 4o4b (13 neT) U CbiH
(8 neT) naumeHTa. Mpu 0CMOTPE NUNOMAHON AyrK Po-
FOBWLLbl, KCAHTOM, KCaHTENa3M BEK Y HUX He BbISBMS-
nocb. Y godepn TMIM = 0,4 mm, OXC — 6,4 Mmonb /1,
T = 0,9™Mmonb/n, JIMHM — 4,8 mmonb/n, JINBM —
1,2 mmone/n, ANT = 17,9En/n, ACT — 17,5Ea/n,
Nnn(a) = 0,85r/n. Y cbiHa OXC — 3,5 mmornb/n,
JINBM = 1,1 mmonb/n, JINHM = 2,2 mmonb/n, ACT —
22,7 Ep/n; ANT — 14,6 En/n.

Puc. 4. VipeHtndnkaumsa mytaumm €. 1859 C>G metopom MAPD-aHanmsa

2
- l
— hr

300 n. H. - 286 n. H.

200 M. H. -~ 196 n. H.
i

100n.H. ———> P -~ 90 n. H.

OXC, MM 10,6 3,5 6,4

Mpumedarve: NAPD — nonvimopram AmH pecTpuKUMOHHbIX parmeHToB, M — mapkep ¢ warom 100 m.H.,

1, 3 — 06pasLbl

¢ MyTaumen (otel v go4b), 2 — obpasel; 6e3 MyTaumm (CbiH), 4 — oTpuLaTesbHbIV KOHTPOsL (0bpasel; 6e3 myTaumm). CrieBa
1 CripaBa MoAnvcaHbl pa3Mepbl pparMeHToB. SnekTpogopes nposoamiv B 8% [MAAI, okpaluvBaHme 6pOMUCTBIM STUANEM.

Mo pesyneratam [MPdD-aHanm3a Bcex MNaLMEHTOB
3Ta MyTaLMs Obina obHapy»xeHa NWLb Y OJHOro Mpo-
OaHpa. Ero nodvb yHacnegoBana MyTaumio, a CbiH — HeT
(puc. 4). NnnngHble gaHHble, NpeacTaBneHHble Bbille,
nokasblBaltoT, 4To yposeHb OXC u JIMHITy foyepu Bbille
HOPMbI, a Y CblHa — HeT.

OGcyxaeHne

Ina amnarHoctnkm CIXC B HacTosLLee Bpems paspa-
OoTaHbl KOHKPETHbIE KMMHUYECKMe KpUTEpUK, B CBA3N
C YeM yCTaHOBKa AMarHo3a He npeacraBnsier 0COOEHHbIX
TpyoHocTel. MPUHLMNMANbHO BaXKHO 00PaTUTh BHUMA-
HUe NpeX[ie BCero Ha BbIPaXKeHHY0 rnepnMnuaemMmio,
Jaxe Nnpu oTCYTCTBUM KITMHNYECKUX NPOSIBIIEHWI aTepo-
Cknepo3a. Mocne BbISBNEHNS BbIPAaXEHHOW AUCIUMN-
JeMun Heobxoaumo obcnenoBaHne ans UCKITioHYeHUs
BTOPUYHOIO ee XapakTepa, a Takxke aHanm3 CeMenHoro
aHaMHe3a. o HalWM AaHHbIM, Y MNaUMEHTOB C Bbl-
paxeHHon oucnunuaemunen (ypoeHb OXC — Ooree
7,8 mmonb/n, JINMHM — Gonee 4,9 MMonb/n) BTOpUY-
Haa AncmnnaemMms Boiasngetcs B 88% cryyaes, y nny,
c OXC Gonee 9 Mmonb/n — B 69% [14].

[narHo3 onpegeneHHon CIMXC  yctaHasnvBanu
Ha GanbHOW OCHOBe cornacHo kKputepusam DLC Ha oc-
HOBaHWU YPOBHA OUCITUNMUOEMUNN, XapaKTePHbIX CTUMM
CIrXC — Hanuuusi KCaHTOM, KCaHTenasm, NMnouaHon
OYTU POroBULbI, HaNMYMA KOPOHAPHOTO 1 nepudepu-
4ecKoro aTepocKnepo3a, OTAMOLLEHHOMO CEMEMHOMo
aHaMHe3a. [eHeTn4eckn aHanm3 BbIMonHeH y 51 na-
uvenTa (54,3%), y 21 naumeHTa BbifBeHa MyTaLms
B peLentope JIMHTT.

Hons naumenTtoB ¢ CI'XC 6e3 KNMHUYeCKNX NposiB-
NEeHW aTepockiiepo3a Mo HalKM AaHHbIM COCTaBMNa
43,6%. Kpome TOro, cneflyet oTMEeTUTb 3HAYUTENbHYIO
Bapu1abesbHOCTb YaCTOTbl BCTPEHAEMOCTU «Kraccmye-
CKMX» KOPOHaPHbIX (haKTOPOB pUcKa B 3aBUCUMOCTU
OT BO3pacTa naumeHToB. Mo paHHbIM J. Besseling,
cpeau NonynsumMmn NaumMeHToB ¢ reteposmnrotHomn CIXC
Takxe OTMEYaeTcs 3HaduTeNbHas BapuabenbHOCTb
no pucky passutuns MBC. Tak, Obino oTMe4YeHo NoBbI-
WeHne pucka pa3sutng MBC y nuw ¢ taxenon CMXC
(npu yposHe JIMHI Gonee 8 MMonb/n) No cpa.-
HEeHMIO C naumeHTamu ¢ Hetsxxenon CIXC (cpegHnn
ypoBeHb coctaBun 4,7 mmonb/n) [15]. Mo Hawwmm
OaHHbIM, Yy naumeHToB ¢ CIXC ¢ NBC Takxke oTMeYeH

29
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cTatucTndecky Gonee  3Ha4MMbIM  ypoBeHb JIMHI
(7,83%+0,23 MMoOnb/n) MO CpaBHEHWIO C NULLAMMU
6e3 MBC (7,2+0,2 mMmonb/n). Kpome Toro, 311 xe
aBTopbl [15] nokasanun obpaTtHyto cBsi3b ypoBHs J1TBI
y naumenTos ¢ CI'XC v prcka pa3sutma MBC, 4To Takke
COOTBETCTBYET MOMYHEHHBIM HAaMW AAHHBIM.

Hecmotps Ha 10 4TOo CITXC ABNFeTCd MOHOMEeHHbIM
3aboneBaHneM, CKOPOCTb Pa3BUTUS aTePOCKIIePOTU -
4YecKoro nopaxeHus apTepuid y PasHbiX MNaLyEeHTOB
WMHOT4a 3HA4YMTENbHO PA3/IMYAETCA, [Jaxe Cpeau
HoCUTeNer ofHOW 1 TOW Xe MyTauuu. DTO CBA3aHO
C BIIUSIHVMEM He TOJIbKO CTeMeHU HapyLeHWs onocpe-
JIOBaHHOTO peLientopaMu katabonunama JIMHM y oaH-
HOro MauueHTa, HO 1 Hanudnem apyrux OP, koTopble
ACCOLMMPYIOTCA C Pa3BUTUEM aTepOCKI1ePO3a B 00LLEN
nonNynsuMn: KypeHus, apTepuranbHOM FMNepToHNK,
caxapHoro auabeta n ap. [3, 4].

Mo HalKM AaHHbIM BbiOOpKa NauUMeHToB C onpe-
neneHHon CIMXC 0e3  KIIMHWYECKUX MNPOSiBIEHUN
atepocksiepo3a omnryanach ot nauyeHTos ¢ MbBC cie-
OYIOWMMM XapakTepucTukamm: bonee Monoon Bo3-
pact — 40,3 neT No cpaBHEHMIO C BO3pacToM 59 net
npu Hanuumm MBC, npeobnagani XeHwmHbl (63%
npotve 36,6%). B noarpynne nauueHtoB ¢ WBC
ObINIO XapakTepHO W3MEHeHWe JIMMUAHOro CrekTpa
B BME 3Ha4nTeNbHOro nosbiwerHns OXC (cpeaHun —
10,58 Mmmonb/n) nIMHMN (cpegHmn — 7,83 Mmonb /),
Hu3koro yposHa JIMBM  (1,37%0,05mMmonb/n)
no cpaBHeHUIO C naumeHTamu 6e3 NBC, roe cpen-
HUM ypoBeHb OXC coctaBun 9,63+0,2 mmonb/n
(p<0,05), NMAHM - 7,2+0,2 mmonb/n (p<0,05)
W JIMBIM - 1,62%0,07 mMonb/ 1.

Y naumenToB CI'XC, MMeIoLLIMX NOBbILLIEHHbIN YPO-
BeHb JIn(a), NBC anarHoctrposanacs Yaile: y 32,4%
MO CPaBHEHMIO C MaLUMeHTaMM C HOPMaJibHbIM YPOB-
Hem JIn(a) — 19,1%. YactoTa BCTpedaemocti OVM
Y MNaLMEeHTOB C MOBbIWEHHbIM ypoBHemMm JIn(a) Obina
CTaTUCTUYECKN 3HAYMMO BbIlle, YeM y Jny, C HOp-
MaJlbHbIM ypoBHeM: 23,5% 1 8,5% COoOTBETCTBEHHO
(OP 3,3 [1,1; 9,8], p=0,03). OUM y nnL, Monoxe
40 neT ObIN BbISBNEH TONMbKO Cpean NuL, NMEIOLLIMUX
MOBbILWEHHbIN ypoBeHb JIN(a): y OOHOO MYy>X4YMHbI
(28 net) 1 ogHoM xeHLMHbI (29 neT). YacToTa BCTpe-
4aeMOoCTW TakuX (haKTOpPOB puUCKa, Kak K130bITo4YHas
Macca Tena u kypenue, Obina conocraBMMa B 00OMX
rpynnax. Cpeow naumneHTos 6e3 MBC YactoTa BCTpeya-
emocTu AT Bbifla 4ocToBepHO MeHblie (48% 1 81%
COOTBETCTBEHHO). He BbIABNEHO Pa3Nuyuil B TuMe
MyTaummn reHa peuentopa JIMHI cpeon naumneHToB
¢ onpeneneHHon CTXC v npossneHuamu MBC 1 Ges
KIIMHWKM KOPOHAPHOrO aTepockrieposa. Y naumeHToB
CIXC, nMeroLwmx noebilleHHbIN ypoBeHb JIn(a), MBC
OVarHoctupoBanack Yauwe: y 32,4% no cpaBHEHMIO
C nauWeHTaMu, MMeloLWMMM HOPMalbHbIM YPOBEHb
Jin(a), — 19,1%, ogHako pasnuuma He Oblan OO-
ctoBepHbiMM  (p=0,47). Yactota BCTpeYaemocTu
OVM y naLmeHToB C MOBbILWEHHbIM ypoBHeM J1n(a)
Obina CTaTUCTUYECKM 3HAYMMO Bbille, 4Y4eM Yy muL
C HopManbHbiM JTn(a): 8 (23,5%) n 4 (8,5%) coot-
BeTcTBeHHo (OP 3,3 [1,1; 9,8], p=0,03). Mo gaHHbIM

nnTepaTypbl, yposeHb JIn(a) Takxxe MOXET 0Ka3biBaTb
BNVAHME Ha pnck pa3sutua VIBC y naumeHToB ¢ rete-
po3urotHom CIXC [16].

OnuncaHHasa noapobHO B JaHHOW CTaTbe MyTaums
¢.1859 G>C Obina HavaeHa y ogHoro nauyeHTa. OHa
NPUBOAUT K 3aMeHe TpuntodaHa Ha cepuH B 620-M
nonoxeHnn Oenka BO BTOPOM OenkoBOM [OMeHe
peuentopa JIMHI, xapakTepusylowmMMca 4YpesBbl-
YalHOM  KOHCEepPBaTWMBHOCTbIO  aMMHOKMCIIOTHOWM
NoCNefoBaTeIbHOCTU. DTOT AoMeH benika ydacTByet
B 00pa3oBaHMM  HeobXoAMMOM  KOHdOopMaumn
NUraHaCBA3bIBalOWEro AoMeHa, obecrnedynBas TeM
CaMbIM ero npaBusibHoe PYHKLUMOHNPOBaHME, a Tak-
Xe cnocobcTByeT 0CBOOOXAEHUIO NMUraHAa B KNCIION
cpefe 3HOOCOM BHYTpW Kietku [17]. MNocnenHee ocy-
LLLeCTBNSETCS 3@ CHET TOrO, YTO Y4aCTOK, Ha3blBaeMblI
OeTa-nponennepoM, KoHkypupyet ¢ JIMHM 3a B3a-
NMOOEeNCTBME C  NIUrAHACBA3bIBAOWNM  AOMEHOM
peuenTopa M B KWCIOM Cpefle 3HOOCOM BbITECHSET
JITIHI n3 komnnekca ¢ peuentopom [18]. Ha ocHoBa-
HUW xapakTepa HaMAeHHOW peaKor aMUHOKNCIIOTHOM
3aMeHbl U HaCnefoBaHVA ee Oo4Yepbio Mbl Npenno-
naraem, 4To HaMaeHHas MyTaums SBASETCS NPUYMHOM
CIXC B M3y4eHHOM POAOCIOBHOWN.

MNpoBeneHMe KacKagHOro CKPUHKMHIA Y NauneHToB
¢ CI'XC no3sonder BbISBAATL MyTaLMiO peLentopa
JINHM y MmonofpbIx nauyeHToB 1, COOTBETCTBEHHO, OpW -
E€HTMPOBATb MX Ha PAHHIOK NEPBUYHYIO NPODUNAKTNKY
aTepockiepo3a. B paccmatpriBaeMOM  KIMHUYECKOM
cnyyae y nodepu obcnenyeMoro naumeHTa noapocTko-
BOro BO3pacTa Hapsay C BblpaXkeHHOW AUCAUNnMAEMNEN
n myTaumen peuentopa JIMHM BbISBNEHO 3HaYNTENb-
Hoe noBbllweHne yposHs JIn(a) — po 0,85 r/n, yto
TaKXe SBMAETCA OOMNOMHUTENBbHBIM (haKTOPOM PUCKa
pa3BUTVA aTepockeposa [3, 8]. VIHTepeCHbIM ABNAET-
€A 1O, YTO Yy Ao4depu yposeHb Jn(a) Obin 3HaYUTENbHO
BbilLe, Yem y otua (0,34 r/n), ABNSIOLWErocs HOCK-
Tenem Tow e MyTauuu reHa peuentopa JIMHIM. 370,
0e3ycyioBHO, CBUOETENbCTBYET O HaNMYMX [OMOSHN-
TenbHbIX OP onpegensolmx B KaXXAOM KOHKPETHOM
CJly4ae NporHo3.

Y nauuenta 44 ner (Ha MOMeHT obcnenoBa-
HWS), HECMOTPSA Ha Hanudme psaa HakTopoB puUCKa
(oTArolleHHas  HaCNeACTBEHHOCTb,  apTepuanbHas
rMNepTeH3ns, Mom, runepxonectepmHemMms, MoBbl-
WeHHbI ypoBeHb JIN(a)), AaHHbIX, YKa3blBatOLLIMX
Ha nwemmnyeckyto bonesHb ceppua, HeT. OgHako ce-
LYET OTMETUTb, 4TO B Te4YEHME HECKONBbKUX JIET NaueHT
nony4aeT Tepanuio CTaTHamMK B CyOMaKCUManbHbIX
[03ax, 4TO, BO3MOXHO, MO3BOMAET 3aMedUTb pas-
BUTWE aTepoCk/iepoTyeckoro mpolecca (B AaHHOM
cny4ae OCTUIHYTO CHMXKeHWe ypoBHS JITTHM Ha 50%).
MporHos y nayueHToB ¢ CIXC, nony4alowmx tepanmio
CTaTWHaMM, COMOCTaBUM C obLLen nonynsaumen [3].

Mpw CpaBHEHWM BbISIBAIEHHbIX MYyTaLMA B MOArpYyn-
nax 6onbHbix CIXC ¢ Hannymem u otcytctBmrem WMBC
ybenunTenbHbIX 0CODEHHOCTEN He 0BHaPYXKeHO.
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3aKkJioyeHue

OOGHapyxeHVe  BbIpaXXeHHOV  OUCIUNMUAEMUN
Tpebyer uckmodeHns CMXC paxe npu  OTCYTCTBUM
KITMHUYECKMX MPOSIBIEHUIA aTepOCKIepo3a, 0CODEHHO
NpY HaNMYUM B CEMbE OTATOLLIEHHOW HACNeACTBEHHOCTA
Mo cepaeyHO-COCYaAMCTOM NaTONOr K.

BbiOopka naumeHToB ¢ onpegeneHHon CIXC Ge3s
KITMHUYECKMX TMPOSIBIEHWUI aTepocKiepo3a Mo Hallnm
JaHHbIM  OTNMYanach  CredyloWMMU  XapakKTepucTu-
KaMu: 3TO nnua co cpegHum Bo3pactoM 40,3 rofa,
NPENMYLLIECTBEHHO XeHLWWHbI (63%), C U3MeHeHMeM
NNWOHOTO CNEKTPa B BUAE 3HAYUTENBHOIO MOBbILLIEHUS
xonecrepuHa (cpegHuin yposeHb — 10,58 MMorb /)
1 JINHN (cpepHnii — 7,83 MMOnb/ 1), BbICOKOTO YPOB-
Hs JIMBIM (1,62 MMonb/n), CONOCTaBMMOW C NMLAMM
¢ CI'XC n MBC vacroTon BcTpedaemoctut Takmx OPF kak
KypeHue 1 13bbITo4Has Macca Tena, MeHblLIer 4acToTom
AT (48% 1 81% cooteTcTBEHHO). Y naumeHTtos CIXC,
MMeIoLLMX TMOBbILEHHbIN ypoBeHb JIn(a), MBC oma-
rHOCTMpPOBanach Yalle: y 32,4% no cpaBHeHWIO C Na-
LMEHTaMW C HOopMasibHbIM yposHeM Jln(a) — 19,1%.
Yactota BcTpedaemoct OVIM y naLMeHTOB C MOBbI-

CIIHCOK JTHTEPATYPHI
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LLIeHHbIM ypoBHeM JTn(a) Obifa CTaTUCTUYeCKM 3HAYMMO
Bbllle, YeM Yy NnL, C HOPManbHbIM ypoBHeM: 23,5%
n 8,5% cooteetcteeHHo (OP 3,3 [1,1; 9,8], p=0,03).
OWVM y nu, monoxxe 40 net Obin BbISBMEH TONbKO CPeAn
NNLL, UMEIOLLIMX NOBbILLIEHHbI ypoBeHb J1n(a).

He BbifiBNeHO pa3nuyMi B TuMNe MyTauMM reHa
peuenTtopa JIMHI cpean NaumeHTOB C onpeaeneHHom
CI'XC n nposienerusmMn NBC 1 6e3 KNMHNKK KOpoHap-
HOro aTepOCKNIePO3a.

PaboTa BbIMOMHEHa B paMKax MporpamMmbl Ctpate-
rnyeckoro passutna OIEOY BMO «[leTpo3aBoackumi
rOCYAAPCTBEHHBIN YHUBEPCUTET». HacToslLLee nccneno-
BaHMe nogaep>kaHo rpaHToM POOK Ne15-04-03513a.
CekBeHUpOBaHVe 0OPa3LIOB BbIMOMHEHO C WMCMOMb30-
BaHMeM 00OpYOOBaHUS PecypCHOro LeHTpa HayyHoro
napka CM6TY «Pa3BuTie MonekynspHbIX U KIETOUYHbIX
TEXHOMOrU».
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