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Hems. OnpenenuTh XapakTep M 4acTOTy MyTalluii reHa anoiumnomnpoTtenHa (amo) B-100 y marimeHToB ¢ KIMHU-
YeCKUM MarHO30M TeTepPO3UTOTHOM ceMeitHoii rurnepxonecrepuHemun (CI') u oxapaktepuszoBath (peHOTUTIH-
YecKue TIPOSIBIICHUS] Y HOCUTENEe MyTalliy.

Marepuan u meroabl. CKpUHUHT Ha MyTaluu B 26-M 5K30He reHa aro B-100 6bu1 mpoBeneH cpeau 111 manueH-
TOB C KIIMHNYECKUM AuarHo3om rerepos3urotHoii CI. [Ipu aHanmze ne3okcupudoHyKienHoBoi Kuciaothl (JIHK)
WCTIONB30BAIN AJUIEThCTIEIU(UUECKYIO TTOJIMMEPA3HYIO IIEMTHYIO pPeaKInio, PECTPUKIIMOHHBIN aHaIu3, aHAIN3
noauMmopdusma KoHpopMauu omgHouernodeyHoro dparmeHta JJHK (SSCP) m cekBeHMpoBaHUE y4acTKOB
JHK ¢ anoManbHOI 371eKTpOohOPEeTUIECKOM MTOABUKHOCTBIO.

Pe3ynbratsl. Cpeny 60JIbHBIX ¢ KITMHUYECKUMU TTPOosiBlIeHUsIMU TeTepo3urotHoilt CI'y 4,5% Obla oOHapykeHa
myTanus reda arno B-100. Myramusa R3500Q 6bl1a emMHCTBEHHBIM BUIOM HapyIIeHHWS B CTPYKType TeHa aro B-
100 y obcnenoBaHHbBIX MaliieHTOB. bonbHble ¢ nedexrom arno B-100 o cpaBHEHUIO ¢ HOCUTEISIMU MyTallUuX pe-
1LIeTITOpa JITIOTNIpoTenHa HUu3Kol rotHoctu (JIHII-penientopa) xapaktepusoBanuch MeHee BeipakeHHOU ['XC.
3akmouenne. Mytamust R3500Q rena anmo B-100 Hapsimy ¢ myramusmu JIHII-penienropa siBnsieTcst omHOM U3
MPUYMH BBICOKOTO YpoBHsI XC y pOCCUICKUX MALMEHTOB, B TO BPEMSI KakK JPYrue MyTaluu 26-ro 3K30Ha reHa
9TOTO OeJKa, MO-BUANMOMY, OU€Hb PEIKU.

Karouesnie caosa: cemeiinbiit nedekt ano B-100, runepxonectepruHeMusi, KCAHTOMBI.

Aim. To identify character and prevalence of apolipoprotein (apo) B-100 gene mutation in patients with clinical
diagnosis of heterozygote familial hypercholesterolemia (FH); to describe its phenotypical features in mutation
carriers.

Material and methods. In 111 patients with clinical diagnosis of heterozygote FH, screening for exon 26 apo B-100
gene mutations was performed. For DNA analysis, allele-specific PCR, restriction analysis, analysis of DNA sin-
gle-strand conformation polymorphism (SSCP), and sequestering of DNA fragments with anomaly electrophoret-
ic activity were used.

Results. In patients with clinics of heterozygote FH, 4,5% had apo B-100 gene mutation. R3500Q mutation was
the only apo B-100 gene structure anomaly observed in these individuals. Compared to patients with low-density
lipoprotein (LDL) receptor mutation, subjects with apo B-100 defect had less manifested HCH.

Conclusion. R3500Q mutation of apo B-100 gene, together with LDL receptor mutations, partially explain high
CH levels in Russian patients. Other mutations of this protein’s exon 26 could be very rare.
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I1.1I1. Manviues, ... Cemeitnniii dechexm anoaunonpomeura B-100...

BBenenne

Korna B cepenune 70-X romoB MpoOILLIOro Beka
CTajJI0 U3BECTHO, YTO MOBBILIEHHAS! KOHLIEHTPALIUSI
JIMITONPOTEeMHOB HU3KoM 1mioTHoctu (JIHIT) mnaz-
Mbl TIpu ceMeitHoi rumnepxonectepuHemuun (CI)
BBI3BIBACTCSI HACAEACTBEHHBIM AE(MEKTOM PeLEITO-
pa JIHIT (JIHII-P), nosiBunack rumnoresa, 4To npu-
yrHOM runepxojiecrepruHeMun (I'’XC) MoxkeT ObITh
M 3epKajbHO MPOTUBOIOJIOXKHAS CUTYyallUsl — IreHe-
TUYECKUI AedeKT JuraHaa npu HOpMaJbHOM pe-
uenTope. B 1986r nosiBuiioch cooOILEHUE O ITPYIIIe
MALMEHTOB, Y KOTOPbIX ObUT HAPYIIEH KaTaOOJIU3M
cooctBeHHbIX JIHIT, Torma kak kara6onausm JIHII
OT 3[I0POBbIX TOHOPOB He ObLT M3MeHeH [1]. 3atem
ObU10 1T0Ka3aHo, yTo JIHIT aTHX maureHTOB CBS3bI-
Baiuch ¢ JIHII-P in vitro Tonbko Ha 30%, a y HeKo-
TOPBIX POACTBEHHUKOB 1 CTEreHW pOACTBA auar-
HoctupoBain I'’XC BcneactBue aedexkTHbix JIHII,
YTO COOTBETCTBOBAJIO JOMMHAHTHOW MyTalMH,
NpeanoaoXUTEIbHO B Te€HE amoJMIIONpPOTerHA
(amo) B-100. D10 HapymieHWe TPEIOXWIN Ha3-
Barp “familial defective apolipoprotein B-100” [2].
TTouck npuuMHHONM MyTalMu B reHe aro B B obiac-
THU, KOAUPYIOLIEH pelenTOp-CBA3bIBAIOIINI JOMEH
0esiKa, BbISIBUI OJHOHYKJICOTUIHYIO 3aMEHY B KO-
noHe 3500, B pe3ynbrare yero oqHa aMMHOKKMCIIOTa
(apruHMH) 3aMellanach Ha Apyryto (riyramuH) [3].

ITpuHATO cuuTaTh, YTO PACIPOCTPAHEHHOCTh
cemeiiHoro nedekra (CII) amo B B momynsiumn
coctasisgeT npuoausuteabHo 1 Ha 500-700 yeno-
Bek [4,5]. Pe3yabTaTbl MONYISSLIMOHHBIX UCCIIEI0-
BaHUIA, a TaK>Ke JaHHbIE U3YYEHUSI TPYIIT BBICOKO-
ro pucka B EBporie mokasaiu 3HaYMTEJbHYIO Ba-
puadeabHOCTh pacnpocTpaHeHHocTH 3Toro CJI B
pa3HbIX nonyasauusax — ot 1:71 [6] mo 1:1250 [7]. K
HaCTOMIIEeMy BPEMEHHU WMIECHTU(PUUKMPOBAHO HeEC-
KOJIbKO MyTanuit B reHe ano B-100, koTopnbie Be-
JIyT K YKOPOUECHUIO OelKa WJIM aMUHOKUCIOTHBIM
3aMeHaM B COCTaBe Oeyika, YTO MPUBOJAUT K pa3Bu-
thio I'’XC: R3480W, R3500Q, R3500W u R3531C
[3,8-10]. Mytauusg R3500Q sBasiercs Haubosee
yacthiM C/I 1 U3ydyeHa JIydlile Ipounx [6].

B 1998r Obl1 omybJMKOBaH MEPBBIM ciydai
BoisiBieHus1 CJI ano B B Poccuu [11]. Uckmrouas
JaHHbIE aBTOPOB, € TEX ITOP HE COODIAIOCH O Y-
TMX MaluueHTax ¢ 3TUM 3ab0oeBaHueM. Takum 00-
pasom, CJI aro B gBisieTcs 1o cyuiecTBy He U3y-
yeHHoil B Poccum matonorueit. He usBecTHbl HU
pacrpoCTpaHEHHOCTh 3TOr0 HapyLIeHMsI, HU Xa-
paxKTep ¥ 4acTOoTa BO3MOXKHBIX MyTallMiA, JIeXKalUX
B OCHOBE €ro BO3HMKHOBEHUS, HU OCOOEHHOCTH
TeyeHUs 3a00J1eBaHUS Y POCCUIMCKUX MALIMEHTOB.

Marepuaa u MeTOIbl

MammenTsl. CkpuauaT Ha CJI aro B 6611 mpoBeneH cpe-
QI TPYTIIBI TTAIIMEHTOB ¢ KIMHUYECKUMU TIPU3HAKAMU TeTe-
posurotHoit popmbel CI' (kputepun MED-PED — Make Early
Diagnosis to Prevent Early Deaths) [12], Habmogarommxcst B
WNHctutyTe KimHuveckoil kapauoaoruu uM. A.JI.MscHuko-
Ba, Y KOTO OBUIM MOCTYITHBI OOpa3ilbl KPOBU JISI aHAIM3a
JAHK. B uccnenoBanue BKIo4aiu mpodaHA0B, He CBSI3aHHbBIX
MeXIy cOOO0¥ POICTBOM; IPU BBISIBJIEHUU MyTaluu aro B-100
00cenoBaii BCeX JOCTYITHBIX POJCTBEHHUKOB MAIIUEHTOB.

Omnpenenenue gunuaHoro npoduns (JII). YpoBHu 06-
mero xonecrepuHa (OXC), tpurmuuepunos (TT) u XC nu-
TOTIPOTENHOB BbICOKOI TToTHOCTH (JIBIT) onpenesnsiii craH-
napTHeIMU depMmeHTaTuBHBIMU MeTomamu. Conepxkanue XC
JIHIT paccuuteiBamm no ¢opmyie Friedewald W 1972.

AHan3 [e30KCUpUOOHYKIenHOBON KucaoTel (JIHK).
[pu ananm3se 26-ro sKk30Ha reHa amno B-100 MeToauka Bbiie-
nenust JJHK, ycioBust mpoBeneHust moauMepa3HoOi 1IeIMHOM
peakuuu (ITLP) ¢ ucnonb3zoBaHuEeM COOTBETCTBYIOILIUX
MpaiMepoB M aHaIM3a MOIMMOp(U3Ma MOABUKHOCTA KOH-
dopmannit ogHouenoyeuHoit JIHK (SSCP), a takke cekBe-
HUpOBaHUSI aHOMaIbHBIX PparmeHToB JIHK ObLTH TemMu ke
caMbIMU, KaK omnucaHo paHee [13]. JeTeKUuo MyTaluu armo
B3500 ocymiecTBasuin MeTOOOM ayiefbCrnennduiecKoi
[T P. Meron ocHoBaH Ha co3naHuu B xone [TLIP nomonHu-
TeabHOTO hparMeHTa MHOU 144 map HykJiieoTunos (T.H.) €
TIOMOIIIBIO JTOTIOTHUTENILHOTO TIpaliMepa, KOMITJIEeMeHTapHO-
o MyTaHTHOMY ajijiesito. B HopMme aMrmuduiiupyercst JIuiinb
onuH (parmeHT mmuHOU 320 T.H., KOTOPBIN CIYXUT BHYT-
peHHuUM KoHTpojeM addexkTuBHoctu [ILIP. Myranuio aro
B3531 ompenenstim MeTomoM aHanu3a moauMopdu3Ma -
HBI PECTPUKIIMOHHBIX parMeHTOB. MeTOI OCHOBaH Ha CO3-
nanuu B xone I[P ectectBeHHOTO caliTa pecTpUKIIUU
Mph11031 B MyTaHTHOM, HO He B HOpMalbHOM ajutene. [Toc-
Jenywouas oopadorka pecrpukrazoit [NLIP-niponykra mnu-
Hoit 320 Im.H. B cllyyae JaHHON MyTallMy TIPUBOAUT K 00pa3o-
BaHUIO ABYX (pparmeHToB mmHO# 102 1 218 m.H. B otnuume
OT MYTaHTHOTO aJUlejisi HOPMAaJIbHBII HE UYYBCTBUTEIEH K
pectpuktase. [IpomyKThl pecTpUKIUYN aHATU3UPOBAIN
371eKTpodope3oM B 3%-HOM arapo3HoM reljie, coaepkariem |
MKT/MJI 6pomucToro atunusi. Pasmep (parmeHTOB ompene-
JsyM ¢ TioMolnblo ctanmaproB 50 bp-Ladder (“Life
Technologies”, BennkooputaHust).

Pe3ynbTarTsi

XapakTepucTrKa o0cjieTOBaHHOM TpyIIbl Na-
LIMEHTOB IpeacTaBieHa B Tadbauiie 1.

I'eneTnyeckoe TecTUPOBAHNE

ITockonbKy Bce M3BECTHBIC MYTAllMU, BBI3BI-
Batomue CJI ano B, 3aTparuBaloT peuenTop-cBs-
3piBatolit gomeH arno B-100, nisg BbIsIBAEHUS
BO3MOXHBIX MYTalMil ucciaemoBaan 26-il 9K30H
ATOro reHa. Takoi moaxos 3aKaovaics B Caeaylo-
1IeM: MPU UCITOJb30BAaHMU OJHOIO U TOTO XK€ Ha-
O6opa npaitmepoB mytauuio R3500Q uckmarouanu
MmeToaoM ajenbcrneundudeckoit ITHP, myTramuio
R3531C — mMeToaoM pecTpMKIIMOHHOTO aHa/Iu3a;
HOHK Bcex o0ciaeayeMbIX MNaLMEHTOB IMOABEPrain
SSCP ¢ nocaeayomuM cCeKBEHHPOBAHHUEM aHO-
MaJIbHbIX 00pa3lOoB.
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Hucaunudemuu

Taommua 1

Knunuko-6noxnMuueckue xapakTepuctTuku mpoodannos (n=111) ¢ kmuandeckum auarnosom CI, TectupoBaH-
HBIX Ha MyTaluu arno B

KimHuyecku «HeCOMHEHHbI»/«BeposiTHBIN» auarHo3 CI' coracHo kputepusm MED-PED

103/8

Mo (m/x)

Bospacr, roast

KcaHToMbl cyxoxuiuii, %
Kcanrenasmsl, %

Iyra porosuiipl, %

WBC, %

OXC, Mmmoutb/n

TT, mmonb/n

44/67

44 (nnana3oH 5—73)

86

35

42

68

11,5 (2,5) (nmanason 7,1-20,7)
1,8 (0,8) (mmamazon 0,3-4,5)

IMpumeuanue: nanubie JITT npeacraBieHbl Kak cpeiHe U (CTaHIAPTHOE OTKJIIOHEHUE).

Amnenscneunguyeckaa TP mns getekuunu

myranmu R3500Q. Ilpu snekTpodopese MpoayK-
ToB ayuenbcrienuduueckoin TP y 5 GojbHBIX

ObL1a OOHapyxXeHa aHoMmalibHast Murpauus JJHK.

PecTpuKIIMOHHBINM aHaIM3. DTUM METOIOM C
WCITONIb30BaHneM pecTpukTa3sl Mphl1031 He OBI-
JIO BBISIBIIEHO HM OJHOTO HOCHUTEJSI MYyTallnu
R3531C.

SSCP-anamm3. CMmemnieHne ToJI0C IPU DIIEKT-
podopese ML P-npoaykra 26-ro 5K30Ha reHa aro
B-100 B mormmakpriaMuIHOM TeJie HaOIioaaoch y
BCeX 5 mallMeHTOB, KOTOPbIE yKe ObUIM UASHTU DU -
LUPOBaHBI METOAOM aJUIeJbCIeInPUIeCKO
TTLIP. B To ke Bpemsi apyrue aHomalibHble 00pas-
bl B uccaenyeMoit Komtekunu npu SSCP otcyT-
CTBOBAJIN.

CeKkBeHNpPOBAaHNE AHOMAJIPHBIX (hparMeHTOB
JAHK. JInst yrouHeHUs1 TpUpoabl TeHHOIO Jedek-
Ta, TOYHee, TMOATBepXmeHus myranum R3500Q,
HYKJICOTHUAHYIO TIOCJIEIOBATEIbHOCTh IIPOAYKTOB
TTIIP-06pa310B, MoKa3aBIIMX aHOMAJIbHYIO MUT-
pamuio ipu SSCP, cekBennpoBanu. B Hopme B 110-
noxennu 10708 rena armo B mMeeTcs TOIBKO HYK-
neotun G, Torma Kak Bce S MallMeHTOB OKa3alucCh
TeTePO3UTOTHBIMU II0 YKAa3aHHOMY IIOJIOKEHUIO,
IlIe OMHOBPEMEHHO MPUCYTCTBOBAIN HYKJICOTHUIBI
GuA.

DeHOTUNHYIECKAST XAPAKTEPUCTHKA MALNHEHTOB
¢ rerepo3urotHoii ¢gopmoii C/[ ano B

[lepBoHaYaIbHO IIPU TEHETHMYECKOM CKpU-
HUHTe ObUIM MACHTU(MUIIMPOBAHBI S5 ITAIIMCHTOB
(Bce xeHckoro mnojia) ¢ CJI armo B, B mocnemyro-
mwem nipu aHanuse JHK poacTBEeHHUKOB 3TUX
OOJIbHBIX BBISIBJICHO ellle 3 HOCUTeNIsl MyTanuu. B
1IeJI0M, B IBYX CEMbSIX MICHTU(PUIIUPOBAHO 3 1 2
HOCHUTEJISI, B OCTAJIbHBIX — II0 OMHOMY. 7 MallMeH-
TOB U3 4 ceMeli ObUIM pyCCKOM HAllMOHAJIBHOCTH, B
OIHOM CJTyyae HallMOHAJbHOCTH IpO0OaHIa HEe BbI-
SICHEHA. YCTAHOBJICHO, YTO B 3 CEeMbsIX OOJbHBIC
poautenu ObuM poaoM u3 LlenTpanbHoii Poccuu,
B OMHOM CeMbe MaTh IPOOaHIA, IIPEATIONIOXUTEIb-
HO HOCHUTEJIb MyTalliM, ObLIa IT0 HAIMOHAJIBHOCTHU
JUTOBKO. EIle B omHOIT ceMbe TaHHBIE O IIPOUC-
XOXICHUM pOAMTEIC OTCYTCTBOBAIU. 6 U3 8 ma-
LIMEHTOB B pa3HOE BpeMsI ObLIM TOCITMTAIN3POBa-
HBI B KJIMHUKY.

B Tabmmire 2 oTpaxkeHbl KIIMHNYECKasT XapaK-
tepuctuka u JIIT atux naumentoB. Mimemudeckast
6one3ns cepaua (MbC) mpu nepBoM oOpalieHnn B
KJIMHUKY ObUTa BBISIBIICHA Y 4 OOJBHBIX (BCE KEH-
LIMHBI); Y 2 U3 HUX B Bo3pacte 46 u 48 ner Oblia
BBIIIOJIHEHA KOpOHapoaHruorpadusi, Ha KOTOpoit
B 000MX ciTy4yasix ObLIO OOHAPYKEHO reMOAHAMMU -
YeCcKU 3HAUYMMOe IopaxeHue (CTeHo3bl >75% 1o

Tabmmua 2
KnuHuko-maboparopHble XapaKTEPUCTUKM TeTepO3UroTHbIX nameHToB ¢ CJ1 aro B
No cembu CreneHb poacTBa Bo3spact/ UMT 0XC T XC Hauano UBC, KcanTombl KcanTenasmbl
¢ IpoOaHaIOM noJa (xT/M?) JIBIT ro/bl CYXOXWIIUIT
1 npodaH 21/x - 8,31 1,07 1,6 - - -
orell 41/m 27,4 8,05 0,76 1,19 - - -
6abyrika 75/x 25,6 7,7 2,07 - 59 ? -
2 TpoOaHT 46/x 22,6 9,49 0,99 - 29 + -
N0Yb 37/x 23,4 8 - - - ? -
3 npodaH 50/% 27,9 8,84 1,52 - - + -
4 npobaH/ 48/x 19,2 7,1 1,28 0,98 48 + -
5 npobaHI 65/% 22,2 10,4 - - 65 + -

[IpumeuaHue: npeacTaBIeHHbIE JAHHBIE MOJYYEHBI IPU NIEPBOHAYATLHOM 00C/IeI0BaHUM MAalMeHTOB B KinHuke; UMT — uHaekc mMaccol Tena;

JIMITUIBI JaHbI B MMOJTI)/JT.
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I1.1I1. Manviues, ... Cemeitnniii dechexm anoaunonpomeura B-100...

IUaMeTpy cOocyla) KOPOHAPHOTO pycia. Y OmXHOMU
W3 3TUX NMALMEHTOK OTMeYali paHHee ITOsSIBJICHUE
CTeHOKapAMM HamnpsikeHus (B Bo3pacte 29 Jer), y
JIPYroil KOPOHAPHBIN aTepOoCKIIEPO3 COYETalICS C
TeMOIVMHAMUYECKN 3HAYMMBIM aTEepPOCKICPOTH-
YEeCKUM MOPaXXeHHEM COHHBIX apTepHil (CTEHO3BI
>70% mno muametpy cocyna). M3BecTHO, 4TO
TpeThbsl MalueHTKa, crpagaBias MBbC, Brnocaen-
CTBUU yMepJia B Bo3pacTe 78 JIET OT OCTporo uHga-
pkta Muokapaa (MMM). KcaHTOMbI CyXOXWJIMIA,
MIPEUMYIIECTBEHHO AXMJIJIOBBIX, OB
oOHapy:KeHbl y 4 U3 5 601bHbIX, B T.U. y 3 — UBC;
KCaHTeJIa3M He OBLJIO HU Y KOTO.

O0cyKaeHne

CII armo B — reHeTnueckoe 3abojieBaHuE, KO-
TOpOE B OOJIBLLIMHCTBE Cy4yaeB CBSI3aHO C 3aMEHOM
apruHuHa rayramMmuHoMm B KogoHe 3500 (R3500Q)
[3,14]. Ipyrue MucceHC-MyTalli, BbI3bIBAIOLIUE
37O 3abo0seBaHue, Takrue Kak R3480W, R3500W u
R3531C, BcTpeuaroTcsl 3HaUYUTENbHO pexke. MyTa-
g R3500Q uaeHTHhULIMPOBAaHA BO MHOTUX ITO-
nyasauusx mo Bcemy mupy [15]. ITonydeHHble B
MOCJIeAHNE TOObI JaHHbIE YKA3BIBAIOT Ha PacIpo-
ctpaHeHue mytauuu R3500Q takke U B momyJis-
nusix crpaH BoctouHoii EBporibl, B T.4. y JIULI cjla-
BSIHCKOTIO IpoucxoxaeHus [16].

ITepseiii cnyyaii mytauuu R3500Q B Poccuu
ob11 onrcad B 1998r [11]. B aToii paboTe MmyTauus
ano B Obu1a oOHapyXeHa npu aHanu3e 27 odopas-
noB JIHK namuenroB ¢ UbC u I'XC. ¥V Hocutens
MYTallMM, MYXKUYUHBI 42 JIeT, HA0I04aJIUCh MOBBI-
eHHBI ypoBeHb XC ChIBOPOTKU (9,6 MMOJIb/J1) U
nokymeHtupoBaHHasgs MBC. Yceunus apyrux ore-
YeCTBEHHBIX MCCIIeJ0BaTesieli B 9TOM OTHOIICHUU
HE YBEHUYAJIUCH YCIIEXOM: HUKAKUX MyTaIllii B TeHE
ano B-100 He Obu10 OOHAPY:KEHO B APyrux padborax
[17-19], HECMOTps Ha TO, UTO 3TU MCCJIETOBAHUS
MIPOBOIMJINCH B pa3HBIX IPyMIlax OOJbHBIX, KaK C
MBC, tak u ¢ kimHudeckuMm penorunom CI'XC.
TakuM o0pa3oM, K HACTOSIIIIEMY BPEeMEHH MyTa-
st R3500Q B Poccuu oGHapyxkeHa B 6 CeMbX,
BKJIIOYAsT JaHHBIE aBTOPOB OT 5 CeMEIA.

Knunnuecku paszrpannuuth CI' ot CJI ano B
HEBO3MOXHO, MOCKOJIbKY 00a 3a00JeBaH1sI UMEIOT
OoJsiblIOe CXOACTBO. B OOJBIIMHCTBE JUIUIAHBIX
KJIMHUK 2-5% NalyeHToB ¢ KIMHUYECKUM IUArHO-
30oM CI' Ha camom nene umerotr CII ano B [4]; Han-
pumep, B Hunepnannax CJI aro B ObL1 BbISIBIEH Y
1,85% u3 970 maLyeHTOB ¢ KIIMHUYECKUM AUATHO-
3oM CI [20], B Beukobpuranuu — y 3% B rpymme
n3 562 6ombHbix ¢ CI' [21]. B Hacrosiieit padore y

MMOJb/N

n=8
B nauvenTs ¢ MyTaumeit ano B
- MaupeHTbl ¢ MyTaumen JIHM - peuentopa

n=21

Puc. 1 YpoeHb OXC CHIBOPOTKHM Y F€TEPO3UTOT C MyTaLlMEeii arno
B-100 (R3500Q) u myrauusimu JIHIT-P, BbIsiBICHHBIMY B
MCCIICIOBAaHNN.

93% w3 111 oGcenoBaHHBIX MPOOAHAOB AUMATHO3
retepo3urorHoii CI' cooTBeTCTBOBAl «HECOMHEH-
HoMmy» coriacHo Kputepusim MED-PED, u B 3T0i1
rpyrtirie ObL10 BhisBaeHO 5 ciaydaeB CJI amo B. Cpe-
IIA TIOCJIEAHUX «BEPOSTHBIN» TMArHo3 3a00JIeBaHMs
OTMEYEH TOJIbKO Y 1 U3 5 OOJBHBIX, TPUYEM 3TO ObI-
Jla camas MoJiofasl MaluMeHTKa JAaHHOW TpyMIibl U
0e3 KCaHTOM Cyxoxkuanii. Bo Bcex cirydasx mpuuu-
Holt 3aboneBaHus Obuta Mytanus R3500Q. Takum
00pa3oM, B MOMYJSLIMUA OOJBbHBIX C KIMHUYECKUM
mquarHosoM CI' myramms R3500Q obwscusina 4,5%
cyJaeB 3a00JieBaHUSI, UTO, B OOLLEM, COIIACYeTCS C
3apy0eKHBIMM OLICHKAMMU.

Husknii npoueHT BoisiBieHus1 CI0 armo B cpe-
I TTAIMEHTOB ¢ KJIMHNYecKMMU npusHakamu CI'
npy MPUOJU3UTEIHLHO OAWHAKOBOM pacHpocTpa-
HEHHOCTU 000uX 3a00JieBaHUIT B OOILIEei MOIYJIs-
LU OOBICHSETCS OMNpenejaeHHbIMU (heHOTUIIH-
YEeCKUMU pas3IuuusIMU, KOTOpPbIe ObLIN OOHApYXKe-
HBI TIPU aHaJIM3e JaHHBIX OOJbIIETO YKrciia Nalu-
eHTOB. B psiae 3apy0exXHBbIX McciefoBaHUN ObLIU
MPOJAEMOHCTPUPOBAHBI HEKOTOPbIE KOJIUYECTBEH-
Hble (PEHOTUMUUYECKHUE OTAUYMS ITUX 3aboJieBa-
HUM, Kacaroluecs, Ipexae BCero, JUMUIHBIX MO-
Kazareneit. B yacTHOCTU, OBLIO MOKAa3aHO, YTO Y
rerepo3urot ¢ CJI anmo B cpeaHuii ypoBeHb XC
JIHIT cymiecTBEeHHO HMXE, YeM y IeTepo3UroT ¢
CI" [22]. TXC yMepeHHOI cTeneHU U Jaxe HOp-
MajbHbIl ypoBeHb XC 11a3Mbl y 00abHbIX ¢ CJI
ano B 3acukcupoBaHbl HECKOJIbLKUMU aBTOPAMU
[22]. B HacToseit padote y 6oabHbIX ¢ CJI aro B
cpeaHuit ypoBeHb OXC Takke OBbLT JOCTOBEPHO
HIKe Mo cpaBHeHUIO ¢ mauueHTamu ¢ JIHK-Bepu-
(urmpoBanubiM auarHo3oM CI' (pucyHoxk 1). ITpu
Jlaxke HeOOIBIIOM YKcie HabmoneHut (n=38), mo-
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Hucaunudemuu

JIy4eHHBIE TaHHBbIE YKa3bIBalOT Ha TO, 4T0 I’ XC 60-
Jiee BBIpaxkeHa Mpu JedeKTe pelernropa, YeM IIpu
Jnedekre muraHa.

PacnpocrpanenHocts CJI aro B cuibHO 3aBu-
CAT OT OO0CJIeIyeMOro KOHTHHICHTAa ITallIeHTOB.
[Tomumo I'XC, npyroil kKaTreropueit MOBBIIIEHHOTO
pucka gpisiercs nomnysuns 6oabHbix MBC. TToka-
3aHo, uto yactota CJ/I armo B y 00JbHBIX, ITepeHec-
mux UM, BaBoe BblllIe, YeM Yy JuL] 6e3 3Toro 3abo-
snesanus [23]. UBC npu CJI ano B HaGmomaeTcs y
40% nauneHToB MyKcKoro 1y 20% KeHCKOro rnoJjia
B Bo3pacte < 50 jeT. XOTs1 3Ta CUTyaLMsI ToX0Xa Ha
Ty, KoTopast Habmogaetcs npu CI, omHaKO UMEIoT-
Cs HEKOTOpPBIC pazaInyus. Y MalMeHTOB MYKCKOTO
noua > 40 et UbC pazBuBaetcs yaitie npu CI, yuem
npu CII ano B. O6paTHas cutyaliys HabIoaaeTcs y
00BHBIX 3KeHIIUH: B Bo3pacTte > 50 et UBC yatue
BO3HMKAET MPHY MyTallnK arto B, ueMm mpu Mmyraumm
JIHIT-P [24]. B Hactosiiueit pabore y Bcex 4
6onbHbIX MBC Takke oTMedanoch paHHee pa3BU-
The 3aboseBaHus (B Bo3pacte 29-65 net). B omHoM
cIyJ4ae KOPOHApHBIM aTepOCKIIEPO3 COYETANICS CO
3HAYMMbBIM KapOTUIHBIM aTepoCKiepo3oM. Been-
CTBHE MaJIOTO YMCJIa HAOMIONCHUI HeIb3sl IIpOBeC-
TU TIpSIMO€ CpaBHEHME 4acToTbl pa3putus MBC
mexny CI ano B u CI.

bonbimHcerBo mauueHToB ¢ CJI arno B B uc-
clIelOBaHMU OBLIM PYCCKOl HaIlMOHAJbHOCTH.
HenocrarouHoe KOJIMYECTBO CIIydaeB 3TOTO 3a00-
JIeBaHMSI He TI03BOJISIET CIEIaTh BHIBOIBI O Teorpa-
¢puueckom pacnpeneseHnn myraiuu R3500Q, oxa-
HAKO M3BECTHO, YTO OOJIbIIAsl YacTh ITAIlCHTOB
obL1a ponoM u3 LlentpanbHoit Poccuu.

ITo npanHbiM SSCP-aHanu3a BO3MOXKHO MCK-
JouuTh Mytauuio R3500W rena ano B-100 kak ox-
Hy u3 npuunH I'XC y nauueHToB. B uccienoBaHu-
SIX, TIPOBEACHHBIX 3a PyOeKOM, 3Ty MyTaIlIO HaX0-
WA KaK B a3MaTCKUX, TaK 1 B €BPOIIEHICKUX ITOITy-
Jauusx. I[o-Buaumomy, Mytauust R3500W sBisiet-
CsI peIKOH B 3aIlagHBIX ITOMYJISIIUSX; TaK, B UCCIIC-
JoBaHUU [25] oHa ObL1a MACHTU(PULMPOBAHA JTUIIb
y 2 13 907 nalyeHToB ¢ rTunepaunuaeMueii.

B psae pa6ot myrauusa R3531C accouuupo-
Bajlach ¢ pazputueM I'XC, HO MeHee BbIpaXkKeH-

Hoii, yem nipu Mmytauuu R3500Q. YacTora aToro
nedekTa B M30MpaTeIbHBIX MOITYJISLINIX Mal-
€HTOB, 00CJIEIOBAHHBIX IIPY JIUIIMIHBIX KJIMHU-
Kax, cocrasiger 1:206-987 [26]. B stom wnccie-
JOBAaHUM METOJAaMU PECTPUKIIMOHHOIO aHaaM3a
1 SSCP He ObLI10 BBISIBIGHO HA OAHOI'O MallMEH-
ta ¢ myrauueil R3531C. BToT pesyabraT He
SIBUJICS HEOXKMAAHHBIM, TOCKOJBKY HCClieayeMast
rpynmna IalMeHTOB COOTBETCTBOBajda CaMbIM
CTPOTUM KPUTEPUSIM KIMHHYCCKOTO IMArHo3a
CI, T.e. cocTosi1a 13 OOJBHBIX C BbIPAKEHHBIM, a
He ¢ yMepeHHbIM noBbieHnemM XC.

Takum o6pa3oM, B HACTOSILEM UCCIEI0OBAHUN
myTtauu R3531C u R3500W He sgBasuinch Npudm-
Hoii I'XC Hu y ogHoro u3 111 npodaHaos co cpe-
HuM ypoBHeM OXC 11,5 mmonb/n — 95% nosepu-
TeabHbIM nHTepBai: 11,05-12,0.

CruegyeT OTMETUTh, UTO B paboTe Obljia aMIl-
JIMpUIpoBaHa U IOABEPrHyTa CKPUHUHTY Ha
BO3MOXHbBIE MyTallMK 00JlacTh reHa amo B-100
aavuHo 320 m.H. DTOT (pparMeHT MOKpPbIBAET U
npeamnojaraéMoe MeCTOMOJOXEHUE MYyTalluu
H3543Y, koTopasi, Kak Mmokas3aju MUCCIeJ0BaHUS
nocyiefHux JieT B [epmMaHuM, MOXKeT ObITh HAUOO-
Jiee yactoi mytauueit ano B. Ee yactora B mony-
JISIIMK OLIEHMBAETCS Topas3ao Bhile, YeM MyTa-
muu R3500Q (0,47% vs 0,12% cOOTBETCTBEHHO)
[27]. OnHako aJist BhISICHEHUS (DU3MOJIOTUYECKOMI
U yHKIMOHANbHOM poau myTtauuu H3543Y He-
00Xx0oauMBI fajibHelue ucciaeaoBanus. B pado-
Te no naHHbIM SSCP He ObLIO0 BBISIBIIEHO HU OJI-
HOTO cJIy4yast 5TOU MyTalluu.

B 3akmioueHue, Mo JaHHBIM BBIITOJHEHHOIO
uccaenoBanus y 4,5% GOMBHBIX C KIMHUYECKOMN
KapTtuHoii rerepo3urotrHoil CI'’XC 6bu1a 00Hapy-
xkeHa MmyTauus R3500Q rena amo B-100. Hocure-
JI 3TOTO JedeKTa XapaKTepu30BaJIUCh MEHEE Bbl-
paxeHHo I'XC nmo cpaBHEHUIO C HOCUTEISIMU M-
tauuu JIHIT-P. Takum obpazom, mytanust R3500Q
B reHe ano B-100, Hapsmy ¢ MyTauMssMM TreHa
JIHII-P, gBnsieTrcss omHOM M3 TMPUYMH BBICOKON
I'XC y poccuiickux maludeHTOB, B TO BpeMsl Kak
JIpyrue MyTanuu 26-ro 9K30Ha reHa 3TOro 6eska,
M0-BUAMMOMY, OU€Hb PEAKMU.
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