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CemeliHasi runepxornecTepuHemMuys — Hacnedyemas hopma HapyLleHus TMnuaHoro o6MeHa, Bei3BaHHas MyTauusiMm B reHe peen-
TOpA JIUMOMNPOTENHOB HU3KOWA MIIOTHOCTM, IMArHOCTUKA U NIEHEHe KOTOPOW HeoBXxouMeI yxe B AeTcTee. B cTaThe NpuseneHsb! pe-
3ynbTaThl 06CNenoBaHus 66 POACTBEHHWKOB NPOBAHOOB C MyTALMAMU B rEHe peLenTopa IMronpoTeUHOB HU3KOW MIIOTHOCTH, B
Yncro KoTopbix Bxoamno 35 aeter. JuarHo3 ceMeliHol runepxonectepuHemyn Metogamy [HK-ouarHoctuku 6b11 NOATBEPXAEH
y 11 geten v uckiiodeH y 24. B paboTte 06CyxaatoTcsi COBPEMEHHbIS NOAXObl K JIEYEHUI0 CEMEWHOW rrnepXxonecTepMHeMmu.
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M HOTMe (hOPMbI HAPYLIEHW NIMNUAOHOTO oBMEeHa HOCAT Ha-
CNneacTBeHHbIA XapakTep. Haubonee xopoLlo u3y4veHa
ceMelriHas runepxonecTepuHeMus — MOHOreHHoe 3abonesaHve
C ayTOCOMHO-OAOMWHaHTHbIM TUMOM HacnegoeaHus. [MpUHUHON
CeMEVHOW TUNepxonecTepuHEMUN SIBMISIETCA CHUXEHUE CKO-
pocTu Kata6onmMamMa nMnonpoTENHOB HU3KOW NIOTHOCTK BCred-
CTBWE KONMNYECTBEHHOW HEAQOCTATOYHOCTU U OUCHDYHKLUK KX
cneuuuyeckoro peLenTopa, Bbi3biBaeMbIX MyTaLUsMU B KOOM-
pytoLeM ero reqe. BoigenatoT roMO3UrOTHYIO U FETEPO3UIOTHYIO
thopmbl 3abonesanus. MNpu nepeoi peLenTopsbl NPakTU4ecKu
MOMNHOCTbIO He (DYHKLMOHUPYIOT, U YPOBEHbL XONleCTEpUHa B
4-5 pas npesbiliaeT HOpMYy (800—1000 mr/an), Npu reTeposmu-
rOTHOW (hOpMe KOHLEHTPaLMs XonecTepuHa npeBsbillaeT HOpMY
B cpefHeM B 2 pasa (350—400 mr/gn). YacTtoTa rerepo3nroTHom
(bopMbI B GOMLLUMHCTBE STHUYECKUX MOMYNsALMIA COCTaBnAeT
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Familial hypercholesterolemia (FH) is an inherited disorder of lipid metabolism caused by mutations in the low density lipopro-
tein (LDL) receptor gene. Diagnostics and treatment of FH is required already in childhood. We have studied 66 relatives of the
probands with mutations in the LDL receptor gene including 35 children. Diagnosis of FH was confirmed by DNA analysis in
11 children and excluded in 24. Modern approaches to treatment of FH are discussed.
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1 cny4ai Ha 500 venoeek [1]. B oTnuuune oT reTepo3uroTHOW,
roMO3WroTHas gropma ectpedaetcs peako (1 : 1 000 000 Hoso-
POXAEHHBIX). Y TOMO3UIrOTHLIX BOMbHBIX YXe B paHHEeM BO3pac-
Te pa3BMBAlOTCH KMMHWYECKUe MNpOsBIeHUs aTepocKneposa (B
YacTHOCTU — aTEepOCKNEepPOTUHECKUMA CTEHO3 YCTbS a0pThl) U
vweMunyeckan 6onesHb ceppua (MBC). MHorme s H1Ux ymupaior
B NoApoCcTkoBOM BoapacTe. B CUIA n 3anapHoi EBpone okono
5% nopen, nepeHeclnx MHtapkKT MUoOKapga B BO3pacTe oo
60 neT, 60MbHbI cEMeWHONM runepxonecTepuHemmen [2].

K HacTosiLeMy MOMEHTY CNEeKTp MyTaLui reHa peLenTopa -
NONPOTEUHOB HU3KOW MIOTHOCTU JOCTATOYHO XOPOLUO U3Y4eH B
Espone, CesepHoit AMepuke U B AINOHWKN. BONbLUMHCTBO U3BecT-
HbIX MyTauui reHa peLenTopa JSIMNonpoTEUHOB HUIKOW MIOTHO-
CTM ONUCAHO UMEHHO B 3TUX pervorax [3]. Mcnons3osaHue OHK-
OMarHoCTUKN B CEMbSIX 6OSbHbIX CEMEWHOW rMnepxonecTepuHe-
MWEN NO3BONSET BbIABMATL AeTer, yHAcCneaoBaBLwmxX 3abonesa-
HUWe, Y NPEfOTBPaTUTL pa3BUTUE y pebeHKka Takux NOCNeacTBUk
CeEMEWHOW rnrnepxonecTepuHeEMUN, Kak paHHWI aTepocKnepos,
MBC u ap., cBOEBPEMEHHO HavaB ero nedeHne. OgHaKo y pas-
HbIX HAPOAOB U ATHUYECKWUX IPyMn CNEKTP MyTaLMA 3HAYUTENBHO
OTNN4aEeTCsl, NOITOMY HEBO3MOXHO UCMOMb30BATL faHHbIE, Nony-
YeHHble B OOHOW CTpaHe, ANs AMarHOCTUKW CEMeWHON rvnepxo-
nectepyHemMuun B Apyrux [4]. N3yueHne BCTpe4aeMoCTy oTaenb-

14



1§

@®.M.3axaposa u pp. / Bonpockl cospemeHHon nepnatpun, 2005, 1. 4, Nel, c.

HbIX MyTauuii ¥ NONMMOPGU3MOB Y pa3HbiX HAPOOOB NO3BONSET
pauuoHasnbHO NNIaHUPOBAaTL CTpaTeruilo AUarHOCTUKKU CeMerHOM
runepxonecTepuHeMUn B KaKOOW KOHKPETHOW CTpaHe.

NMauueHTbl M MeTOoAbI

IOns uccnepgoBaHua 66Ny oTo6paHb! 66 NAUMEHTOB C KMUHU-
YEeCKUM OMarHo3oM CeMeWHON rMnepxosiecTepuHeMMn 1 Co Cno-
paguyeckMmu cny4asMu runepnavnugemud. Kputepum gna no-
CTaAHOBKMW KIIMHW4ECKOro AMarHo3a ceMerHOW runepxonectepu-
HeMUM 6biNK cregyloLme: NOBbIWEHHbIW YPOBEHb XONecTepuHa
W, B YacTHOCTWU, XONecTepuHa JIMMOMPOTEUHOB HW3KOW MNOT-
HocTu (runepnvnugemus tuna lla nnm l6); y naumeHToB Hamnune
B MX CEMbsIX HECKOJIbKUX Clly4aeB runepnunuaeMmi Unu WH-
hapkTOoB MUOKapa B paHHeM Bo3pacTe, obHapyXeHue y 60nb-
HbIX KCAHTOM CYXOXUITUIA UK NTANOUAHBIX ayr porosuubl [5]. Ans
YCTaHOBJEHWUs QMarHo3a CYMTanmn GOCTaTo4HbIM TPY UK niobble
IBa 13 nepedncnenHblx kputepues. OT60p NauMeHToB MPOBO-
Juncs B KnuHukax Hay4Ho-uccnepoeatenbCkoro MHCTUTYTA 3KC-
nepuMmeHTanbHol MeguumHel PAMH 1 UHctutyTa Mosra PAH.
B kaxpgoMm cnyvae 66110 MOMy4eHo cornacve nauueHToB U Ux
POACTBEHHUKOB O/ TECTUPOBAHUA Ha MyTauuu, onpepensio-
Lue pasBUTME CEMEWHOM rvnepxonectepuHemuu. [na aHanuaa
HacnepoBaHUs MyTauuid B ceMbsix ucnonb3oeanu [OHK Bcex
LOCTYMHbIX ANS U3YYEHUSA POOCTBEHHUKOB.

Mouck MyTauuini NPoOBOAMNM C MOMOLLILIO CKPUHMHIa BCEX
18 3K30HOB U MPOMOTOPHOW 0ONacTU reHa petenTopa Nunonpo-
TEUHOB HU3KOM NMIOTHOCTU, aHANMU3NUPYs KOH(OPMALMOHHBIA MOo-
nuMmopduam oagHoHUTeBbIX hparmerTos [HK (SSCP) u 3atem
cekBeHupys amnnudmkatel (Hakornexwwe [OHK). B pa6ote wc-
nosb3oBany Takxe cregyroLlne 6UOXMMUYECKUE MEeTOAbI: MOKU-
MepagHylo uenHyto peakumio (MLP), reteponynnekcHbiid U pecT-
PUKLMOHHbLIA aHanu3bl, pasnuyHsie BUObI anekTpodopesa.

Pe3ynbTaTbl MCCREJOBAHUA U UX 06CcYyXAeHue

B pesynbrate npoeepfeHHON paboTbl MOMUMO 4acTbix MOSMU-
MOP3MOB 6bINO NOEHTUMULMPOBAHO 32 pas3nnyHbie MyTaumm
[6]. N3 H1X 17 661N noeHTUdMUMPOBaHbI BriepBble B MUpe, a 27,
Nno-BUOMMOMY, SABUIIUCb NMPUYUHOW Pa3BUTUA CeMelHOW runep-
XonecTepuHeMun y mx Hocutenen. Bce 27 myTtaumin BepyTt K
CABUIY paMKW CUYWTbIBAHWA, BAWSIOT Ha CnflaicuHr (npotecc
o6befiMHeHNs 3K30HOB B MaTpuyiHyio [IHK) unun nameHsotr amu-
HOKMCIOTHbIM OCTAaTOK B NMOMUNENTUAHOM Lienu peuentopa nvno-
NMPOTEMHOB HWU3KOW MNOTHOCTU. [Ans 60MbLUMHCTBA WU3BECTHBIX
paHee MyTauuh UX pofib B pa3BUTUN CEMEVHOW runepxonecre-
pyHeMun Bbina yxxe nokasaHa B Opyrux uccnegosanusx. Moutu
IAns BCex 06HapyXeHHbIX HaMU MyTauuii Mbl paspadotany 6bICT-
pble MeTOAbl aHanu3a: peCTPUKUMOHHBIA, reTepodynieKCHbIA U
SSCP. Ucnonb3ys 3TM MeToAbl 6bICTPON MaeHTUDMKaLUKM MyTa-
LUUA, Mbl NPOBENW aHanM3 ux HacnefoBaHUA B ceMbsx npoban-
LOB Y BCcex OOCTYMHbIX O aHanusa poactBeHHUKoB. Obuuee
4ucno obcnenoBaHHbIX POACTBEHHUKOB COCTaBMIIO 66 Yenosexk,
cpeam HMXx — 35 petei. B pesynsrate Hawmx nccnenosaHvin gu-
arHo3 zabonesaHus 6bin noareepxaeH y 11 geten U UCKNOYEH
y 24 13 Hux (Taén. 1). Ha puc. 1 1 2 npepgctaeneHsbl ABe 3NeKT-
pochoperpaMMsbi C pe3ynbTatamMn aHannaa HacneqosaHus MyTa-
umn E397X n C74X B oTAenbHbIX CeMbix npobaHnos. B cembe
6onbHoM b. ¢ MmyTaumert E397X cpeaun 7 o6cnenoBaHHbIX poacT-
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Ta6nuuya 1. CBogHble pe3ynbTaTbl HAWKX UCCNEeA0BaAHWNA B CEMbSAX
npo6aHAoB ¢ MyTaLUsIMK B reHe peuenTtopa NMMNONpPoOTEeMHOB HU3-
KOW NNOTHOCTHU

Yucno “ucno cemeid  YUCNO POLACTBEHHUKOB  “4KUCNO POACTBEHHUKOB
MyTauui (naumeHToB) C MyTaumusaMmu 6e3 MyTaumi

C MyTauusiMm  B3pochble et B3poC/bie et
32 38 (66) 16 11 15 24

BEHHMKOB 6bin10 5 petei. Mbl nokazanu, 4To MyTauuio E397X,
ABNAIOLYIOCA NMPUYMHOW TUMNepxonecTepuHemMun y npobaHga,
yHacnegosanu 3 u3 HUx (QOpoxku 4, 8 n 9, puc. 1). Ewe 2 pe-
TEW He UMeNu MyTauuu, U NPU3HAKU TUNepXonecTepuHemMmnm y
HUX OTCyTCTBOBanu (OOPoXkK 3 U 5, puc. 1) [7]. AHanu3 Hacne-
gosaxus apyrov mytaumm C74X nokasan, 4to oba pebeHka npo-
6aHa ee He umeloT (HOPOoXKK 2 1 4, puc. 2) [8].

HecMOTps Ha To, 4TO MyTauum B reHe pelenTtopa nunonpote-
WHOB HU3KOW MMIOTHOCTW NPUBOMAT K HAPYLWEHUIO YaaneHusa Xo-
nectepuMHa U3 KPOBOTOKA W, Kak CnefcTBue, K YBelN4YeHuo
YPOBHA XONlecTepyHa B KPOBW, HENb3s AUArHoCTMpoBarb Npw-
3HaKW CeMelHOoM runepxonecTepuHeMnm y feTen TONbKO BUoxu-
MUYECKMMU METOLAMM, TaK Kak y HUX KITMHUYECKUE MPOABIIEHNs
MOryT OTCcyTCcTBOBaTh. ECnn romosurotHas ¢opma 3abonesa-
HUSA NErKO BLIABMAETCA MO BbICOKOMY YPOBHIO XONecTepuHa, To

o

454 152 174 238 225 216 362 285 254

YpoBeHb 06LLIero xonectepuHa, Mr/on

Puc. 1. AHanu3 HacnegoBaHua MyTauum E397X B ceMbe 6onbHoM B.
Ha popoxkax Ne1-9 npefactaeneHsl NPOQyKTbl TMAPONU3a 3HAOHYKNea-
301 Alu | aMnnruMpoBaHHbIX NocneAoBaTeNbHOCTEN SK30Ha 9 60Nb-
Hou B. n ee pogcTBeHHUKOB. B pesynbrate myTauum E397X B 3TOM 3k-
30He BO3HMKAET HOBbIA calT Ana pecTpukrassl Alu |. Hanuyue gonon-
HUTeNbHbIX diparMenToB (156 n.H. 1 117 n.H.) Ha popoxkax Netl, 4,7, 8,
9 CBMOETENbCTBYET O HAMUYMW Y COOTBETCTBYIOLLIMX YNIEHOB CEMbU MY-
Tauum E397X B reTtepoanrotHom coctosHun. B KayecTBe mapkepa Mo-
neKkynapHoro Beca ucnons3osanu JHK ¢ara |, NonHOCTbIO rMaponn3o-
BaHHyio pecTpukTasoi Pst | (dopoxka M). MNepedvepkHyTbiMu curypamu
Ha cxeme 0603HaYeHbl yMepLLIME pOACTBEHHUKU. BNeKTpogopes Nposo-
avnu B 8% INAAT, OHK okpaluvanu cepe6pom.
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LOuarHoCcTMKA CeMenHolN runepxonecTepuHemun y feTeld B CEMbAX C OTAMOLEHHON HAacNeACcTBEHHOCTbIO

175 197 371 140

YpoBeHb o6Luero xonectepuHa, Mr/an

Puc. 2. AHanu3 HacnegoBaHusa myTauumn C74X B ceMmbe 60nbHoro 3.
Ha gopoxkax Ne1—4 npefcrasneHbl NpoayKTsl TMAPONN3a 3HAOHYKNea-
301t Dde | amnnudmrkaToB 3k30Ha 3 reHa peuenTopa IMNONPOTEUHOB
HU3KOW NNOTHOCTK HonbHoro 3. M 4neHoB ero ceMbu. MyTtaums C74X
MPMBOZMT K MOSIBIGHUIO HOBOIO caiTa anst SHAoHykneasbl Dde |. Ha go-
poxke Ne3 BugHa mononHuTenbHas 3oHa (31 n.H.), CBAOETENIbCTBYHO-
Lwas 0 Hanu4KMKW y naumenTa 3. mytaummn C74X. ononHutenbHbIk dpar-
MEHT W, COOTBETCTBEHHO, MyTaumsl C74X oTCYTCTBYIOT Y XeHbl, CbiHa U
Ao4epy npobaHaa. Bnektpogopes nposogunu B 8% IMAAT, rene okpa-
WiuBanm cepebpom.

npu reTepo3vroTHOn opMe YpoBEeHb XOfecTepuHa MOXeT
CMNbHO BapbupoBsaTb (Taén. 2). Ha puc. 1 BUOHO, 4TO O6LLUMIA
YPOBEHb XONecTepUHA B KPOBU Y JeTer ¢ MyTaumein (BOpoxku 4,
81 9) uy peTel, ee He UMEIOLLUMX (JOPOXKMN 3 1 5), OTNNHaeTes,
HO He 04YeHb CUNbHO. Tak, y pebeHka 6e3 MyTauun (Qopoxka 5)
OH cocTaBfsieT 225 Mr/on, a y peterd ¢ Myrtaumsmu 238 w©
254 mr/pn (popoxkun 4 u 9, cooTseTcTBEHHO). AHann3 OHK nos-
BONAET OHO3HAYHO PELUMTL BOMPOC, yHacnenosan i1 pe6eHoK

Tabnmua 2. CogepxxaHue xonectepuHa u tpurnuuepugos (TI) B
nnasme KpoBW Y YNIEHOB CeMbWU C pe6eHKOM, FrOMO3UroTHbIM No
cemelHOW runepxonectepuHemum (1-4)
Ne Bospact, XC, T,  XC nBn, Cumnrombl  TpumMevabns
nauueHTa  net Mmr/gn  mrfgn  mr/gn ceMenHOM
runep-
XonecTepuHemMin
1-1,0mey 49 451 81 51 nyru Ymep
POrOBULIbI, or
KCAHTOMBI UHbapkTa
1-2, Mate 48 480 104 66 Het
1-3, povb 13 280 158 35 Het
14, cblH 17 700 120 35 nyru Ymep
poroBuubl, B 17 net
KCaHTOMBI,
CTeHO3
YCTbA aopThi

MyTauuu B reHe peuenTopa NMnonpoTeUHOB HU3KOW NAOTHOCTU
W, Kak cnegcTene, CeMenHON runepxonectTepuHemMmim.

B HacTosIee Bpems pa3paboTaH psg Mpasui Koppekuun Hapy-
LUEHWI NUNUOHOro obmeHa y AeTer U NogpocTkoB. MNpexae Bcero,
pekoMeHfyeTes onpefensTs NMNMAHLIA Npoduns geTen, y poaun-
Tenei kotopbix MBC passunack B Bospacte 45-55 neT unu ume-
HOTCA HacnefCTBeHHble HapyLUeHWs AMNMgHoOro obmMeHa. 3To xe
uccnefoBaHMe HeobxoAMMO NPOBECTU AETAM C AMArHo3oM «ca-
XapHbIA gnadeT», ¢ NOJO3PEHNEM Ha CEMEHYIO rvnepxonectepu-
HEMMIO U ApYrve BpOXAeHHble HApyLLUEHWs NMNMAHOro obmeHa.
B cny4asx BbipaXxeHHON KNUHUYECKOI KapTUHLI CEMENHOMN runep-
XONEecTeEPUHEMMUU U BbICOKOTO pucka passutusa VBC y pebeHka pe-
LeHWe O MEOMKAMEHTO3HON Tepanuu (CM. HUXe) [OIDKHO NMPUHK-
MaTbCsl nocne obcnefoBaHus pebeHKa B crneuvanv3MpoBaHHON
KIMHWKe C 0653aTeNbHbIM NPOBEAEHNEM FeHETUHECKOTO aHanuaa.
CBOEBpPEMEHHO MOCTABNEHHLIN AMArHO3 NO3BONAET MPenoTBpa-
TUTb pa3BuUTUe Y pebeHKa Takux NocneacTBuin CeMenHON runepxo-
nectepvHeMMM, Kak paHHUIn atepocknepos, IBC u cBszaHHble C©
HUMU MHDapPKTbl MMoKapda. Ouetonorndeckas v nekapcTBeHHas
Tepanuu He JoMKHbI UCMONBL30BATLCA Y AeTel Mnaawle 2 ner.

Mpy romo3nroTHomn hopme ceMeiHoM runepxonecTepuHeMmui
y peTten ctapwe 10 neT gokasaHa Heo6XOAUMOCTb Mepuoau-
4Yeckoro, ¢ UHTepeanoMm 3—4 Hep, nNnasMadepesa UM UMMYHO-
copbunM NUNONPOTENHOB HU3KOW NNOTHOCTH, 63 KOTOpbIX Me-
JMKaAMeHTO3Hoe fiedeHne HeathHeKTUBHO. NX HEO6XOOUMO KOM-
6uHUpoBaTh ¢ NpueMoM ctaTuHoB [9, 10]. Ucnonb3oBaHWe cTa-
TUHOB AM1S1 NTEYEHUA TUNEepPXONecTEPUHEMUYECKUX COCTOAHUA B
KayecTBe OCHOBHbIX NIEKAPCTB Y B3POCNbIX U IETEW C reTeposu-
rOTHOM POPMOIN CEMENHOMN rUNEpPXoNecTEPUHEMMUU YXKE BOLLIMO B
noecepHeBHylo npakTuky [11]. OgHako B CBA3U C OTCYTCTBMEM
JaHHbIX O NOCAEACTBUAX BINTENBHOIO UX NMPUMEHEHNA Y AeTe
Ha4yvHaTb Npuem CTATUHOB OObIYHO PEeKOMEHAYIOT MO JAOCTVXE-
HUM UMUK NonoBol 3penocty [12]. Onsa neyvyeHus roMO3UroTHOM
hopMbl CEMEWHOW rUNepxonecTepUHEMUN Kak Y B3POCAbIX, Tak
Wy AeTei B HacTosILLee BPEMS YCNELLHO UCMIONbL3YETCA KOMOU-
Hauua cTaTUHOB M MHIMBUTOPAa copbLMKn XonecTepuHa B KALeY-
HUKe — 93eTuMmba [13]. B Lenom, Ucnonb3oBaHue a3eTnmmnba B
neguaTpu4eckon npakTWkKe BbIFAOUT MNpeanoyYTUTENbHEE B
CpaBHEHWUN C NPUMEHEHWEM CTAaTUHOB W XONecTePWH-CBA3bLIBAID-
LWMX cMon (HanpuMep, XxonecTupamMmnHa), 3a4acTyio Noxo nepe-
HOoCUMBIX NauueHTamu. OpgHako, pesynsTarte! nofHoMacluTab-
HbIX KMMHWYECKUX UCTbITAHUIA, AOKA3bIBAOLLMX IDHEKTUBHOCTb
M 6e30NacHOCTb NPUMEHEHUs 33eTuMnba y feten ¢ ceMeinHomn
runepxonecTepMHEMUEN, eLe HEM3BECTHBI.

PagukancHoi Tepanuen ans getend ¢ roMoO3UroTHOM cemen-
HOW rvnepxonecTepMHEMUEN CcUMTAETCA MWL Nepecaaka nede-
HY [14—16], NockonbKy Ja)ke NepeHOC TaknM AeTsM (YHKLUMO-
HasnbHOro reHa peuenTopa NMNonpoTENHOB HU3KOW NIOTHOCTH C
MOMOLLLbIO TeHoTepanuu He AAaeT GAUTENbHOM HOpManusaumu
YPOBHSA xonectepuHa B Kposu [17].

ELlle 0gHWM BaXHBLIM acrnekToM MPUMEHEHUSI FeHETUHECKOTO
aHanusa sIBNSETCA npeHartansbHas AuarHoctuka. B otnuuve ot
reTepo3uroTHbIX HocuTenei MytaummM B reHe peuentopa nvno-
NPOTENHOB HWU3KOW NIOTHOCTU, FOMO3WUIOTbl YMUPAKOT B AETCTBE
U1 B NogpoCcTKOBOM Bo3pacTe. B Tabn. 2 u 3 npeacrasneHsl
JaHHbIE O CEeMbAX C AeTbMU-roMo3urotamn. B nepesom cnyvae
CblH (maumeHT 1-4) HacnepoBsan, NoO-BUOUMOMY, pa3Hble MyTa-
UnK OT reTepo3uroTHbIX poguTenen, KoTopble He SBNANNCL POR-
CTBEHHUKaMu (Tabn. 3) U ymep B 17 neT. YpoeeHb xonectepuHa
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Tabnuua 3. CopepxaHue NMNMAOB NNasMbl KPOBU Y HECKONbLKUX

AeTel C rOMO3WUrOTHOW W reTepo3UroTHOW hopmMaMu CeMeHHOM

runepxonecTepuHeMumn
Ne nauueHta Mon  Bospacr, Tun cemeitHom XC, T,

ner TUMepXoNUCTepUHEMAM  Mr/An  mr/an

14 M 17 roMO3UroTHan 700 120
4-1 X 1 roMO3uroTHas 825 95
3-1 X 10 reTepo3uroTHas 254 134
32 M 10 rereposnroTHas 285 67
3-3 M 12 reTepo3uroTHan 238 68
71 M 11 reTepoauroTHas 385 69
18-2 X 12 reTeposvroTHas 302 74

B ero Kpoeu coctaenan 700 mr/an. Bo eTopom cnyyae (tabn. 3)
rOMO3UIOTHLIM HOCUTENEM MyTaLuK 6bina NeBoYKa (nauneHTka
4-1), poamsLuasca B 6nN1M3kOpPoOACTBEHHOM Bpake. O6LWMA ypo-
BeHb XonectepuHa B ee kpoBu B 11 net coctasun 825 mr/an.
MpoBens npeHatansHyto JHK-gMarHoCTUKyY, poxaeHue aeten ¢
roMO3UIrOTHOW (POPMON CEMENHOW MMNEpXONecTepuHEMUN Y pPo-
DUTENEN-TeTepo3nroT MOXHO 6bIno 6bl NpeaoTBpaTUTL. B Mupe
Y€ UMEIOTCH CNyyaun npeHatasbHOW AMarHoCTUKKU ANs BbiSBNe-
HUS UM UCKITIOYEHUA MyTauui B reHe peuenTtopa nunonpoTteu-
HOB HU3KOM NNOTHOCTK y nnoaa [18-20].

Taknm 06pas3om, BbISIBNEHUE KITMHWMYECKUMUW MeToaaMu na-
LUMEHTOB, reTepo3uroTHbIXx NO CeMEWHOW runepxonectepuHe-
MUM, UOEHTUMUKALMA Y HAX MYTaLUA B reHe peuenTtopa nvno-
NMPOTEUHOB HU3KOW MNOTHOCTM MNO3BONSAET B falbHENLIEM METO-
Aamu [HK-grMarHocTukm upeHTudmMumnpoBath reHetTudeckue Ha-
pyuwleHuns y neter npo6aHaos, U, cnenosaTtefbHo, Ha4aTb CBOe-
BPEMeHHOe nedYeHue U NpeaoTBpaTUTL PasBUTUE Y HUX aTepo-
CKnepoTuyeckoi 6oneanu. MNopobHyto NHK-guarHocTuky cy-
LEeCTBEHHO obneryaeT 3HaHWE cnekTpa MyTauui, pacnpocTtpa-
HEHHbIX B OTOeNbHbIX pernoHax Poccum [6].

Patota 6pina nopnepxana rpaHtami [peanpenta PO
NeMK-899.2003.04 n Coeeta no nogaepxke Beayuwmx Hay4YHbIx
wkon Poccun HLL-1730.2003.4.
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