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AHHOTaAIMUSA

Kparkoe pyKoBOACTBO MO KIMHUYECKON I'€HETHKE TUCTUINIEMUN
3HAKOMHUT C TIaTOT€HE30M JAUCIWNHUIOEMHUM, [UArHOCTUKOH W
COBPEMEHHBIMH TIOAXOAAMHM K WX Koppekumu. Kakzaelili Tun
HapylleHusl JIMIMOHOTO COCTaBa KPOBH  MPOMJUTIOCTPUPOBAH
KJIMHUYECKMMU [IPUMEPaMH, UYTO [eJIaeT MPEACTaBICHHbI MaTepua
JOCTYIHBIM 151 BCEX MPAKTHKYIOIIMX BpayueH.

Oco0oe BHMMaHUE YIElIeHO aHTHATEPOIe€HHBIM JIMIIONPOTENIaM,
POJIb KOTOPBIX OOBIYHO HEIOOLEHWBAETCS, HO YacTo ompenesser
TeYEHHE U IPOTHO3 JUCIUITUIEMUYECKIX COCTOSIHHUM.

B pykoBoacTBe  CONOCTaBAEHO TEYEHHME MOHOTEHHBIX U
MOJIMTEHHBIX [UIIEPXOJIECTEPUHEMUM, TPOaHAIM3UPOBaH 3¢ deKT
JiedeHus1 OOJIBHBIX B 9THX ABYX I'PyIIax.

JlaHHOE PYKOBOZACTBO IOIOJIHUT 3HAHUS Bpauel Mo JMIHUAOIOTH
Y TIO3BOJIUT O0Jiee YCTIEITHO 3aHUMAThCs TPO(PUIAKTUKON 1 JIeUeHUEM
aTepOCKJIepPO3a 1 €ro OCI0KHEHUI CO CTOPOHBI Cep/La, MO3ra, a0PThI
Y apTepuil HUKHUX KOHEYHOCTEM.

[Ipeonasnaueno  Ons  NPaKmMuKylowux — eépaveli  paziu4HbIX
CheuuanvHocmeli — mepanesmos, Kapouonozos, KapoOuoxupypeos,



COCYOUCTNBIX XUPYP208, SHOOKPUHON0208, HEBDPOA0208 — U CHIYOEHINO08
MEOUUUHCKUX 8Y308.



Conep:kanue

CHUCcOK pyCCKOSI3bIYHBIX COKPALIECHUN
CruUcoK aHTJIOA3BIYHBIX COKPAIICHUN
IMTPEOVCJIOBUE

I'maBa 1

I'maBa 2

KoHnel 03HaKOMHUTEIBLHOTO (PparMeHTa.



b. M. JIunoBenkumn
HacJuaeacrBeHHbIE
U CJININIEeMUIH

CnHCOK pyCcCKOSI3BIYHbIX
COKpaIeHu

Al — apTepuaibHas TUNIEPTEH3USA

AJl — apTepuajibHOE 1aBJI€HUE

AII® — aHrroTeH3MHITpeBpaIlaIui (hepMeHT
BO3 - BcemupHas opranuzanus 31paBOOX paHEHUS
I'JIIT — runepnunuaemMus

I'MK — rnagkoMEBIIIeUHbe KJIETKU

['TT" — runeprpurnuuepuaemMus

I'XC — runepxosnecrepuHeMus

HA]JL — nacTomyeckoe apTepuabHOE 1AaBJICHHAE
JJIIT — nucnunuaeMus (AUCIUAIONTPOTEUIEMUS )
JHK — ne30kcuprnOOHYKJIEMHOBAasI KUCIIOTa

D — nucumpKynsaTopHas sHuedanonarus

NBC — nmemnyeckast 607e3Hb cepna

M — undpapkt Mrokapaa

KA - ko3 duiimeHT areporeHHOCTU



JIIT — nunoniporen bt

JITIBII — nunonporenbl BHICOKOW INIOTHOCTH

JIIJI — munonporengHas mnasa

JITTHIT — nunonpoTtenabl HU3KOM TJIOTHOCTH

JITTOHIT — nunonpoTtenibl O4eHb HU3KOU MIOTHOCTH

JIIIIIT — nunonpoTen s MPOMEKYTOYHOU IJIOTHOCTH

JIXAT — nenuTuH-X01ecTepuH-auuaTpancgepasza

MM — MO3roBo# UHCYJILT

Owmera-3-1TH)KK — omera-3-nojMHeHAChIIIIEHHbIE XUPHbBIE
KHUCJIOTHI

[I"'XC — nosnvreHHasi runepxoiecTepUHEMHU S

[NIP® — nomumopdusm IIMHBI PECTPUKIIMOHHBIX (DparMeH-
TOB

JHK TP — nonnmepasHas uenHast peakims

[19T — no3uTPOHHO-IMUCCUOHHASE TOMOTpadus

PMK — permoHapHbIil MO3rOBOI KPOBOTOK

PHK — pubonykienHOBast KMCIOTa

P3C - perukyno-3HaoTeMaibHas cuctema

CAJl — cucronmmyeckoe apTepuajibHOE J1aBJIEHHE

CI'XC - cemeliHasi TUTNIEPXOJIECTEPUHEMU ST

TT" — Tpurnuuepuab

XM — XWJIOMUKPOHBI

XC — xonecrepuH

LIBIT — niepeOpoBacKyisipHble TIOPaKEHU S

IxoKI — sxokapauorpadus

I9XC — screpupUIMPOBAHHBIN XOJIECTEPUH



Cnucok aHrI0SI3bIYHbIX COKPaleHnH

ABCA-1 - Binding Cassete transporter A-1 — TpaHCIIOPTHBII
OeJIOK, Yy4acCTBYIOIIUI BO BHYTPUKJIETOUHOM TEpeHOCce CBOOO/-
Horo XC k anoA-1 JITIBII (Ha k1eTouHoi MeMOpaHe)

ABCG (5, 8) — crepuHOBBIE TPAHCTIOPTEPHI, CIOCOOCTBYIOIIUE
BBIXOJly CTEPUHOB U3 KJIETKU

Apoproteins (A, B, C, E) — anonumnonpoTenHs! (arnonporeu-
uel) A, B, C, E (anoA, anoB u 1. 1.) APP (A-6eta-PP) — 6esok
— MpeIIeCTBEHHUK aMUJION/1a

ARH - Autosomal Recessive Hypercholesterolemia — ayrto-
coMHoO-pereccuBHas ['XC

ATP — TpaHCTIOpPTHBII OEJOK, MEPEHOCSIIHNA aroA- 1

CETP - Cholesteryl Ester Transfer Protein — TpaHCIIOpTHBII
0€JI0K, IePEHOCSIIUI X0JIECTEPUHICTEPb U TPUTITUIICPHTBI

Cleavage — Activating Protein — koMIuieKkc u3 J1ByX O€JIKOB,
OIMH M3 KOTOPBbIX YAaCTUYHO PACIIEIUIEH MTPOTEa30il; KOMILIEKC
TPAHCIIOPTUPYETCS B KJIETOUHBIN anmapar [onpku crienuanm-
3UPOBAHHBIMU OEJIKaMU-TPAHCIIOPTEPAMU SHAOIIA3MATUYECKO-
ro perukyiyma. Komriekc HeoOXoqum KiieTKe Ui MeTabom3-
Ma JKUPHBIX KACJIOT U CTEPUHOB

DNA — THK — ne30kcupuOOHYKJIEMHOBAs KUCIOTA

FCH - Familial Combined Hyperlipidemia — cemelinasi Kom-
OounnpoBanHas [JII1

FDP — Familial Defective Protein B-100 — «Hekaccuueckas»



(popma cemeitnoit ['’XC, cBsizaHHasi ¢ TeHETUUYECKUM JIe(DEeKTOM
6enka B-100

LCAT - JIXAT - neuutuH-xonecTepuH-auiITpaicepasa

MTHFR - metunenterparuapodonarpeaykrasa

PCSK-9 — Proprotein Convertase Subtilisin Kexin, type 9 —
IIPOIIPOTENHKOHBEPTA3a, IIPA FE€HETUYECKOM JIe(peKTe KOTOpOr
pasBuBaercs oaHa u3 popm cemeitHou ['XC

PPAR-alpha — Peroxisome-Proliferator-Activated Receptor
alpha — mepoxkcucam-nponudepaTop, AKTUBUPYIOIIUN (s1ep-
Hbii) peuentop SCAP — SREBP-1

SR-B-I — ckeBenmxep — penenrop kiacca B, tun I — neue-
HouHbli penienitop JITIBII, 3axBareiBatommii ero 9XC

SREBP (1, 2) — Sterol Regulation Element Binding Protein —
0eJIKOBO-CTEPHHOBBIN YYaCTHUK MeTabOMM3Ma KUPHBIX KUCIIOT
Y CTEPUHOB, OH K€ TPAaHCMEeMOpaHHbII OEJIOK SH/I0TUIa3MAaTHYe-
CKOTO PETUKYJIyMa

SSCP - Single Strand Conformation Polymorphism — metog,
AHAIM3UPYIOIIMK KOH(OPMALIMOHHBIA HOMMMOP(PU3M OJHOHHU-
TeBbIX (pparmenToB JTHK

USF — Upstream Stimulatory Factor — perynstop padoThl
MHOTUX T€HOB, YYaCTBYIOIUX B METAOOIU3ME JIMMUIOB U TITI0-
KO3BI



IHNPEIUCJ/IOBUE

['eHeTnyecku OOYCJIOBJIEHHBIE (HAC/IEICTBEHHBIE) AWCIMIIU-
nemuu (JIJIIT) — mepBMYHO BOZHUKILIME HAPYILIECHUS JIMITUIHOTO
COCTaBa KpPOBH, B IIPOUCXOKACHUN KOTOPBIX BeLyllas pojb IIPH-
HAJIJIEKUT OJHOMY WJIM HECKOJIBKMM T€HETUYECKUM Je(PEKTaM.
ITpu 3TOM B MX pa3BUTUM BO MHOTMX ClIy4asX IpPeAIosaraercs
OIpeJEIEHHOE JOIOIHUTEIBHOE BIMSAHUE (PAKTOPOB BHYTPEH-
Hel cpensl (qpyrue 3a00eBaHysl) MM BHEIITHEH cpeibl (0coOeH-
HOCTU MUTAHUs1, BPEIHOCTH B ObITY U Ha POU3BOJICTBE, CTPECCHI
v 1p.).

[Nepeuunsie JJII1 Hago OTIMYaTh OT BTOPUYHBIX HAPYILIEHUIA
JIMIIIHOTO COCTaBa KPOBU, ABJIAIOIIMXCSA CUMIITOMAaMH JPYTUX
3a0oseBaHUil (TUMOTUPEO3a, caxapHOro auadera, OMIMAPHOTO
LMppO3a MEYEHU, XPOHUYECKOro riomepynonedpura). C yue-
TOM TaKOM BEpPOSATHOCTH, NEpBas 3a7adya Bpaya, CTAJIKUBAIOLIE-
rocs ¢ JJII, — muddepeHnrpoBaTs NEPBUYHBIM XapaKTeP 3TOU
naronoruu ot JJIIT kak npr3Haka KakoW-TO MHOM CaMOCTOs-
TEJIbHOM OOJIE3HU.

K coxanenuio, 40 HACTOSAIIET0 BpEMEHN MHOTHE BPa4yM Ipo-
JOJIKAIOT aCCOLIMAPOBATH HAPYIIEHUS JIMIIUJHOTO COCTaBa KPO-
BU TOJIBKO C BBICOKMM YpoBHeM ootiero xosnecrepuna (XC), He
npugaBas 3HayeHus copepxkanuio tpurnuuepuaos (TT) u aH-
THATEPOre€HHbIX JIMIONPOTEUIOB BbICOKOH MioTHOCTH (JITTBIT)
B IUTa3Me KpoBH. Takasi HEJOOIIEHKAa MOKET TMOBJIeYb 32 COOOM



cepbe3HbIe TOCNIE/ICTBUS, TaK KaKk OOJbHBIE OCTAaHYTCs Oe3 me-
POIPUATUM 110 IEPBUYHON M BTOPUYHOU ITPO(PUIIAKTUKE aTEPO-
CKJIEPO3a U €r0 OCJIOKHEHUM.

B kuure b. M. Jlunosenkoro «KimHMuyeckasg JIUOUIO0I0-
rusi» (2000) u3 HaciaencTBeHHo ooycnmorneHHbIX IJIIT paccmar-
puBaachk ToabKo cemerHas runepxonecrepunemust (I'’XC). C
TEX MOp reHeTHKa YIUIa BIepe v MPOsSICHWIIA LIEJIbIA Psijl 3aKOHO-
MEpPHOCTEH Ipyrux HacjenctBeHHo oOycioBieHHbX JIJITT. Kak
0Ka3aJioCh, 3TU HAPYIIEHUsI FE€TEPOreHHbI U 3aBUCSAT OT Xapak-
Tepa MyTallyu, €€ JOKAJIM3AlMA B TOM WM UHOM Te€He, OT B3a-
MMOJICMCTBUSI MEKAY T€HAMH, HAJIMYUS OJJHOW UJTM HECKOJbKUX
HYKJIEOTUJHBIX 3aMEH — FeHETUYECKUX nonumMopdgu3MoB. I1o cy-
miectBy Bce nepBuuHbie [JJIIT MOXHO cunTaTh reHeTHIecKu 00y-
CJIOBJICHHBIMM.

B nocneanee BpeMsi OMMCAaHO MHOTO HOBBIX MOHOT€HHBIX U
nonvreHHsix JIJII1, KoTopble BCTpevaoTcst J0BOJIBHO YacTO U 3a-
HUMAIOT LIEHTPAJbHOE MECTO B MATOreHe3e U KJIMHHUKE TaKUX
MYJIbTH(PAKTOPUATBHBIX 3200JIEBaHNM, KaK aTePOCKJIEPO3, MeTa-
OOMUECKU CUHIPOM, caxapHbiil quadert 11 Tumna.

B 90-x romax XX Beka B OBCETHEBHYIO BpaueOHYIO MMPAKTHU-
Ky BHE/IPWINCH MOIIIHBIE JIEKAPCTBEHHBIE CPEJICTBA, HOPMAJIU3Y-
IOILIKE JIMITMAHBIN COCTAaB KPOBU, HO MX a/IEKBAaTHOE IPUMEHEHHUE
TpeOyeT COOTBETCTBYIOIIUX 3HAHUI.



I'naesa 1
OBIIIHUE BOIIPOCBHI
KINMHNYECKOM 'EHETUKHA

[Inpoko U3BECTHO, UTO MOAABJISIOIIEe OOMBITUHCTBO MICUXO-
(puBMUecKuX XapaKTEPUCTUK YeIOBEeKa TeHETUUECKH 00YCIIOBIe-
HO, TO €CTh 3aBUCHT OT OCOOEHHOCTEM, MOyYSHHBIX IO HACTIe/I-
CTBY OT poauTesiel, Haue roBOpsi, OT FeHOTHIIA.

['eHoTHIT TIpeAcTaBiisieT cOOOU TMOJMHBI HaOOp TE€HOB, TMepe-
JaHHBI OMOJIOTMYECKUMH POAUTENISIMU; OH 3aJI0KEH B XPOMO-
CcOMax BCEX KJIETOK HOBOPOKAEHHOIO U MAaTepUATM30BaH B BU-
ne ne3okcupuOoHykyienHoBou kuciaotsel (JHK). Dtot reneru-
YECKUI KOMILIEKC, [0 COBPEMEHHBIM TPeCTaBICHUsIM, COCTO-
UT MPUMEPHO U3 25 ThIC. TEHOB, KOHTPOJIMPYIOIIMX CUHTE3 BCEX
0€eJIKOB OpraHu3Ma.

BuemHsisl cpena, yciaoBus pocta, BOCIIUTaHUE, 00Opa30BaHue,
npoceccusi, Apyrue KU3HEHHbIE 0OCTOATEIbCTBA OKOHYATEb-
HO (bOpMHUPYIOT (DEHOTUI UHAUBUJA, XOTSI €0 FTE€HOTHUIT OCTAeT-
cs1 Hen3MeHHbIM. PEeHOTUN HA/I0 pacCMaTpUBaTh KaK MHAUBUILY-
anbHy10 ocodeHHocTh reHotuna (bapanos B. C. [u ap.], 2000).

JTHK oOpa3zoBaHa u3 HYKJIEOTUAOB, COCTOSIIIMX U3 a30TUCTO-
r'o OCHOBaHHUS U aHMOHA (hocpopHOM KUCTOThL. Paznuyaiot 4 Tu-
Ta HyKJICOTU/IOB, OTJMYAIOIIUXCS MEXIY COOOU pa3HBIMU a30TH-
CTBIMU OCHOBAaHMSIMH; UX OINPEAEISIOT KaK aJeHuH (A), TAMUH



(T), ryanus (G) n uuro3uH (C). AGEeHUH ¥ T'yaHUH OTHOCSITCS K
rpynie NypuHOB, TAMUH Y LIUTO3WH — K TPYIIE NUPUMHINHOB
(bapanog B. C. [u ap.], 2000). AneHuH Bceraa CTAHOBUTCS B Ta-
py C TUMHMHOM, a IIUTO3UH — C TYaHUHOM. DTU ke OyKBEHHbIS
obosnauenus (A, T, G, C) ucnons3ylorcs Ais uaeHTU(pUKAIN
COOTBETCTBYIOIIVMX HYKJIeOTUH0B, oOpazytonmx JTHK.

B npocrpancreennom otnomennu JJHK npencrasisier co6oit
JBOVMHYI0 HUTEBU/IHYIO CIIMpaJlb, IPUYEM OJHA U3 JIByX CIUpPA-
JIeil IMeeT OTIIOBCKOE MPOUCXOKAECHUE, Ipyrasi — MaTepUHCKOE.
HBounasa crnimpans JJHK paspenena Ha 23 mapbl (pparMeHTOB,
pacnipenesieHHbIX B 46 xpoMocoMax. ToONbKO MOJOBBIE KJIETKU
coziepXaT MOJOBUHHBIN HAOOp XPOMOCOM, TO €CTh UMEIOT He 46,
a 23 XpOMOCOMBI, [TI0O3TOMY MPH CIMSHUUA CIEPMATO30M/1a U sIi-
HEKJIETKY 00pa3yeTcsi 3Uurora ¢ OOBIYHBIM )1 BCEX JIPYTUX KJIe-
TOK YHMCJIOM XPOMOCOM (46).

Crnupamu [JHK crnocoOHbl Jierko pacxomuTbesi Harogooue
JIBYX TIOJIOBUHOK 3aCTEKKU-MOJHMM. BakHEWIMM CBONCTBOM
IHK siBnsiercst ee ciocoOHOCTh K caMOpeTUTMKAIH (YABOSHHIO )
Y TpaHcKpunuuy (konuposanuio). 3neck JJTHK BeicTynaer kak
MAaTpHIIa, a €€ HEraTUBHOE OTPAaXXEHUE — KOMILJIEMEHTApHAA Lie-
MOYKa HYKJIEOTHJIOB — MOJIy4nsIa HazBaHUEe MH(POPMAIIMOHHOM
PHK (pubonykienHoBoii kucioThi). [Tporecc nepexona uadop-
maiu ot JJHK x PHK Ha3BaH TpaHCKpumimen, TO €CTb Mpo-
reccoM cosaanusi uagopmanmonHord PHK. lanbHerinas nepe-
nada nagopmaruu ot PHK Ha 6eiok coBepiaercst ¢ TOMOIIbIO
HeOombImx MoJyiekys TpancnoptHoi PHK, ona oGo3Hauaercst



Kak TpaHcisauus (bapanos B. C. [u gp.], 2000).

PHK, Takxe cocrosias u3 HyKJIEOTUIOB, «padoTaeT» Tpu-
IUIETaMU, UMEIOIMMHU CPOJCTBO K OIPeIeIEHHBIM aMUHOKHUCIIO-
TaM.

Nudopmarimonnas PHK Beixonut U3 sapa KJIETKUA B LUATO-
TUIa3My | TTOCPEICTBOM PUOOCOM CHHTE3HMPYET B KJIETKe OeJKO-
BBIC CTPYKTYpBI, U30Upasi HEOOXOIUMBbIE JIsI STOr0 aMHUHOKUC-
JIOTHI.

N3BectHO 20 BUIOB aMUHOKHUCIIOT (CEpUH, BaJIMH, JIEUIIUH U
Ap.), TIOCTIEI0BATENbHOCTh KOTOPBIX B OEIKOBOM LI KOHTPO-
mupyetcs HykjaeotuaaeiMu Tpurieramu PHK. Cpoacrso (cne-
UM(PUUHOCTh) HYKJIEOTUAHBIX TPUILIETOB K AMUHOKHUCIIOTAM HE
aOCOJIIOTHOE, T. €. 3aXBaT OJHOW M TOH XK€ aMHUHOKHCIJIOTHI MO-
JKET KOHTPOJIMPOBATLCA HE OJIHUM TPHUILIETOM HYKJIEOTHJIOB, A
HECKOJIbKUMM. JTO O3HAYaeT, YTO U3MEHEHUE CTPYKTYpPbl HYK-
JIEOTUHOTO TPUIUIETa HE KaXIblil pa3 OygeT oTpakaThCsl Ha
AMUHOKMCJIOTHOM MOC/IEA0BATEIbHOCTU MTPU MOCTPOESHUU TOJH-
nentuaa wim 6enka (l'opoynosa B. H., bapanos B. C., 1997).

CymectByloT 64 BO3MOXHBIE KOMOWHAIIMHA HYKJICOTHUIHBIX
tpurieroB PHK, kogupytomue nopsnok BeictrparBanus 20 pas-
HBIX AMUHOKHCIIOT C TIOCJIEYIOITM CHHTe30M Oenka. Utak, me-
CTO KaKJIO aMUHOKHUCIIOTHI B O€JIKOBOM 11eMH KOTUPYETCs Ompe-
JIeJICHHBIM HYKJICOTH/IHBIM TPUILIETOM, OT 4ero v OyayT 3aBU-
ceTb MOp(po(pyHKIIMOHAIbHBIE CBOMCTBA 00pa30BaBILerocs 6e-
Ka.

Kaknm 0Opa3oM MOXKHO XapaKTepu30BaTh COBPEMEHHOE TI0-



HATHE O reHe”?

Hanum onpenenienue reHa no Mure-BeyromoBy (1998): zen —
IMO «KAPMUPYEMblLL HA XPOMOCOME NOKYC, OMBEMCMBEHHBII 3a
MOm UAU UHOU PEHOMUNUUECKUTI NPUSHAK».

[Monwbnii Hadop monekyn IHK vy reHoB, 1Mo onpeieieHrIo
R. Levontin (1993), cocraBnsiet 2enomun, KOTOpbid (pOpMUPYET
B OpraHu3Me BCe, YTO FeHETHUECKU OOYCIIOBJIEHO.

®Dernomun, MO JAHHBIM TOTO K€ WMCTOYHMKA, XapaKTEpU3YeT
BCE MPOSIBJIEHN 1, CBOMCTBEHHbIE OPraHU3MY B KaXK /bl KOHKPET-
HbIA MOMEHT KU3HU. PEHOTUIT TONBKO YaCTUYHOE (MHIUBULY-
aJIbHOE) OTPaXXE€HUE TEHOTHUIIA, OH JIOJIKEH PAaCCMaTpUBAThCS KaK
YHUKAJIbHOE CJIEACTBHAE N'€HOTHUIIA, ITPOABIIAIOIIEECS OIPEIeIeH-
HBIM 00pa30M B KOHKPETHBIX YCIIOBHSIX.

R. Levontin nonaraer, 4to Ha reHsbl CIeAyeT CMOTPETh Kak Ha
«YepTeKW», a HA OPraHU3M — Kak Ha MOJENb, TIOCTPOCHHYIO B
KOHKPETHBIX YCJIOBUSAX CPEbl.

JIi060# TeH COCTOUT U3 ABYX POIUTENbCKUX TOJIOBUHOK WA
anneneii, KOTOpble MOTYT OBITh OJIMHAKOBBIMU WJIA PA3HBIMHU T10
CBOMM T'€HETUYECKUM XapaKTEPUCTUKAM. AJIIENI — 3TO aJIbTep-
HaTvBHBIE (popMbl TeHOB. Eciu poautenbckue reHsl, KOHTPOJIU-
pylolIe JaHHbIA MPU3HAK, UMEIT OJHY U Ty X€ aJUIeJbHYIO
(popmy, X HOCHUTEIS HABBIBAIOT 20MO3UZOMHBIM , ECJIU KE ITU I'e-
HbI MIPUHAJIEKAT K Pa3HbIM aJUIEIbHBIM (DOpMaM, OHU JIOJIKHBI
OIPENCIIATHCS KAK 2emepo3uzomible.

['eTepo3urotHeie ajiear 00IaJal0T HEOTWHAKOBOM CHJION
BO3JIEMCTBUS HAa TOT WJIM MHOW Npy3HaK. Eciu tToMuHMpyeT onuH



U3 aJlIeJIeN, ero Ha3bIBalOT JOMUHAHTHBIM. B CBA3M ¢ 3TUM NpH-
HATO PA3JIN4aTh OOMUHAHMHOE U PEUECCUBHOE HACAE00BAHUE .

PerieccuBHOE HaceioBaHKe MPOSIBIIAET ceOsl B TIOMHYIO CHITY
TOJIBKO B TOM CJIyyae, eciii 00a pelleCCUBHBIX «POAUTETbCKUX>»
aJIIeNIsl OKa3aJIMch TOMOJIOTMYHBIMY, TOTJa OHU OyIyT eHCTBO-
BaTh B OJIHOM HAIIPaBJICHUM W HACJICACTBEHHBIM IPU3HAK IPO-
SIBUT ceOsl IOJIHOCTBIO.

DTO KacaeTcs Kak «3JJ0POBBIX», TAK U «TIaTOJIOTMYECKUX» Te-
HOB, TO €CTb «IIaTOJIOTMYECKUE TEHbI», CBSI3aHHbIE C Nepeaavyen
TeHETUYECKHU JIETEPMUHMPOBAHHBIX OOJIE3HEH, TOKE MOTYT OBITh
noMuHaHTHEIMU (ceMeinHass ['XC) wim peneccuBHbIMU (MYyKO-
BUCLIUIO3).

Eciu poputenu Oymyiero peOeHKa SIBISIOTCS HOCUTESIMU
OJHOIO M TOTO K€ PELIECCUBHOIO MPU3HAKa, KOTOPbIM Y HUX HE
TIPOSIBIISITICS, TaK KaK CaM¥ OHH ObUTM T€TEPO3UTOTaMH TI0 STOMY
IIPU3HAKY, TO BEPOSITHOCTb POKIEHUS TOMO3UTOTHOTO 10 JAaHHO-
My NPHU3HaKy peOeHKa pe3Ko Bo3pacTaeT. Tak BOBHMKAIOT CpaB-
HUTEJHHO PE/IKKe, PELIECCUBHO HaciemyeMble Oone3Hu. imeHno
B CBSI3U C 9TUM KpaiiHe HeXeJIaTeTbHBIMU SIBJISIOTCS OpaKky Mek-
1y POOCTBEHHHMKAMH, IOCKOJIBKY B 3THUX CIIydasX BEPOATHOCTb
IIPOSABJICHUS «I1aTOJIOTMYECKUX '€HOB» (KAK JOMUHAHTHBIX, TaK
Y PELIECCUBHBIX) Y IIOTOMKOB 3HAYUTEIBHO YBEIAUUBAECTCS.

Ecii naTonornyeckuii reH pacroiokeH B IOJIOBOM XPOMOCO-
Me, TO Hacjeayemoe 3a0oeBaHue OyleT CLEJIEHO C MOJIOM, Ha-
npumep reMopuiIus.

IlonoBbIE KJIETKU Yy JKEHILUH COAEPKAT XpOMOCOMBI XX, I10-



JIOBBIE KJIETKM MYXYUH — XpomMocombl XY. M3 31X IBYX Xpo-
MOCOM Y MYXXYMH HauOOJbINeH (PyHKIIMOHATBHOW aKTUBHOCTBIO
oOnasaet X-xpomocoma. [Ipu Hanmuum MyTauuu rno reMopuiinu
NaTOJIOTMYECKUI T'€H HAXOAUTCS B OJHOM U3 X-XPOMOCOM, HO Je-
BOYKa He 3a0ojieeT reMouiIrel, Tak Kak 3TOT NMaToJIOrMUeCKUi
re OyJeT CKOMIEHCHPOBAH HOPMaJIbHBIM TE€HOM Jpyron X-Xpo-
MocoMbl. Eciu ke Takasi «MmyTaHTHast X-XpoMocoMa» (TpUIe/I-
11asi OT MaTepu) JOCTAHETCSl MAJIbUMKY, Y HETO Pa30BbETCSA Ie-
MO(UIIMS, TOCKOJbKY OTIIOBCKasi Y-XpOMOCOMa HE COINEPXKUT
HEOOXOIMMOrOo HOPMAJIbHOTO TeHa, KOTOPBI KOAMPYET OEloK,
YUYacTBYIOIIMI B MpPOLIECCEe CBEPThIBAaHUS KpoBU. Takum oOpa-
30M, 3TOT MYTaHTHBII I'€H MOXET NIEPEAABATHCA U MaJIbYUKaM, U
JIeBOYKaM, HO 3200J1eBal0T reMOUINEN TOIBKO JIMIIA MYKCKOTO
T0J1; JKEHIIMHBI K€ BBICTYNAIOT 3/1€Ch TOJBKO KaK HOCHUTENIH U
niepeJaTYNKU.

DTHUYECKas MPUHAIJIEKHOCTh YEJIOBEKA TOXKE JAOJKHA YUM-
THIBATHCS MTPU PACTIO3HABAHUY TEHETMYECKU OOYCIIOBIEHHOM Ta-
Tojoruu. Tak, y appoameprkaHleB (Cpeau YEpHOTO HACEICHUS
CIIA) B 8 — 10 % ciiyyaeB MOKHO UJIEHTU(DUIIMPOBATH MATONO-
T'MUYECKUH I'eH CEPIIOBUIHOKJIETOYHOM aHEMUH, 3aBE3EHHBIN MU
u3 Adpuku, rae 3o 3adojeBaHKe BCTpeyaeTcst ¢ 9acToTor 1 Ha
400 genoBek.

VY Boixoaues u3 l'omnanany, xkuBymumx B IOxHONM Adpuke,
yaile, 4YeM B APYTUX MOMYJIALUUAX, BCTPEYAETCs TAKOE CEPbEe3HOE
3a00sIeBaHKEe, KaK OCTpas epeMeskalomasicss mnoppupus.

VY eBporieiickux eBpeeB-alllkeHa3u, KOrjia-To XUBIIKUX HA Tep-



puropuu Jluteel, ¢ yactotoit 1 Ha 500 yenoBek MOXHO OOHa-
PYKUTb TaK HA3bIBAEMYIO TUTOBCKYIO MyTalIMIO, OTBETCTBEHHYIO
3a pa3Butue cemeintHou runepxosiectepuHemuu (CI'XC). Beicoka
yactora CI'XC Takxe cpenu ¢ppankokanaieB Ksedeka (Hobbs
H. [et al.], 1989) u nuBaHCKMX XpUCTUaH (PUHCKOTO MTPOUCXOK-
JICHUSI.

Takue mpuMepbl B T€HETMKE HA3bIBAIOT «3(pdekToM OCHO-
Baresist». [lon aTuM nogpasymeBaercsl CUTyalusl, KOraa y Mpo-
JKUBAIOIIMX B JAHHOW reorpauyeckor 30He MpecTaBUTEsen
000COOIEHHOTO 3THOCA YaCTO BCTPEYAETCSl KaKas-TO MyTaIws,
Belylasi K OOJBIIIOMY PaclpOCTPAHEHUIO CPEd 3TUX JIHIL
OIpeJIeJICHHOr0 Hacje[CcTBeHHOro 3abosneBanusi. [latonoruye-
CKH€ MYTallud MOTYT HE TOJbKO MepelaBaTbCsi OT pOAUTENen
JEeTsIM, HO U BO3HUKATh NEPBUYHO BCJEICTBUE SKCIIOZUIINM Ka-
KOro-To BpegHoro (aktopa (paguoakTUBHOTO, PEHTT€HOBCKOTO
00JTy4YeHusl, JPYroro TOKCMYECKOro BO3IEUCTBHU S ), TPUBOSIIE-
ro K cooro mporiecca konupoanus JHK.

Ecmu B crpykrype JHK BO3HHMK/IM OTKJIOHEHMS, OHA MOTYT
3aKPEeTUThCS, BOCIPOM3BOIUTHCS U TIEPEIaBaThCsl IOTOMKAM 10
3aKOHaM HacCJIEI0BaHUSI.

N3yuenue reHomMa MpaKTUYECKU 3[0POBBIX MHIUBUJIOB IO-
YTH BO BCEX CITy4Yasix TIO3BOJISIET OOHAPYKUTD Psifi TCHETHUECKUX
AQHOMAJTUIA, HO OHU MOTYT HUKaK ceOsl He MPOSIBIISITh, TOCKOJIbKY
yarie Bcero ObIBAIOT PELiECCUBHBIMU WIIH JIJIS1 CBOE IKCITPECCHU
UM HeOOXOMMBI JIONIOJIHUTEIbHBIE yCIIoBUsl. Bripoyem, nHorma u
OJIMH TMATOJIOTMYECKUN aJuieNb (U3 JIBYX BO3MOXKHBIX), TAXKE €C-



JIM OH SIBJISIETCS] PELIECCUBHBIM, MOKET OKa3aThb OTPULIATEILHOE
BJIMSIHUE HA 3aBUCHUMBIA MPU3HAK, HAPUMEP OCIAONTh AKTUB-
HOCTb CIIEUAIBHOTO (PEpMEHTA, HAPYIIUTh KAaKOe-TO (PU3HUOJIO-
TYecKoe 3BeHO. Bee ke aKcrpeccuBHOCTD (ITPOSABIIAEMOCTD) Ta-
KOTO aHOMAJILHOT'O TeHa Yauie Bcero Maa. Tak, 1eTh OqHOro u3
ponuTenell — anbOMHOCA — MOTYT YacTHYHO YTPaTUTh CIIOCOO-
HOCTb K BBIpAOOTKE MUTMEHTA.

I'enetvkn qudpepeHIMpyIOT pa3Hble TUIBI MyTaLUNA: TOYEY-
HbIE 3aMEHbl HYKJIEOTHJOB — HOHCEHC-MYTallui, MUCCEHC-MY-
TalMu — U Jeneund (BbimaaeHus nensix pparmenroB [THK), a
Takxke TpaHcjaokauuu (nepememienus ¢gpparmentos [JHK). Ipu
HOHCEHC-MYTallMsIX B KOAMPYIOILEH YacTh reHa oOpasyercs Tak
Ha3bIBAEMBIN «CTOM-KOIOH» UJTK 00pa3yeTcsi TPUILIET HYKJIEOTH-
JIOB, KOTOPBIN MTPEKPAILAET TPAHCIIALMIO HA AMUHOKHUCIIOTBI, YTO
ocTaHaBIMBaeT cuHTe3 Oenka. [Ipu MucceHCMyTanusax oopasy-
€TCsl NHOM, YEM B HOPME, HYKJIEOTUIHBIM TPUILIET, YTO BEJET K
BCTPaMBAHUIO B MOJMIIENTUAHYIO LIENb Yyk IO aMUHOKHUCIIOTBHI,
a 9TO MOXET Pe3KO U3MEHUTh CBOMCTBAa CHHTE3UPOBAHHOTO Oell-
Ka. ONMCHIBAIOT TaK)Ke TOYEUHBIE MYTAllMU, IIPA KOTOPBIX UMe-
€T MECTO BbIIIaJJIEHUE OJHOTO U3 HYKJIEOTHUAOB JIMOO BHEAPEHUE
B tenouky JHK pononHuTensHOro Hykiaeotuaa. 1o Hapylaer
PaMKy CUMTBIBaHUA MH(pOpMalmu, Kotopylo nepegaor JHK —
PHK Ha 6eJok, 4To ToKe MOKET ObITh TPUIUHON TeHETUIECKOTO
neekra ¢ pa3BUTHEM HaCJIeJCTBEHHO 00YCJIOBJIEHHOTO 3a00J1e-
BaHMS.

[MomMrMO OUYeBHAHBIX (OTHOCHTENBHO «TPyObIX») T€HEeTHYe-



CKuX 1e(eKTOB (0OBIYHO ITO MOHOTE€HHBbIE MYTAIIUU — MYTaIlUn
«TJIABHBIX» TEHOB), TOPA3JI0 Yallle BCTPEYaloTCsl HEOObIINE TeH-
HblE aHOMAJIUU — OTHOHYKJIEOTHIHBIE 3aMEHBI, KOTOPHIX MOXET
ObITh HECKOJIBKO. DTO TaK HA3bIBaeMble MOJUTEHHbIE HapyIIe-
HUSI; B COBOKYITHOCTH WJIH TPU B3aUMOIEUCTBUU C HEKOTOPHIMU
BpeHbIMU (haKTOPAMU CPe/ibl OHU TOXE CIIOCOOHBI PUBECTH K
TOU WJIM MHOM HACJIE/ICTBEHHO OOYCIIOBJICHHOM natoioruv (Mu-
ayHcku O., 1981).

[Tpy MOMUreHHBIX AaHOMAITUSIX IOTOMKAM MOXET Tepe/iaBaTh-
Csl JIWIIb HACJIE/ICTBEHHOE TMPepacIioyiokeHre K OOJIe3HH, Tak
9yTO caMa OO0JIEe3Hb HAUMHAET Pa3BUBATHCS TOJ] BIMSHUEM Ka-
KHMX-TO BHEIIHUX WJIM BHYTPEHHUX (DaKTOPOB PUCKA CO BpeMe-
HeM, Hepenko K 40 — 50 rogam.

ITo nannubiM B. B. Mnsunckoro u C. K. KimoeBou, cpenu npak-
TUYECKH 3[J0POBbIX WIEHOB CEMEM C HACIEICTBEHHOM OTSATOIIEeH-
Hocthio o UBC 3a 7 — 10 net nabmonenus nposisienus UBC
NOSIBUINCH Y 36 % HaOMOAABIIMXCS; y JIMI] Ke U3 cemeil 0e3
«OTATOLEHHOro aHaMHe3a» npusHaky MBC 3a takoi ke nepruos
HaOJTI0/IeHNs1 ObLTM OTMEYEHBI TOJIBKO B 6 % CityJaes.

Bonbinoe 3HaueHre B MeXaHU3Me pa3BUTHSI TOJOOHBIX MYJIb-
TU(AKTOPUATBHBIX 3a00JIEBAaHUI TIPUOOPETAIOT YCIOBUS JKU3HU
WH/IUBUJA, BIUSHUE KJIMMATUYECKUX, COIUAIBHBIX WJIM WHBIX
(pakTOpOB OKpyXkaIOIIEN Cpedbl, a TaKkKe Kakhue-To Mmpuoope-
TEHHbIE COMYTCTBYIOIIME 3a00neBaHus. B 3TuX ciydasix ropo-
pAT O TeHax mnpeapacrnoyiiokeHHocTu. [lo-BuarMomMy, B TIEpBYyIO
ouepe/lb 3TO KacaeTcsl TAKUX MaTOJIOTMUECKUX COCTOSIHUM, Kak



aTepoCKJIEPO3, METAOOTMIECKMIA CUHAPOM, caxapHblid quadet 11
TUMA, apTepuasibHasi TUIEPTOHUS, 37I0KAYeCTBEHHbIE OIMyXOJH,
HEeKOoTophle TNcuxudeckue Hapymenus (Manpensintam M. 1O.,
BacuiseB B. B., 2008). Takum oOpa3om, 37ech HaJj0 paccMmar-
puBaTh MPOOIEMy B3aUMOJICHCTBUSI TEHETHUECKUX U CPEHIOBBIX
(bakTOpoB pricKa, KOrjIa MOCAEeHIE PUOOPETAIOT MATOJIOTUYe-
CKOE 3HavyeHWe IJIaBHBIM 00pa3oM y JIMIl C HACJIeACTBEHHBIM
npenpacnonoxenuem (Kopanes 0. P., llIsapu E. U., 2004).

Henb3s cuutarh, 4TO MyTalMd — 3TO SIBJIEHUE C OTHO3HAY-
HO OTpUIATEIbHBIM 3HAKOM. biaronapsi MyTaiusm MpOUCXOAUT
MIPOIIECC IBOIOIMU BCETO KUBOTO, Pa3BUBACTCS MPUCIIOCOOIS-
€MOCTb K HOBBIM YCJIOBUSIM CYIlleCTBOBaHUs1. Bmecte ¢ Tem, Ha-
CIIEeTYIOTCSI MyTaIllH, HECYIIHE MATOJIOTUI0. JTO «T€HETUIeCKUI
rpy3», 00bEM KOTOPOTO COCTaBIIsSIET MpUMEPHO 5 % B pacyere
Ha eBpOIIeCKUe TOMYIAIUH, U3 HUX 1 % — 9TO MOHOTeHHBIE 00-
ne3uu u 4 % — mynbTudakTopuasibibie 3a0oneBanus (boukos H.
I1., 1997).



I'rasa 2
JIMITOITPOTENU IbI ITJIA3MbI
KPOBU, UX HOPMAJIbBHOE
COAEPKAHHME U HEKOTOPBIE
CTOPOHBI OBMEHA. IIOHATHUE
Ob ATEPOT'EHHOCTH

Jlunonporenap! (JTUMOMPOTEUHBI) — 3TO OETKOBO-TUIUHbIE
COEMHEHUsI, COCTOsAIIHE U3 cBOOOIHOTO XonecteprHa (XC), ac-
tepudgunmpoanHoro XC (9XC), pochonmmnuaos, Tpurauuepu-
noB (TI') u 6enkoB — anonunornporenHoB A, B, C, E. [1pu atom
KaX[IbIi U3 9TUX anoOeJIKOB Yallle BCEro MMeeT HECKOJIbKO pa3-
HOBHMJHOCTEM, KOTOphle 0003HavaloT rudpamu, Hanpumep A-I,
B-100 u T. 1.

I'maBabie sunmuael wiasmel — TI' u XC (a takxke docdomnm-
NUJIBI) HAJI0 paccMaTpuBaTh Kak OCHOBY MeTaOOIMYECKOro pe-
cypca KuBBIX KJeTok opranusma (Lipoprotein Metabolism and
Regulation, 1988). TT" oOpasyoTcsi U3 OAHOW MOJEKYJIBI TJIHILIE-
pUHA 1 TPEX MOJIEKYJI )KUPHBIX KUCJIOT U SIBJISIOTCS TJIaBHBIM MC-
TOYHUKOM 3Heprun. XC KU3HEHHO HeOOX0AUM 17151 OMOCHHTE3a
KJIETOUHBIX MEMOpPaH, CTEpOUI0B, HEKOTOPHIX TOPMOHOB U JKeJT4-
HBIX KUCJIOT.



KupHble KUCIOTHI JIETKO 00pa3yloT KOMIUIEKCHI ¢ aJlbOyMU-
HOM IIJTa3Mbl ¥ CBOOOTHO IMPKYJIUPYIOT B COCTaBE ITUX KOM-
miekcoB B KpoBU. TI" u XC — runpodobHble coeluHeHus, HO
OHU TOXE JOJIKHbI IEPEHOCUTHCS T1J1a3MOM KPOBH (BOIHOM Cpe-
JIOM) U JOCTABJIATHCSI KO BCEM KJIETKaM, KOTOPbIE B HUX MOCTO-
SIHHO HYKJAIOTCSL.

TI' u XC, Kak ynmoMUHaJIOCh, BXOJAT B COCTaB JIUMOMPOTE-
UJIHBIX YACTHII, COCTOSIIMX M3 TUmuaoB (cBodogHoro XC, doc-
(ponmmnu OB, X0JIECTEPUH-ICTEPOB, TPUIIIMLIEPUIOB) U ArlOJIUIIO-
MIPOTENHOB, OPraHU30BAaHHBIX B COETUHEHUs, CIIOCOOHBIE pac-
TBOPSThCA B I1a3Me. CxemaTuyeckasi CTPyKTypa JIMIONpPOTe-
U0B (JIMIIONPOTEMHOB) MPEACTaBIeHa Ha 1IB. BKJI. (puc. 1).

HapyxHasi MOBepXHOCTb JIMIONPOTEUTHOM YaCTUIIbl TIpel-
CTaBJIsIET COOOM aM(PUMATUIESCKHUH IIIUT, COCTOSIIIANA U3 MOJIEKYJT
dochommnunos u ceodoaHOro XC. DTH MOJIEKYITHI C IBYMST OKO-
HEYHOCTSIMU XapaKTEPU3YIOTCS TEM, UTO OAVH KOHEll Y HUX arlo-
JIAPHBIA, TUAPOOOHBIN (HEpaCTBOPHM B BOJIE), IPYTrOi KOHEIT —
NOJISAPHBIM, PACTBOPUMBIM B BOJHOU CpeAe. ANONAPHBIA KOHELl
HaMpaBJIeH BHYTPb JIMIIOMPOTEUIHON YaCTHULIbI, MOISPHBIA KO-
Hell oOpariieH BoBHe. Ha moBepXHOCTD JTUIONPOTENAHON YacTH-
bl BBICTYMAIOT U arlOJIMIIONPOTENHBI, CBOUCTBA KOTOPBIX OIpe-
JEJISIOT TUIL JIMIIONPOTEUIOB, T. €. MX (PYHKIMOHAJILHOCTh U OCO-
OEHHOCTHU MeTaboIu3Ma.

OnucaHHas CTPYKTypa MO3BOJISIET JIUMIONPOTEUTHOW YACTHILIE
CBOOOJIHO MIEPEHOCUTHCS TIA3MOU KPOBHU.

ATOIUNONPOTENHBI BHINOIHSAIOT TPY [VIABHbIE (DYHKIUK: BXO-



JAT B COCTaB aM(PUMATUYECKOrO IUTA JIMIIONPOTEUAHON YaCTh-
1Ibl, SIBJISIOTCS JIMTAHAaMHU (COEUHUTETbHBIMUA MOCTUKAMM) [T
cnenuUUecKrX KJIETOYHbIX PelenTOpPOB, 3aXBAThIBAIOIIUX JIU-
MONPOTEUIHBIE YACTHUIIBI, & TAKKE BBIIOIHAIOT (PYHKIMIO AKTH-
BaTOPOB Psi/la SH3UMOB, YUACTBYIOIIUX B METAOOIM3ME JIUTIHIOB.
Tak, Hanpumep, arnoB-100 CBA3BIBAIOT JIUMONPOTENIB HU3KOU
wiotHocty (JITTHIT) ¢ kietounsiMu penienitopamu, anoE Toxe
YUYacTBYIOT B 3TOM IIPOLIECCE, HO IOMUMO 3TOTO, OHU TPAHCIIOP-
TUpyIoT XC-3CTEpBl IMPKY/IMPYIOIIEN KPOBH, yYacTBYIOT B Iie-
pepacnipenenenn XC B TKaHSX.

AnoA-I u anoC akTUBHUPYIOT JEIUTUH-XOJIECTEPUH-AUII-
TpaHcdepazy (JIXAT), koTopas cnocoOcTByeT scTeprdrKalin
cBodogHoro XC B cocrase JITIBIT u npeBpamaer ux U3 HaCIICHT-
HBIX JMCKOBUIHBIX (HOBOOOpPa30BaHHKIX) (hopM B 3peribie, ce-
puueckue (popmsl (CM. IIB. BKJI., pUC. 2).

AnoC-III akTrBUpyeT JTUNONPOTEUJHYIO JIMNa3y KPOBH, pac-
niervisonyilo XM 1 TUnonpoTenipl O4eHb HU3KOM TUIOTHOCTH
(JITTOHIT). N36sITOK cBOoOOTHOTO XC B KJIETKAX MOXKET ICTEPU-
(purpoBaThcss CBOOOTHBIMU KUPHBIMHU KUCIIOTAMU U JIajiee CO-
XPaHATHCSA B KJIETKE B BUJE JIMITUAHBIX Karesib. C IoMOLIbIO Crie-
IUATTM3UPOBAHHBIX OEJIKOBBIX TpaHCcIopTepoB XC-3cTephl 1ajee
MIEPEHOCATCS B [IE€YEHb, BCTYIAIOT B CBSA3b C alIONPOTENHAMY WU
BBIJIEJISIIOTCS C JKEJTYbIO.

B neuenounsix kietkax XC Bkiouyaercd B cocras JITIOHII,
KOTOpBIE, MOCTYMAasi B KPOBb, MOABEPraloTCsl BO3IEHUCTBUIO JIH-
MONPOTENTHOM JMIasel. B pe3ynabrare jmroms3a oOpa3ylorcs



«ockonku» JITTIOHIT — pemuantsl. [Ipumepno 50 % pemuan-
TOB BHOBb 3aXBaTbIBAIOTCS Ie4eHOUYHbIMU anioB/E-penentopamu
(onu ke perrenrropbt JITTHIT), ocTanbHble peMHAHTBI 000TAIIAI0T-
csa XC u npepamatorcs B JITTHIT, npegnasnayeHHble 1151 cCHAO-
KeHUs niepudepruIecKruX OpraHoB U TKaHEeW XOJIeCTEPUHOM, TO-
CKOJIbKY B HEM HYKJAIOTCSI BCE KJIETKHU.

He6ompmass yacte JIITHII, a BO3MOXHO ¥ JIMTIONPOTEHU/IbI
JPYTUX KJIACCOB, CIIOCOOHBI 3aXBATHIBATLCSl KJIETKAMU U Hepe-
LENTOPHBIM ITyTEM, HO 9TOT MEXAHM3M IOKa OCTAETCSI HEPACK Pbl-
TBIM.

B 3aBrcuMocTH OT pa3Mepa JIMIIONPOTEUIHbIX YaCTHUIl U CO-
JepKalxcsl B HUX KOMIIOHEHTOB OHU U (epeHInpyIoTCs Ha
KJacchl. Pa3nuuaior camble KpymnHble JUMONPOTEUJHbIE YACTH-
1bl, IMEIOIIIME HAUMEHBIIYIO TUIOTHOCTh (OHU CUHTE3UPYIOTCS B
KMIIIEYHOU CTEHKE), — XWJIOMUKPOHBI (XM), ajee ciaeayioT Jiu-
MOIPOTEU Il OUEHb HU3KOM IJIOTHOCTH, 3aTE€M JIMIIOIPOTEUIbI
HU3KOH MJIOTHOCTH, JIMIIOMPOTEU bl TPOMEKYTOUHOM TJIOTHOCTH
(JITIIIIT) u JiMronpoTen bl BBICOKOU IUIOTHOCTH.

I'naBuple nepeHocurku XC — JIITHII (70 %) wn JITIBII. Hau-
Oosee HachieHsl xonectepunom JITTHIT.

Paznienenue mMnonpoTenioB Ha KJIacChl, IEPEUMCICHHBIE BbI-
111e, BIIepBbIe OBLIO MPOBEIEHO C TIOMOIIIBIO YJIbTPaleHTPUQYTH-
POBaHMs B CIIELIMATIBHOM PACTBOPE OMPEIEIEHHOW TMJIOTHOCTH
(Gofman J. [et al.], 1949). Dt0 pa3neneHre OCHOBAHO Ha pa3HON
ckopoctu oranuu aunonporengos (JIIT) B ykazaHHBIX ycilo-
BUSIX, YTO U TIO3BOJIMJIO PA3/IeIUTh UX TAKUM OOpa3oOM.



MHOrourcieHHbIMU UCCIIEA0BAHUSIMU YCTAHOBJIEHO, UTO HAU-
6onbIelt areporeHHOCTHIO oOnanaot JIMTHII, B umcie KOTOphIX
0c000 0TMEUaloT MeJIKue ToTHbIe cyOdpakuuu (Paruno 0. U.,
2004). Y stux JIITHIT ycToM4MBOCTh K OBICTPOMY OKHUCJICHHIO
CHUKEHA, 4TO CIOCOOCTBYET MX MOAMDUKAIINY, a 3HAYUT, YBE-
JIMYUBAET UX aTE€POT€HHOCTb.

Ha rereporennocrs JIITHII Brnepseie ykaszan R. Krauss
(1995), xotopslit U depeHIpyeT HECKOIbKO CYOKJIACCOB ITHX
YacTull B 3aBUCUMOCTH OT UX Pa3MepOB U IIOTHOCTH, YTO OTpPa-
JKAeTcs Ha CIOCOOHOCTSIX K MOAMDUKAIMN U K OTIIOKEHHUIO B CO-
CYIUCTYIO CTEHKY.

B pykoBoactee D. Betteridge & J. Morrell (2003), B kHU-
re B. O. Koncrantunosa (2006) npeacraBieHa HarjisiiHasi cxe-
Ma, IEMOHCTPUpYIOIasi OTIMure deThipex cyoksacco JITTHIT
0 IMAMETPY U IUIOTHOCTH, 4 TAKKE PA3HULLy MEXKIY COIepXka-
HueM dethipex cyodpakiuii JITTHIT B iazmMe KpoBU 310POBBIX
JKEHIIVH, 310pOBbIX MykuuH U Myx4uH ¢ IBC. B coorBercTBrn
¢ aroir cxemort, JIITHIT Hanbonbiero nuaMerpa B OCHOBHOM
CBOMCTBEHHBI 340poBbIM keHlHaMm, JITTHIT cpeanero quamer-
pa — 310poBbiM My:kuuHaMm, a JIITHIT HaumeHnbiiero nuamerpa
B CaMOU BBICOKOW KOHIIEHTPAIIMK BCTPEYAIOTCS B TJIa3Me KPOBU
6ompabIx UBC.

Io cpaBuenwmio ¢ JITTHII, JITIOHII meHee aTreporeHHsl; HO UX
TOXE Pa3JesIsioT HA YaCTHIIbI ¢ 0oJiee MeIKUM 1 6oJiee KPYITHbIM
mamerpom. Menkue JITTOHIT Bo MHOroM criocoOHBI BeCTH ceOst
Tak e, kak u JIITHII, To ectb nocne paznuaHoro poga Mogugpu-



KallMi OHU TOXXE MOTYT 3aXBaThIBaThCsl MaKpoaraMu U MpOHU-
KaTh B MX COCTaBe BO BHYTPEHHIOI OOOJIOUKY apTepHil 1acTh-
yeckoro tuna. Cambie kpynasie JITIOHIT we obnamator atepo-
T€HHOCTBIO, HO B Tpoliecce 0OMeHa OHM PacIIEIUISIIOTCS Ha peM-
HAHTHI, KOTOpbIE B JAJIBHEHUINIEM TOXE MOTYT CTaTh CyOCTpaTtoM
IUTst 0Opa30BaHUS aTEPOCKIIEPOTUIECKUX OJISIICK.

KommuecrBo Genka B JITTHIT-uactumax ocraercss MoCTOsIH-
HbIM, KonumdecTBO xe XC B HMX MOXET IIMPOKO BapbUpO-
Bath. Tak, npu cemertHor ['XC orHomenne XC/6eI0K BHICOKOE,
npu ['TT" 310 cooTHOmIEHne 3HaunTesbHO HUAe (Thompson G.,
Wilson P., 1992).

Konmuuecto JITTHIT-yactury 6osee TOUHO OTpakaeT KOHIIEH-
Tpauus anoB, a He conepxkanne XC JIITHII. Onucana gaxe ta-
Kas popMa HapylIeHHs JIMIUIHOTO COCTaBa KPOBH, KaK THIIE-
panobetanumnonporenHeMusi ¢ sHa0oreHHo ['TT" u atepockiepo-
30M (Sniderman A. [et al.], 1982).

[Tonararor, 4ro KOHIIEHTparms arnoB-vactuil B ia3sme 06o-
nee uHgopmatusHa 11 nporHo3a MbC, yem konuenTpanus XC
JITTHIT.

AHTHATEpOTreHHBIMU CBOMCTBAMHU XapaKTEPU3YIOTCS JIUIIIb
JITIBII, uT0o 00YCAOBIEHO MX CIIOCOOHOCTHIO 3a0UpaTh U30BITOK
XC ¢ k1eToYHbIX MeMOpaH U TiepeiaBaTh ero rme4eHOYHbIM KJIeT-
KaM, KOTOpbIe MOTYT BbIEIATh XC C KeTUblo WJIU MeTaOO0M31-
poBarth ero.

JITIBIT crioco6nb otoupars XC (Bo3moxHO, 1 TT') ot XM un
JITTIOHII 1 oxa3bpiBaTh aHTUOKCHUAAHTHOE AEHCTBHUE, OHU aKTH-



BUPYIOT CUHTE3 OKCHJIa a30Ta B KJIETKaX HJOTEJUS U BbI3bIBAIOT
TakuM 0Opas3om cocyaopacmmpsiomui apgext (Kmmmos A. H.,
2000).

B paay nunonpotenioB OTAENIbHOE MECTO 3aHMMAIOT JIMIIO-
nporeuibl (). B uX coctaB mpex/ie BCero BXOAUT arioNpOTEVH
(a) — BBICOKOIVIMKOJIM3UPOBAHHBIM (ITIMKAPOBAHHBIN) MOJIMIIETI-
i (Knumos A. H., HukynbueBa H. I'., 1995). [1oBbiiieHne KoH-
ueHtpanuu JIIT (a) B mia3Me KpoBU aCCOUMUPYIOT C HATMYUEM
aTepoCKJIepo3a M ero ObICTphIM TporpeccrpoBanueM. [pearo-
JIaraioT, 4To aroJIMIONPOTENHBI () BCTYNAIOT B CBA3b C arloJd-
nonporerHamu B, Bxogsimmmu B coctas JIITHII, u 3anepxuBa-
10T ux jgerpagaumio peunentopamu JIITHIL, 1. e. nepekpoiBatoT
HanOonee 3(PPeKTUBHBIN U (PUBUOTOTUYHBIN MyTh PETYNSIUN
YPOBHS 3TUX COEJAMHEHUM B KPOBU. JTO NPUBOIUT K 3aIECPKKE
JIITHIT B nupKyaupymomend KpoBU U MOBBIIAET UX MJIA3MEHHYIO
KOHILIEHTPALIMIO C BBITEKAIOUIMMU OTCIOAA MOCJIEICTBUSAMMU.

YcTaHoBIEH reH, KOAUPYIOIIMI TPOLYKIHIO alloNpoTerHa (a),
KOTOPBIY JIOKaIW3yercs B 6-i xpomocoMme. B Hacrosmiee Bpe-
M$ alIOITPOTENH (2) CUMTAIOT CAMOCTOSITEIbHBIM (HE3aBUCUMBIM )
akropom pucka UBC.

WckmounTtenbHOe 3HaYeHUE /1Jisi COBPEMEHHOIO MOHUMAHU S
obomena unuaoB u JIIT B opranusme chirpany padoThl HOOEIEB-
ckux jaypeatoB J. Goldstein and M. Brown (1974, 1975, 1977).
B s11x pabotax BriepBble ObLIHM OMUCAHBI KJIETOUHbIE PEIeTITOPbI
k anoB (u k anoE) — penenrropst JITTHI, Gnaromapst Kotopsim
ocymecrsigercss ocHoBHoU 3axsar JIITHII u3 mmasmel Kposu.



DTU ke UCCIIeJOBAHU I IOMOIJIM IMOHSATH IPUPOJLY CAMOU pacIpo-
CTpaHeHHOU ceMenHou (opmel runepxonecrepuHemun (I'XC),
CYLIHOCTb KOTOPOH 3aKJIIOYAeTCs B MyTallMu T€Ha, KOAUPYIOLIe-
ro cuHTe3 KJIeTouHbix peuentopos JIITHIT B neueHOUHBbIX U 1py-
I'MX COMaTUYECKUX KJIETKaX.



Konen 03HaKOMUTEJLHOI'O
¢dparmenra.

Tekct npenocraBieH OO0 «JIutPec».

[IpounTaiiTe STy KHUTY LIEJIMKOM, KYIIUB TOJIHYIO JIETATbHYIO
Bepcuio Ha JIutPec.

Be3ormacHo oriaTuTh KHATY MOKHO OaHKOBCKOH KapToit Visa,
MasterCard, Maestro, co cuyera MOOMJIBHOTO TesiehOHa, C TiIa-
Te)KHOro TepMmuHaia, B cajoHe MTC wmm Cesa3HoOHM, uepe3
PayPal, WebMoney, Aunexc./lensru, QIWI Komenek, 60Hyc-
HBIMU KapTaMu WK APYTUM YI0OHBIM Bam crioco6om.
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