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b. M. JIunoBeukumn
HacJjaeacrseHHble JUCJINITHEeMUN

Cnncok pycCKOA3bIYHBIX COKPAIeHUi

AT — aprepuanbHas runepreH3us

AJl — apTepuasipHOE JaBJICHUE

AII® — aHrnoTeH3MHNpeBpaIAIIMN (PEPMEHT

BO3 — BeemupHas opraHusanus 31paBoOOX paHEHUs
[JIIT — runepnunuaemMus

I'MK — miagkoMBIIIEYHEIE KIETKU

I'TT" — runeprpurmmuepuieMus

I'XC - runepxonecrepuHeMus

HAJl — IMacTom4eckoe apTepuajibHOE JABJICHNE
JUIIT — nucnunuaeMus (IUCIMnonpoTenieMus)
JHK — ne30kcuprOOHyKIEMHOBAs KMCIOTa

9 — nucumpKynaTopHas sHuedaIonaTus

NBC — umemuueckasi 00sie3Hb cepaia

M — undapkT MrOKapaa

KA - ko3¢ punreHT areporeHHoCTH

JIIT — nunonporen st

JITIBIT — nunonpoTenipl BBICOKOM MIOTHOCTH

JIIIJI — nunoniporenaHas aunasa

JIITHIT — nmunonpoTtenibl HU3KOM MJIOTHOCTU
JIITOHIT — nunonpoTenipl O4YeHb HU3KOW MJIOTHOCTH
JIIIIIT — munonpoTen ibl TPOMEKYTOUYHOU MJIOTHOCTH
JIXAT — neuutuH-xonectrepuH-aumiITpaHcgepasa
MM! — MO3roBoy UHCYJIbT

Owmera-3-ITHXK — omera-3-nonuHeHachlIEHHbIE KUPHBIE KUCIOTHI
[I'XC — nonureHHas runepxoiecTeEpUuHEMUs

[TIAP® — nommmopdusm AIUHBI PECTPUKIIMOHHBIX (PParMEHTOB
JHK ITLP — nonrMepasHas LenHas peakuus

[I9T — mo3UTPOHHO-3MUCCUOHHASA TOMOrpadus
PMK - pervonapHblii MO3roBOM KPOBOTOK

PHK — puboHyKJIenHOBast KUCJIOTa

P3C — pertukyno-sHoTenyaabHas cucTeMa

CA]l — cucronnyeckoe apTepuabHOE JaBJICHHUE
CI'XC - cemeliHas runepxoaecTepuHEMUA

TI' — Tpurnuuepust

XM — XUJIOMUKPOHBI

XC — xonecrepuH

LIBIT — niepeGpoBacKyisipHble MOpaKeHHUsI

IxoKI' — axokapnuorpadpus

I9XC - screpupuMpoOBaHHbIN XOJIECTEPUH
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Cnncok aHrIosA3bIYHBIX COKpaNleHnH

ABCA-1 - Binding Cassete transporter A-1 — TpaHCIIOPTHBI OJIOK, YIaCTBYIOIMIA BO BHYT-
pukJIeTouHOM niepeHoce cBooonHoro XC k anoA-1 JITBII (Ha k1eTounoit MmemOpane)

ABCG (5, 8) — cTeprHOBBIE TPaHCIIOPTEPHI, CIIOCOOCTBYIOIIHE BBIXOLYy CTEPUHOB U3 KJIETKH

Apoproteins (A, B, C, E) — anomunonporeunsl (anonporenssl) A, B, C, E (anoA, anoB u T.
1.) APP (A-6era-PP) — 6esok — nmpe/iiecTBeHHUK aMIJION 1A

ARH - Autosomal Recessive Hypercholesterolemia — ayrocomno-peneccusnas ['XC

ATP — TpaHCHIOPTHBIN OeoK, NepeHocAIHiA armoA-1

CETP - Cholesteryl Ester Transfer Protein — TpaHCTIOpTHBIII O€JI0K, IEPEHOCAIIMI XOIecTe-
PUHACTEPHI U TPUIIMLIEPUIBI

Cleavage — Activating Protein — KomIuieke U3 AByX O€JIKOB, OAMH U3 KOTOPbIX YaCTMYHO pac-
LIEIUIEH MPOTEAa30i; KOMIUIEKC TPAHCIOPTUPYETCA B KJIETOUHBIM anmapar [oyplky crienyuaansu-
POBAaHHBIMH O€JIKaMH-TPAHCTIOPTEPaMH SH/IOIUIA3MATUYECKOrO peTUKyIyMa. Komruieke HeoOxoaum
KJIETKE /1151 MeTaOoIM3Ma JKUPHBIX KUCTIOT ¥ CTEPUHOB

DNA — IHK - ne30kcupuOoHyKJIeMHOBAsI KUCIOTA

FCH - Familial Combined Hyperlipidemia — cemeiinas komOunupoBanHast [JII1

FDP — Familial Defective Protein B-100 — «Heknaccuueckas» ¢gopma cemerHon I'XC, cps-
3aHHasl C reHeTnyeckum aedexrom oenka B-100

LCAT - JIXAT — nenutuH-xoecTepuH-auiITpaHcgepasa

MTHEFR - metunenrerparuapodonarpegykrasa

PCSK-9 — Proprotein Convertase Subtilisin Kexin, type 9 — mponpoTenHKOHBEpTa3a, Ipy IeHe-
TUYECKOM Ae(peKTe KOTOpoU pa3BuBaeTcs ofHa u3 popM cemenHon ['XC

PPAR-alpha — Peroxisome-Proliferator- Activated Receptor alpha — nepokcucam-nponudepa-
TOp, akTUBUpyomi (anepHsi) peuentop SCAP — SREBP-1

SR-B-I — ckeBenxep — peuenrop kinacca B, tun I — nedenounsiii peuenrop JIIBII, 3axBarsl-
paromuii ero 9XC

SREBP (1, 2) — Sterol Regulation Element Binding Protein — Oe;IkoBO-CTepUHOBBII YYaCTHUK
MeTa00IM3Ma KUPHBIX KUCIOT U CTEPUHOB, OH K€ TPAaHCMEMOPaHHbIH O€JI0K SHAO0IIa3MaTHYeCKOro
peTuKyIyma

SSCP - Single Strand Conformation Polymorphism — merton, ananusupyoonmii KoHpopmanu-
OHHBII NTOJIMMOpP(dU3M OAHOHUTEBBIX (pparmMeHToB [JTHK

USF - Upstream Stimulatory Factor — perynsarop paboTsl MHOTMX F€HOB, Y4aCTBYIOLIMX B MeTa-
O0IM3Me JIMIUIOB U [JTIOKO3bI
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HPEANCJIOBUE

I'enernyecku oOycropneHHble (HacneacTBeHHble) aucnunuaemun (JIJII) — nepBUYHO BOZHUK-
1IMe HapyLIEeHUsl JUIHUIHOIO COCTaBa KPOBU, B IMPOMCXOXKIEHUM KOTOPBIX BEAyIIass PoJib MPUHAM-
JIEKUT OJJHOMY WJIM HECKOJIbKUM TeHeTH4ecKuM jaedektam. IIpu 3ToM B UX pa3sBUTHM BO MHOTMX
Cllydasx Mpearonaraercsi OlpeleseHHOE JONOTHUTENBHOE BIUSHUE (PAaKTOPOB BHYTPEHHEU Cpellbl
(npyrue 3abonieBaHVsl) WM BHEIIHEH cpejibl (0COOCHHOCTH MUTAHUsI, BPETHOCTH B OBITY U Ha TPO-
W3BOJACTBE, CTPECCHI U Ap.).

[lepBuunsbie [IJII1 Hago OTIMYATh OT BTOPUYHBIX HAPYIIEHUI JIMITUIHOTO COCTaBa KPOBU, SIBJIS-
IONIUXCSI CUMITTOMAMU JIPYTHX 3a00JIeBaHUi (THUIOTUPEO03a, caXxapHoro jauadera, OUIMapHOTo IHUp-
po3a NeYeHu, XPOHUUYECKOro riomMepyaoHedpura). C ydyeToM Takod BEpOSTHOCTH, MepBas 3ajavya
Bpaua, crasikusawouierocs ¢ IJIII, — nudpdepeHmpoBars NepBUYHbIA XapaKTeP 3TOU MATOJIOTUU OT
JUIIT kak mpu3HaKa KaKoW-TO MHOM CaMOCTOSITENIbHOIN OOJIe3HU.

K coxanenuio, 10 HaCTOAIIErO BPEMEHM MHOTHE BPauM MPOAOJIKAIOT ACCOLMUPOBATh HapyIlle-
HUS JIMTIATHOTO COCTaBa KPOBH TOJILKO C BBICOKMM ypoBHeM o0iiiero xonecteprna (XC), He nmprgaBast
3HaYeHus conepxanuio TpurmuepuaoB (TI) u aHTHATEepOreHHBIX JMIOMPOTEUIOB BHICOKOW IUIOT-
Hoctu (JITIBIT) B mna3me kpoBu. Takast HeIoOIIEHKa MOXKET TMOBJIeYb 32 COOOW Cephe3HbIE MOCIE -
CTBUSI, TaK KaK OOJIbHBIE OCTAHYTCsI O€3 MEPOIPUSTHIA 10 IEPBUYHON M BTOPUYHOW MPOpUIIAKTHKE
aTepOCKJIEPO3a U €r0 OCIOKHEHU.

B knure b. M. Jlunogenxkoro «Knunudeckast munuponorusi» (2000) u3 HacneacTBEHHO 00y-
ciosyieHHbIX IJIIT paccmarpuBanack Toibko cemerHas runepxosnecrepunemusi (I'XC). C tex nop
reHEeTHKa YIILIa BIepe] U IMPOsSICHUIA HeJIbli psll 3aKOHOMEPHOCTEN APYrUX HACIEACTBEHHO O0Y-
ciosyieHHbIX [JJIIT. Kak okazanochk, 3Tv HapyleHHs TeTepOreHHbl M 3aBUCAT OT XapakTepa MyTalliH,
ee JIOKAIM3alM1 B TOM WM UHOM T'eHe, OT B3aUMOJEHCTBUS MEXAYy FeHaMU, HAIMYUSl OJHOU WU
HECKOJIbKMX HYKJIEOTUJHBIX 3AMEH — T€HETUUYECKUX Moaumopdu3mMoB. [1o cyiecTBy Bce nepBUYHbIE
JUJITT MOXHO CUMTATh FEHETUYECKH 0OYCIIOBJIEHHBIMHU.

B nocnennee Bpems OIMcaHo MHOTO HOBBIX MOHOT€HHBIX M nosnreHHbix JIJII1, koTopble BcTpe-
YalTCs JOBOJIBHO YacTO U 3aHUMAIOT LIEHTPAJIbHOE MECTO B MATOT€HE3€ U KIMHUKE TAKUX MYJIbTH-
(bakTOpUaAILHBIX 3a00JIEBAaHUI, KaK aTepPOCKIIEPO3, METAOOIMUECKUI CUHIPOM, caxapHbiii auader 11
THIIA.

B 90-x rogax XX Beka B MMOBCEAHEBHYIO BPaueOHYIO MPAKTUKY BHEIPUIMCH MOIIHbIE JIEKap-
CTBEHHbIE CPEJICTBA, HOPMAJIU3YIOIIKE JIUITAHBII COCTAB KPOBU, HO UX a/IEKBAaTHOE IPUMEHEHHE TPe-
OyeT COOTBETCTBYIOIIUX 3HAHUA.
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I'nasa 1
OBIIIME BOIIPOCHI KJINMHUYECKOU TEHETUKHA

[I1poko U3BECTHO, YTO MOAABIISIONIEE OOIBIIMHCTBO NCUXO(U3NIECKUX XaPAKTEPUCTUK YesIo-
BEKa F'eHeTUYeCKH 0O0YCIIOBJIEHO, TO €CTh 3aBUCHUT OT OCOOEHHOCTEH, MOTyYEHHBIX T10 HACIEICTBY OT
ponuTenen, MHa4e roBopsi, OT FEHOTUIIA.

['eHoTrn mpezcTaBisieT coO0W MOMHBINA HAOOP TEHOB, TEePelaHHbI OMOJIOTUYECKUMH POIUTE-
JIIMU; OH 3aJI0KEH B XpPOMOCOMAaX BCEX KJIETOK HOBOPOXJIEHHOIO M MAaTEpUAJIM30BAH B BUJE JIE30K-
cupubonykienHoBoi kuciotsl (JJHK). D1oT reHeTnyecknii KOMIUIEKC, 10 COBPEMEHHBIM MPE/ICTaB-
JIEHUSIM, COCTOUT NMPUMEPHO U3 25 ThIC. TEHOB, KOHTPOJIMPYIOLIMX CUHTE3 BCeX OEJIKOB OpPraHU3Ma.

Bremnss cpena, ycnoBus pocta, BOCIIUTaHUE, 00pa3oBaHue, podeccust, Ipyrue Ku3HEHHbIE
00CTOSITENIbCTBA OKOHYATENHHO (hOPMUPYIOT (DEHOTHIT MHAMBHUA, XOTS €ro TeHOTHIT OCTaeTCsT Hen3-
MeHHBIM. PeHOoTHI HaJlo paccMaTpuBaTh KaK MHIMBUIYaIbHYI0 OCOOEHHOCTh reHoTuna (bapaHos B.
C. [u gp.], 2000).

JTHK oOpa3oBana 13 HyKJIEOTH/IOB, COCTOSIIMX M3 a30THCTOrO OCHOBaHMS M aHMOHA (hocop-
HOH KUCJIOTHL. Paznnyalor 4 Tvna HyKJ1€0TH/I0B, OTJIMYAIOIIMXCS MEXIy COOON Pa3sHBIMU a30TUCTBIMU
OCHOBaHMSMU; UX ONPEIeIoT Kak ajeHuH (A), TumuH (T), ryanud (G) u uuro3uH (C). AgeHuH u
I'yaHUH OTHOCATCS K I'pyIIe IIypHHOB, TAMMH U LIUTO3UH — K rpymnme nupuMuauHos (bapanos B.
C. [u gp.], 2000). AneHuH Bcerja CTaHOBUTCS B Mapy C TAMUHOM, a LIMTO3MH — C TYaHUHOM. DTHU
ke OykBeHHble 0003HaueHus (A, T, G, C) ucronb3yorcs 1 MICHTH(PUKAIUN COOTBETCTBYIONIUX
HYKJIeOTU10B, oOpazytorumx JTHK.

B npocrpancteennom otHomennu [JJHK nipencrasnsier co06oii JBOMHYI0 HUTEBUAHYIO CIIAPAJb,
IIPUYEM OJIHA U3 JIByX CIIMPAJIEW UMEET OTLIOBCKOE IPOUCXOXKICHUE, Ipyras — MaTepuHCKoe. [IBou-
Has criupaib JJHK pasaenena Ha 23 napbl (pparMeHTOB, paclipeliesieHHbIX B 46 xpoMocomax. Tosbko
TIOJIOBBIE KJIETKH COAEPXKaT IMOJIOBUHHBIN HAOOP XPOMOCOM, TO €CTh UMEIOT He 46, a 23 XpOMOCOMBI,
MIO3TOMY MPH CJIMSHUM CIEPMATO30M1a U ANLIEKIJIETKH 00pa3yeTcsl 3UroTa ¢ OObIYHBIM 11 BCEX JAPY-
I'MX KJIETOK YUCJIOM XpPOMOCOM (46).

Cnpayu [JHK criocoOHbI JIErKO pacxoAnuTbCsl HAoA0OUe IBYX MOJIOBUHOK 3aCTEKKU-MOJTHUM.
Baxneiimmm cpoiictBom [THK sBiisiercst ee ciocoOHOCTh K caMOpeTuTMKauy (yIBOSHHIO) U TpaH-
ckpunuuu (konuposaHuwo). 3aeck JHK BblcTynaer kak marpuua, a €€ HEraTUBHOE OTPaXeHWe —
KOMIUIEMEHTapHas LIeToYKa HYKJIEOTHIOB — MOTy4niia Ha3BaHue uHpopmarronHoit PHK (pubony-
KJIenHOBOM KucioThl). [Iponecc nepexona nngopmarmu ot JJHK k PHK Ha3Ban TpaHckpumniuyen, To
ecTb nporeccoM cozaanus nHpopmauronHot PHK. lansHenmas nepegaya nagopmarmu ot PHK
Ha OEJIOK COBEpIIaeTCs C MOMOIIBI0 HEOOMbIIMX MoseKyn TpaHcnopTHoi PHK, ona o6o3navaercs
kak TpaHcisaums (bapanos B. C. [u gp.], 2000).

PHK, Takxe cocrosimasi u3 HyKJIEOTHIOB, «pad0TaeT» TPUILIETAMHU, UMEIOIIIMMU CPOJICTBO K
OIpEJEJEHHBIM aMUHOKHUCIIOTAM.

Nndopmanronnass PHK BbIxoauT u3 siapa KJIETKM B LUTOIUIA3MY U TTOCPEICTBOM PHOOCOM
CUHTE3UpYET B KJIETKE OEJIKOBbIE CTPYKTYPbl, U30Mpast HEOOXOIUMBbIE /17151 TOTO AMUHOKHCIIOTHI.

N3BectHO 20 BUIOB aMUHOKMCIIOT (CEPHH, BaJIMH, JIEULVH U JP.), OCIEA0BATEILHOCTD KOTO-
PbIX B OEJIKOBOH LieNH KOHTpoupyeTcs Hykjaeotuansivu Tpurietamu PHK. Cponcto (cnenmduy-
HOCTb) HYKJICOTHIHBIX TPUILIETOB K aMUHOKHUCJIOTaM He aOCOJIIOTHOE, T. €. 3aXBaT OJHOW U TOH ke
AMMHOKMCJIOTBI MOXKET KOHTPOJIMPOBATHCS HE OOHUM TPUILJIETOM HYKJIEOTUAOB, @ HECKOJIBKUMU. JTO
O3HAYaeT, YTO U3MEHEHHE CTPYKTYPbl HYKJICOTHIHOTO TPUILIETA HEe KaX/blil pa3 OyleT oTpaxaTbcs
Ha aMMHOKMCJIOTHOM TMOCJIEA0BATEIbHOCTU MPU MOCTPOEHUH nonunentuaa wim oesnka (I'opOyHosa
B. H., bapanos B. C., 1997).
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CymiectByloT 64 BO3MOXHbIe KOMOMHAIMK HyKJIeoTuaHbx TpuruietoB PHK, komupyromue
NOPSIIOK BhIcTparBaHus 20 pa3HBIX aMHUHOKHCIIOT € MOCENYIONMM CUHTe30M Oenka. MTak, Mecto
KaXJJ0l aMUHOKHUCJIOTH B OEJIKOBOM HETIH KOAMPYETCS ONPEAEIeHHBIM HYKJICOTUAHBIM TPHUILIETOM,
OT 4uero v OyayT 3aBrceTh MOP(O]YHKIIMOHAIBHBIE CBOMCTBA 0OPa30BaBILIEroCs OesKa.

Kakum 06pa3om MOKHO XapaKTepr30BaTh COBPEMEHHOE MOHSTHE O TeHe?

Hamum ornpenenenue reHa o Mure-BeuromoBy (1998): zen — amo «kapmupyemviii na xpomo-
come NOKYC, OMEemcmeeH Hblll 34 MOm UAU UHOLL (DEHOMUNUMECKUL NPUSHAK.

[Monueiii Ha6op monekyn JHK wmm renos, mo onpenenenuio R. Levontin (1993), cocrasnsier
2eHomun, KOTOpbIid (POPMUpYET B OpraHU3Me BCe, YTO TeHETUYECKU 00YCIIOBIIEHO.

@Deromun, 1O AaHHBIM TOTO K€ MCTOYHHMKA, XapaKTepu3yeT BCe MPOSIBICHUS], CBONCTBEHHbBIE
OpraHu3My B KaKIblii KOHKPETHBI MOMEHT XU3HU. PEHOTHIT TOJIBKO YaCTHUHOE (MHAUBUIYAIBHOE)
OTpakeHHE TeHOTUIIA, OH JIOJDKEH PacCMaTpUBaThCsl KaK YHUKAIBHOE CJIECTBHE F€HOTHIIA, TPOsIB-
JISTIoIIeecst onpe/eieHHBIM 00pa30oM B KOHKPETHBIX YCIIOBUSIX.

R. Levontin nonaraet, 4To Ha IeHbI CJIEYeT CMOTPETh KAK Ha «UEPTEKU», A HA OPraHU3M — KaK
Ha MOJIeJTb, TOCTPOEHHYIO B KOHKPETHBIX YCJIOBHSX CPE/Ibl.

JIi000¥i TeH COCTOMT U3 JIByX POOMTEIbCKUX MOJOBUHOK WIH d.ieneli, KOTOpble MOTYT OBITh
O/IMHAKOBBIMHU WJIM PA3HBIMH 110 CBOUM T'€HETHUECKUM XapaKTepUCTUKaM. AJUIENN — 3TO albTepHa-
THBHBIE (pOpMBI reHOB. Ecii poguTenbckue reHbl, KOHTPOIMPYIOIIHe JTaHHBIN MPU3HAK, UMEIOT OHY
U TY %€ aJJIeJIbHYI0 (POpMY, X HOCUTEJIS Ha3bIBAIOT 20MO3U2OMHBIM, €CIIV K€ ITU F'€HBI IPUHAJIEKAT
K pa3HbIM aJUIe/IbHBIM (hOpMaM, OHU JIOJKHBI ONIPEAETIATHCS KaK 2emepo3uzomuule.

I'eteposuroTHeie ey 001aAal0T HEOMMHAKOBOM CUJION BO3/IEHCTBUS HA TOT WJIM UHOM TpU-
3HaK. Ecnu joMuHMpYeT OnuH U3 ajuiesiedl, ero Ha3blBAOT JOMUHAHTHBIM. B CBSI3M ¢ 9TUM MPHUHSITO
pa3nuyaTh OOMUHAHIMHOE U PEUECCUBHOE HACAEO08AHUE .

PeneccuBHOe HacnienoBaHue MposiBIseT ceOsl B TIOJMHYIO CHITY TOJIBKO B TOM Clly4ae, eciy 00a
PELIECCHBHBIX «POIUTETBCKUX» AJJIENs] OKa3aJIMCh TOMOJIOTMYHBIMU, TOTJa OHU OYIyT IeWCTBOBAThH
B O/IHOM HalpaBJICHUH U HACJIEICTBEHHBIH MTPU3HAK MPOSIBUT ce0s TIOTHOCTBIO.

ITO Kacaercsl Kak «3[I0POBBIX», TaK U «IaTOJIOTMYECKUX» T€HOB, TO €CTh «IATOJIOTMYECKUe
reHbl», CBSI3aHHBIE C Tepefavyell TeHeTHUeCKH JIeTePMUHUPOBAHHBIX OOJe3Her, TOKe MOTYT OBbITh
noMuHaHTHBIMU (cemeiiHasi ' XC) wim peliecCUBHBIMU (MYKOBUCHIUIO3).

Ecmm pogurenu Oynyiero peOGeHKa SIBISIOTCS HOCUTENSIMUA OJHOTO U TOTO K€ PElieCCUBHOTO
MPU3HAKa, KOTOPBIN Y HUX HE MPOSIBIISIICS, TAK KaK CaMH OHH ObLIM T€TePO3UTOTaMU 10 STOMY TpH-
3HaKY, TO BEPOSITHOCTh POXKJICHUSI TOMO3WIOTHOTO IO AAaHHOMY INPU3HAKY peOeHKa pe3Ko BO3pac-
TaeT. Tak BO3HUKAIOT CPABHUTEIBHO PEIKKe, PElECCHBHO Hacieayemble 0one3Hu. VIMEHHO B CBSI3M
C 9TUM KpaiiHe HeKeJlaTeIbHBIMU SIBJISTIOTCS] Opaky MeK/1y POACTBEHHUKAMU, TOCKOJIBKY B TUX CITy-
Yasix BEPOSATHOCTH MPOSIBICHUSI «TTaTOJIOTUIECKUX TeHOB» (KaK JOMUHAHTHBIX, TAK U PEIIECCUBHBIX )
y TIOTOMKOB 3HAYUTEJIbHO YBETMUNBACTCS.

Ecnu maTonornveckuii reH pacrosiokeH B MOJIOBOW XpOMOCOME, TO HacjieayeMoe 3a00IeBaHue
OyleT CLETJIEHO C TMOJIOM, HapuMep reMoguvs.

[NonoBble KJIETKU y JKEHIIUH COAEPKaT XPOMOCOMBbI XX, TMOJNOBbIE KJIETKU MYXYHH — XpO-
MocoMmbl XY. M3 3TUX ABYX XpOMOCOM y MYXUYWH HauOOJNbINEH (PYyHKIIMOHAILHON aKTUBHOCTBIO
obnmaymaer X-xpomocoma. [Ipy HaTMUUM MyTaryu Mo TeMO(IINU MAaTOJIOTMYSCKUN T'eH HaXOOUTCS
B OffHOM M3 X-XpOMOCOM, HO JIeBOYKa He 3a0osieeT reMouiInel, Tak KaKk 3TOT MaToJIOrHnYeCcKHid
reH OyleT CKOMIIEHCHPOBAaH HOPMaJIBHBIM I'€HOM ApYroil X-xpomocombl. Ecii ke Takast «MyTaHT-
Hast X-XpoMOcoMa» (IIpUILeIas OT MaTepy) AOCTAHETCS] MATbUMKY, Y HErO pa3oBbETCsl reMO(u-
JIMs], TIOCKOJIbKY OTLIOBCKasl Y -XpOMOCOMA He COIEPKUT HEOOXOIMMOTO HOPMAJIbHOTO reHa, KOTOPHIi
KOAMpPYeT OeJIOK, yJacTBYIOIIUI B IPOIIECCe CBEPTHIBAHMUS KPOBH. TakuM 00pa3oM, TOT MyTaHTHBIH
reH MOJKET Mepe1aBaThCs M MATbUMKaM, U IEBOUYKAM, HO 3a00JIeBAIOT TeMO(UIIAEH TOIBKO JIUIIA MY K-
CKOTO TIOJIa; )KEHIIIMHBI JK€ BHICTYMAIOT 3/1€Ch TOJIbKO KaK HOCHTEIN U TIePeAaTUUKH.
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DTHUYECKAsd MPUHAJIEKHOCTh YEIOBEKa TOXKE HOJKHA YUMTHIBATHCS IPU PACIIO3HABAHUU
reHeTHUYecKr OOyCIOBJIEHHOH maronorud. Tak, y adpoamMepuKkaHIeB (CpeArd YEepHOTrO HaceleHHUs
CHIA) B 8 — 10 % ciny4yaeB MOXHO MIEHTU(ULIMPOBATH NATOJOTMYECKUI T€H CEPHIOBUIHOKIETOY-
HOW aHeMUH, 3aBe3eHHbI UMU U3 AQpUKH, rae 3To 3a00neBaHre BeTpedaercs ¢ yactorto 1 Ha 400
YeJIOBEK.

V Boixoaues u3 I'omnanauy, sxuBymux B KOxHoN Adpuke, dalie, 4eM B APYTUX MOMYJISLUAX,
BCTpeUaeTcs TAKOe Cephe3HOe 3a00JIeBaHNe, KaK OCTpasi epemMeskaioniasicst noppupus.

VY eBporeiickux eBpeeB-alllkeHas3!, KOrJa-To KUBIIMX Ha TeppuTopuu JINTBEI, ¢ yacroroi 1 Ha
500 genoBek MOKHO OOHAPYKUTh TaK HA3BIBAEMYIO JIUTOBCKYIO MYyTAIIMIO, OTBETCTBEHHYIO 32 pa3BH-
tue cemeitHon runepxosectepunemun (CI'XC). Bricoka yactora CI'XC taksxe cpeau hpaHKOKaHAI-
e Kseoeka (Hobbs H. [et al.], 1989) u muBaHCcKuX XpucTUaH (PMHCKOTO MPOUCXOKICHUSI.

Takue npumeps! B reHETUKE Ha3bIBAIOT «3(pdekToM ocHoBatessi». [1og 3Tum noppasymeBaercs
CUTYaII¥s1, KOTIa Y POXKMBAIOIIMX B TAHHOM reorpauuecKoil 30He npeicTaButesieil 000co0IeHHOTo
9THOCA YaCTO BCTPEUAETCsl KaKasi-To MyTalysl, BedyIast K OONbIIIOMY paclipoOCTPaHEHHIO CPEIv STUX
JIMIL OTIPE/IENIEHHOTO HACJEACTBEHHOro 3adosieBaHusl. [laTojornueckiue MyTalul MOTYT HE TOJIBKO
repe/iaBaThCsl OT POOUTENEN AETAM, HO Y BO3HUKATh MEPBUYHO BCJIEICTBUE IKCIIO3UILIMU KAKOTO-TO
BpeaHOro (haktopa (pasMoaKTUBHOTO, PEHTTEHOBCKOTO OOTyYeHHUs, JPYroro TOKCHYECKOro BO3/IEH-
CTBUSI), IPUBOJAIIETO K cOoto mpotiecca konuposanus JJHK.

Ecmu B crpykrype IHK BO3HUKIIM OTKJIOHEHUSI, OHU MOTYT 3aKPEIUTHCS, BOCIIPOU3BOAUTHCS
U 1iepeaBaThCs IOTOMKaM I10 3aKOHaM HaCJIeJOBaHUSI.

N3yuenre reHoMa MpakTUYECKU 3/10pPOBbIX MHAMBUAOB MOYTH BO BCEX CIIyyasix MO3BOJSET
OOHAPYKUTh PsiJl TEHETMUECKUX aHOMAJIMiA, HO OHM MOTYT HUKaK ceOsi He MpOSIBISTh, MTOCKOJIbKY
yarie Bcero ObIBAIOT PELECCMBHBIMU WM JJIs1 CBOEH SKCIIPECCUU MM HEOOXOAMMBI JOTIOTHUTETbHBIE
yciioBus. Bipouem, MHOrIa M OOUH MaTOJIOTMYECKUI ajjieb (U3 ABYX BO3MOXKHBIX), 1a)Ke €CJIM OH
SIBJISIETCS] PELIECCUBHBIM, MOXKET OKa3aTh OTPULIATEIbHOE BJIMSHUE HA 3aBUCUMBbII IIPU3HAK, HAIPU-
Mep OCJIa0MTh AKTUBHOCThH CIEIMATbHOTO (pepMeHTa, HapyIIUTh KaKoe-TO (PHU3HOJIOrMIYeCcKOe 3BEHO.
Bce ke sxkcnpeccuBHOCTD (IPOABIIAEMOCTD) TAKOTO AHOMAJIBHOI'O T€Ha Yalle BCero Maja. Tak, 1etu
OJIHOTO U3 pOAUTENEH — albOMHOCA — MOTYT YaCTMYHO YTPATUTh CIIOCOOHOCTh K BBIPAOOTKE MHT-
MEHTA.

I'enernku nuddepeHIupyIoT pa3Hble TUITbl MyTALMI: TOYEUHbIE 3aMEHbl HYKJIEOTHIOB — HOH-
CEHC-MYTalliM, MUCCEHC-MYTallud — U jesienuu (Buinagenus uensix ¢gparmenrop [JHK), a Takxke
TpaHcaokauuu (nepemertienust pparmentos JJHK). [1pu HoOHCceHC-MyTalusaX B KOAUPYIOLIEH 4acTu
reHa oOpasyercsi TAK Ha3bIBAEMBIN «CTOI-KOJIOH» WM 00pa3yeTcsi TPUIUIET HYKJICOTUIOB, KOTOPHIH
MpeKpaiiaeT TPAHCISLUI0 HA AMUHOKHCIIOTHI, YTO OCTAaHABJIMBAET CHHTe3 Oeska. [1pu muccencmyTa-
UsAX 00pasyercsi MHOW, YeM B HOpMeE, HyKJICOTHIHBIN TPHUILIET, YTO BelleT K BCTPAUBAHUIO B TIOJH-
NENTUAHYIO Lelb 4yK/10i aMMHOKHUCIIOTBI, @ 9TO MOXKET Pe3KO M3MEHUTh CBOICTBA CUHTE3MPOBAH-
HOro Oeska. ONKCHIBAIOT TaKKe TOYSUHbIE MyTaIUH, PU KOTOPHIX UMEET MECTO BBITMAZEHHE OIHOTO
U3 HYKJICOTHIOB OO0 BHeApeHue B nenouky JHK pomonnutensHoro Hykjieotuaa. 9To HapyuiaeT
pamMKy cuuTthiBaHus nHpopMarmu, kotopyio riepeaaot JJHK — PHK Ha 6e710k, 4To ToXe MOXeT ObITh
MIPUYMHON FeHETUYECKOro eeKTa ¢ pa3BUTHEM HACIIEICTBEHHO OOYCIIOBJICHHOTO 3a00JIeBaHUSI.

[MoMrMO OUEBHIHBIX (OTHOCUTEIIHBHO «T'PyOBIX») TeHETUIEeCKUX Ae(heKTOB (OOBIYHO 3TO MOHO-
T€HHbIE MYyTaIlU — MYTAllMM «IJIABHBIX» TE€HOB), TOPA3[0 YaIlle BCTPEYAlOTCs] HEOObIIINE TeHHBIE
AHOMAJIMU — OIHOHYKJICOTU/IHBIE 3aMEHBI, KOTOPBIX MOXET ObITh HECKOJIbKO. DTO TaK Ha3bIBaeMble
MOJIUT'€HHbIE HAPYILEHNS1; B COBOKYITHOCTH WJIU IPY B3aUMOJIENICTBUM C HEKOTOPBHIMU BPEIHBIMU (DaAK-
TOPaMHM CpeJIbl OHH TOXkeE CIIOCOOHBI PUBECTH K TOHM MJIM MHOM HACTIEACTBEHHO O0YCIIOBJIEHHOM MaTo-
noruu (Munyncku O., 1981).

[Ipu nonureHHbIX aHOMaNIMSAX MMOTOMKAM MOXET NepeiaBaThCs JIMIIb HACIEACTBEHHOE Tpejl-
pacrnonoxeHnue K 00Je3HH, TaKk 4TO cama OOJIe3Hb HAYMHAET Pa3BUBATHCSA MOJ] BIUSHUEM KaKUX-TO
BHEIIIHMX WIM BHYTPEHHUX (PaKTOPOB PUCKA CO BpeMeHeM, Hepelko K 40 — 50 ropam.
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[To nanueiv B. B. Mnbunckoro u C. K. KimoeBoid, cpeiv MpakTUYECKH 3I0POBBIX WIEHOB ceMel
¢ HacJeAcTBeHHO oTsiromeHHocThio o MIBC 3a 7 — 10 net Habmonenus nposisnenust UBC nosiBu-
ek y 36 % HaOMOABIINUXCS; Y JIUIT JKe U3 ceMel 0e3 «OTAroleHHoro anamae3a» npusHaku MBC
3a TaKOM ke Meprojl HaOmoaeHusT ObUT OTMEUEHBI TOJIBKO B 6 % ciTydaeB.

Bonbloe 3HaYeHne B MEXaHU3Me Pa3BUTHUs MOAOOHBIX MYJIbTU(AKTOPUATIBHBIX 3a00IeBaHUI
MpUOOPETAIOT YCJIOBUS KU3HU UHIVUBH/IA, BIMSHUE KIIMMATHIECKUX, COIMATBHBIX WJIM UHBIX (DaKTO-
POB OKPYXKAIOIIECH Cpe/ibl, a TAKXkKe KaKre-To MPUOOpeTeHHbIE COMYTCTRYOIIME 3a00eBanus. B aTux
CIIy4asix TOBOPSIT O TeHax MpeapacronoxkeHHOCTH. [o-BuauMomy, B IepBYyIO o4epeab 9TO KacaeTcs
TaKUX MATOJIOTMIECKUX COCTOSTHHM, KaK aTepOCKJIepO3, METAOOTMUYECKUN CHHAPOM, CaXapHbIH JTua-
oer Il Tumna, aprepranbHasi TUIIEPTOHMS, 3TIOKAUECTBEHHBIE OITYXOJIA, HEKOTOPbIE IICUXUYEeCKHE Hapy-
meHust (Mannensintam M. 1O., Bacunbes B. B., 2008). Takum 00pa3om, 3/1ech HAJO0 paccMaTpuBaTh
po0JieMy B3aUMOJICHCTBUS TEHETUUYECKUX U CPEIOBBIX (PaKTOPOB PHUCKA, KOTr/a MOC/IeIHUE TPUO0-
PETaloT NaTOJIOrnYeCKoe 3HAYCHHUE ITTaBHBIM 00Pa30M Y JIHII C HACTIEACTBEHHBIM MTPEAPACIONIOKEHUEM
(Kosanes 0. P., lIeapir E. U., 2004).

Henp3s cunrarh, 9T0 MyTaIMu — 3TO SIBJICHHE C OTHO3HAYHO OTPUIATENILHBIM 3HAKOM. Biiaro-
aapsi MyTalisiM TIPOUCXOIUT MPOIIECC SBOJIOIMU BCETO KUBOTO, PA3BUBAETCS IPUCIIOCOOISAEMOCTb
K HOBBIM YCJIOBHSIM CYIIIECTBOBaHMS. BmecTe ¢ Tem, HaclneayloTcs MyTalui, HECyIIMe MaTolOrHIo.
ITO «TEHETHUYECKUH Ipy3», 00beM KOTOPOrO COCTABJIAET MPUMEPHO 5 % B pacueTe Ha eBpOIIeHCKIe
MOMYJIAIAY, U3 HUX | % — 3TO MOHOTeHHbIe 00Ie3H! U 4 % — My IbTH(haKTOpUAIbHBIE 3200IeBaHUS
(boukos H. I1., 1997).
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I'hasa 2
JIMITIOITPOTEU IbI IIJIASMbI KPOBU,
NX HOPMAJIBHOE COAEPKAHUE U

HEKOTOPBIE CTOPOHbBI OBMEHA.
INIOHATUE Ob ATEPOI'EHHOCTHA

Jlunonpotenipl (JIMIONPOTENHBI) — ITO OETKOBO-JUITUIHBIE COEIMHEHM ], COCTOSIIIUE U3 CBO-
6onnoro xonecrepuHa (XC), screpuduuupoBanHoro XC (9XC), ¢poconumnuios, TPUITTULEPHIOB
(TT') u 6enkoB — anmosmmnonpotenHoB A, B, C, E. ITpu 3ToM Kask/1blii N3 3TUX aroOeJIKOB Yaile BCero
MMeeT HECKOJIbKO Pa3HOBHUIHOCTEN, KOTOpble 0003HavaloT g pamu, Hanpumep A-I, B-100 u 1. 1.

I'maBubie sunmaer wiasmMel — TI' m XC (a takxke docdoamnuabl) HalO0 paccMaTpuBarh
KaK OCHOBY MeTabOJIMYECKOro pecypca JKMBHIX KieTok opraHusma (Lipoprotein Metabolism and
Regulation, 1988). TT" oOpa3yioTcs U3 0AHON MOJIEKYJIbl [IULEPHHA U TPEX MOJIEKYJT JKUPHBIX KACIOT
U SBJISIOTCS [TIaBHBIM MCTOUHUKOM 3Heprun. XC KU3HEHHO HEOOXOIUM /17151 OMOCHMHTE3a KJIETOYHBIX
MeMOpaH, CTEpPOUI0B, HEKOTOPbIX TOPMOHOB U KEITYHBIX KUCIIOT.

JKupHble KUCIIOTHI JIETKO 00pa3yloT KOMIUIEKCHI C alTbOYMUHOM TIJIa3MBI M CBOOOHO IMPKYIIHU-
pyIoT B cocTaBe 3Tux KomruiekcoB B KpoBu. TI" u XC — runpodoOHble coequHEeHNs, HO OHU TOXe
JOJIKHBI IIEPEHOCUTHCSA TUIA3MOM KPOBH (BOIHOM CPEAOM) U JOCTABIIATHCS KO BCEM KJIETKAaM, KOTO-
pble B HUX MIOCTOSIHHO HYXJIAIOTCS.

TI' u XC, Kak yHOMHUHAJIOCh, BXOAAT B COCTaB JIMIIONPOTEUJHBIX YaCTHL], COCTOSIIIUX U3 JIUIIH-
noB (cBodonHoro XC, ¢ocdonmmnuaos, X0NeCTepUH-3CTEPOB, TPUITIMIIEPUIOB) U allOIUIIONPOTEH-
HOB, OPraHM30BAaHHBIX B COEJMHEHUSs, CIOCOOHbBIE PacTBOPATHCSA B I1a3Me. CxemaTndeckast CTpyK-
Typa JIMIIONPOTEUI0B (JIMIIONPOTEMHOB) MIPEJCTaBIE€Ha HA LIB. BKJ. (puc. 1).

Hapy:xHast MOBEpXHOCTb JIMINONPOTEUAHON YaCTULBI MPEACTABISIET cOO0N aM(UIIaTHIECKUil
IIUT, COCTOAIIMI U3 MOJsIeKya pocoaunuaoB U cBoOogHOro XC. DT MOJNEKYJIBI C IByMsl OKOHEY-
HOCTSIMU XapaKTepU3yIOTCSl TEM, YTO OJMH KOHEL| Y HUX arojsipHbIi, ruapo¢0oOHbIN (HEPaCTBOPUM
B BOJIE), IPYI'OM KOHEI — MOJISIPHBIM, PACTBOPUMBIM B BOIHOW cpejie. ANOJISIPHBIA KOHELl HAallPaBJIeH
BHYTPb JIMIIONPOTEUTHON YaCTHUIIBL, OJISIPHBII KOHEI oOparlieH BoBHe. Ha moBepXHOCTD HIonpoTe-
WIHOW YaCTUILIbI BHICTYIAIOT U allOJIMIIONPOTEUHBI, CBOMCTBA KOTOPBIX OIPEIE/IAIOT TUII JIUIIONPOTE-
UJIOB, T. €. X (PYHKIIMOHAJIBHOCTh U OCOOEHHOCTH METa00IM3Ma.

OmnucaHHasi CTPYKTypa MO3BOJISET JIMIONPOTEUIHON YacTUIle CBOOOIHO MEPEHOCUTHCS TIa3-
MOU KPOBHU.

ATONUTIONPOTENHB! BBHINIOJIHAIT TPUA IVIaBHBIE (DYHKIMM: BXOHAT B COCTaB amdumaruye-
CKOT'0 IIIATA JIATIONPOTENAHON YaCTULIBI, SABJISIOTCA JIMTAaHIAMU (COEJUHUTEILHBIMUA MOCTUKAMM) 1151
criet(pUIECKUX KJIETOYHBIX PELENTOPOB, 3aXBaThIBAIOLIMX JIMIIOIPOTEUIHBIE YAaCTULBI, a TaKke
BBITOJTHAIOT (DYHKIMIO aKTHMBAaTOPOB psijia SH3MMOB, YYaCTBYIOIIMX B MeTaOOJIM3Me JIMIMUIOB. Tak,
Harpumep, aroB-100 ceazpiBatoT unonporenasl Hu3kon mwiorHocry (JITTHIT) ¢ kinetounsiMu penen-
TOpaMH, anoE Toxe y4acTBYIOT B 3TOM IIPOLIECCE, HO NTOMUMO 3TOr0O, OHU TpaHcroprupywor XC-
3CTEPHl UMPKY/IUPYIOLIEN KPOBHU, YYacTBYIOT B niepepactpeneneHny XC B TKaHsAX.

AnoA-I n anoC akTUBUPYIOT JIEUUTUH-X0secTepuH-amITpancdepasy (JIXAT), koropas cro-
cooctByeT actepudukarym ceodoaHoro XC B cocrase JIIIBII 1 npeBpariaer nx n3 HaCHEHTHBIX JIUC-
KOBHUJIHBIX (HOBOOOpa30BaHHBIX) (hOpM B 3pelibie, cheprueckue (hopMbl (CM. 1IB. BKIL., puC. 2).

AnoC-III akTrBHpYyeT JUIIONPOTEUJHYIO JIMIA3y KPOBHU, paclieruiaomyo XM u umnonpore-
uabl oyeHb Hu3Kol rotHocTu (JITIOHIT). N36bTok cBoGoaHOro XC B KiIETKaX MOXKET dcTepudu-
LMPOBAThCSA CBOOOIHBIMU KMPHBIMU KUCJIOTaMH U Jlajlee COXPAHATbCA B KJIETKE B BUJIE JIMIIMIHBIX
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kanesnb. C MoMOIIbI0 CreaIn3upPOBAaHHBIX OEJKOBBIX TpaHcrnopTepoB XC-3cTephl Jaiee MnepeHo-
CAITCS B [1€YEHb, BCTYNAIOT B CBS3b C allONPOTEMHAMY WM BBIIENISIIOTCS C KETUbIO.

B nevenounsix kietkax XC Bkimovaercs B coctas JITIOHII, kotopele, noctynas B KpoBb, MOJA-
BEpPraloTcs BO3JEHUCTBHUIO JIMTIONPOTEHJHOM JIMMNAa3bl. B pesynbrare aumonm3a 00pa3yloTcsi «OCKOIKU»
JITIOHIT — pemuanTsl. [TpumepHo 50 % peMHAHTOB BHOBb 3aXBaThIBAIOTCS NeueHOUHbIMU anoB/E-
petienropamu (oHu ke perentopsl JITTHIT), ocranpuble peMHaHThl oboramanTcs XC 1 mpeBpaiia-
torcst B JITTHIT, npeanazHaueHHbIe 151 CHAOKeHU s TieprhpepUIecKIX OpraHOB U TKaHEH XOJIecTepu-
HOM, TIOCKOJIbKY B HEM HYJIAIOTCS BCE KJIETKH.

He6omnpmas yacts JITTHI, a BO3MOXHO U JIMIIONPOTEN B IPYTHX KJIACCOB, CIOCOOHBI 3aXBa-
THIBATbCS KJIETKAMU M HEPELIENTOPHBIM ITyTEM, HO 3TOT MEXaHU3M MOKA OCTAETCSI HEPACKPBITHIM.

B 3aBucumocTy OT pazMepa JMMONPOTEUIHBIX YACTHUI] M COIEPXKAIIUXCSA B HUX KOMIIOHEHTOB
oHU Tu(depeHIUPYIOTCS Ha KJlacchl. Pa3nmuyalor caMmple KpyIHbIE JTUMONPOTEUIHBIE YACTHIIbI, UME-
I0I1IM€ HAUMEHBIIYIO TUIOTHOCTb (OHU CUHTE3UPYIOTCSI B KMILIEYHOUM CTEHKE), — XWJIIOMUKPOHBI (XM),
aajiee cJaeqyIoT JUIONPOTEU Ibl OUEHb HU3KOM MJIOTHOCTH, 3aT€M JIMIIOIPOTEN Il HU3KOH IUIOTHOCTH,
JMIONPOTen bl pome:yTouHou tioTHocTy (JITIIIT) u nunonpoTenipl BBICOKOM TJIOTHOCTH.

I'naBubie nepenocunku XC — JITTHIT (70 %) w JITIBI1. Hanbosee HaCHIIEHBI XOIECTEPUHOM
JITTHIT.

Paznenenvie nMIonpoTenaoB Ha KJIacChl, MEPEUYMCIICHHBIE BBIIIE, BIEPBbIE OBUIO MpOBE-
JEHO C MOMOLIBIO YJIbTpalleHTpU(YrMpOBaHusl B CIIELIMATILHOM PACTBOPE ONPEAEIEHHON MIOTHOCTU
(Gofman J. [et al.], 1949). D10 pa3neneHre OCHOBAHO Ha pa3HOM CKOPOCTH (hIOTAlMM JIMTIONPOTe-
unoB (JIIT) B yKa3aHHBIX YCIOBUSX, YTO U MO3BOJIMIIO PA3JEIUTh UX TAKMM OOPa3OM.

MHOTrO4MCIeHHBIMU UCCIIEOBAHUSIMU YCTAHOBJIEHO, YTO HAaMOOJbINEH aTepOreHHOCThIO 00J1a-
natot JIITHII, B uncne KoTopbix 0co00 OTMevaloT Mejkue ioTHble cyodpakimu (Paruno 1O. U.,
2004). Y stux JITHIT ycTOMYMBOCTD K OBICTPOMY OKHMCIIEHUIO CHUKEHA, YTO CIIOCOOCTBYET UX MOJH-
(pukaimy, a 3HaUMT, yBEJMUMBAET UX AaTEPOr€HHOCTb.

Ha rereporennocts JIITHIT Briepeeie ykaszan R. Krauss (1995), koropslii quddepenimpyer
HECKOJIbKO CYOKJIACCOB TUX YaCTHUI] B 3aBUCUMOCTH OT MX pa3MepOB U IJIOTHOCTH, YTO OTpakaeTcs
Ha CMOCOOHOCTSIX K MOAUUKAIMU U K OTJIIOKEHHIO B COCYAUCTYIO CTEHKY.

B pykoBonctge D. Betteridge & J. Morrell (2003), B kaure B. O. Koncrantunosa (2006) nipen-
CTaBJICHA HAIJIsIHAS CXeMa, AEMOHCTpUpYyIolas omnure yetbipex cyoknaccos JIITHIT no quamerpy
Y IJIOTHOCTH, a TAKKe Pa3HUILYy MEKIy cofiepkanueM deToipex cyodpakuuit JIITHIT B ma3me kpoBu
3JI0POBBIX JKEHIIUH, 340POBLIX MyxuuH U MyxunH ¢ UBC. B cootBetcTBUM € 310M cxemoit, JITTHIT
HauOOJBIIEr0 JUaMeTpa B OCHOBHOM CBOKMCTBEHHBI 310poBbIM skeHirHam, JITTHIT cpeanero aua-
MeTpa — 340poBbIM MyskunHam, a JITTHIT HanMeHsbliero 1uamerpa B caMOil BHICOKOUM KOHIIEHT ALK
BCTpevaloTcs B 11a3Me Kpou OosbHbIX MBC.

ITo cpaBuenuto c¢ JIITHIT, JITIOHIT menee areporeHHbl; HO UX TOXE Pa3[esioT Ha YaCTHILIbI C
Oonee MenKuM 1 Ooliee KpynHbIM quameTpoM. Menkue JITIOHIT Bo MHOTOM criocoOHBI BecTu ceOst
Tak ke, kak u JI[THII, To ecth nocne pa3znuyHoro popa MonupUKaluil OHU TOXKE MOTYT 3aXBaTbl-
BaThCsl MaKpoharaMmu v MPOHKUKATh B MX COCTaBE BO BHYTPEHHIOI 0O0JIOUKY apTepHil 271aCTUIECKOTO
tuma. Cample kpynHbie JITIOHIT He 06magaoT aTeporeHHOCThIO, HO B Mpoliecce 0OMEeHa OHU pac-
IIETUISIOTCS] HA PEMHAHTBI, KOTOpbIE B IaTbHEHIIIEM TOKE MOTYT CTaTh CyOCTpaToM i 0Opa30BaHUs
aTepPOCKJIEPOTHUECKUX OJISIIEK.

Komunuectso 6enka B JIITHIT-uacTuiax ocraercsl MOCTOSHHBIM, KOJM4ecTBO ke XC B HUX
MOJET IIIMPOKO BapbupoBarh. Tak, npu cemeitnoit ' XC otHomenue XC/6enok Beicokoe, pu [T
9TO COOTHOIIIeHUe 3HaunTebHO HIke (Thompson G., Wilson P., 1992).

Komuuectso JITTHII-vactuir 6osee TOYHO OTpakaeT KOHIIEHTparus anoB, a He conmepkaHue
XC JIITHII. Omnucana naxe Takast (popMa HapyIieHus JIMIUAHOTO COCTaBa KPOBH, KaK rurieparnode-
tasunonporenHemusi ¢ augorenHont ['TT u arepockiiepozom (Sniderman A. [et al.], 1982).
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[Nonaratotr, yTo KOHIIEHTpaIys anoB-vactuil B tiazme 6onee MH(GOPMATUBHA AJIs1 TIPOTHO3a
NBC, uem xonuenrpauus XC JIITHIT.

AHTHaTeporeHHBIMHU CBOMCTBaMU XapakTtepusyioTcs b JITIBII, uto o0ycnoBieHo ux cno-
COOHOCTBIO 3a0MpaTh M30LITOK XC C KJIETOYHBIX MEMOpaH 1 TiepelaBaTh ero MeUYeHOUYHBIM KJIeTKaM,
KOTOpbIe MOTYT BHIIEATh XC C KETYbl0 WM METa0OIU3UPOBATh €TO.

JITIBII crioco6ub! otorpath XC (Bo3moxHO, 1 TT) or XM u JITIOHIT u oka3bBaTh aHTHOKCH-
JAHTHOE JEVICTBUE, OHU aKTUBUPYIOT CUHTE3 OKCH/IA a30Ta B KJIETKAX SHJOTEJMS U BbI3bIBAIOT TAKUM
oOpazom cocynopacmmpsiomnmii 3gdekt (Kmumos A. H., 2006).

B paay JMnonporenioB OTAENIBHOE MECTO 3aHUMAIOT JIMIIONIPOTEU b (a). B ux cocras npexae
BCEro BXOJUT aroNpOTerH (a) — BHICOKOTJIMKOJIM3UPOBAHHBIN (ITTMKUPOBaHHbIN) noumnenTtu (K-
MoB A. H., Hukynbsuesa H. T'., 1995). INoBbiinenue konnentparyu JIIT (a) B miiazmMe KpoBu accory-
UPYIOT C HAJIMYMEM aTepOCKJIepo3a U ero ObICTPBIM IporpeccupoBanueM. [pennonaraior, 4ro aro-
JIMTIONPOTEUHBI (a) BCTYIAIOT B CBA3b C anojunonporenHamu B, Bxonsummu B cocraB JIITHII, u
3a7epkuBaIOT X jgerpagamuio peuentopamu JIITHII, 1. e. nepekpbiBaioT HarOonee 3(ppEeKTUBHBIN
Y (PU3HOJIOTMYHBIN MTyTh PETrY/IALUN YPOBHS 3TUX COEAUHEHUI B KPOBU. DTO NPUBOAUT K 3aJEPKKE
JIITHIT B umpKyaupyooei KpoB1 U MOBBIIIAET UX IJIA3MEHHYI0 KOHIIEHTPALMIO C BBITEKAIOIIUMU
OTCIOJIa TTOCJIECTBUSIMHU.

YcraHoBjIeH TeH, KOAUPYIOIIMK MPOAYKIMIO alloMpoTerHa (a), KOTOPhI JOKaIu3yeTcsi B 6-i
xpomocome. B HacTosiiiee BpeMsi anorpoTerH (a) CYMTAIOT CAMOCTOSITESTbHBIM (HE3aBUCUMbBIM) (haK-
topoM pucka VBC.

HckmounTensHoe 3HaUEHHE [Tl COBPEMEHHOro MoHMMaHusl ooMena yiunuaos u JIIT B opra-
HU3Me Chirpasii padoThl HoOeneBckux jaypeatoB J. Goldstein and M. Brown (1974, 1975, 1977).
B atux paborax BriepBbie ObUIM OMUCAHBI KJIETOYHBIE pelenTopsl K anoB (1 k anoE) — penentops
JITTHII, 6maromapst KOTOpbIM OCyInecTBIsieTcss ocHoBHOM 3axBat JITTHIT u3 mia3Mbl KpoBH. DTH ke
WCCJIEIOBaHU S TIOMOIJIU MOHSTh MPUPOY CAMOUM PACcPOCTPAHEHHON ceMelHOM (hOpMbI TUIepXoJie-
crepuHemMuu (I'’XC), cylHOCTb KOTOPOH 3aKJII0OYaeTcsl B MyTallMM FeHa, KOOUPYIOLLIETO CUHTE3 KJle-
TouHbIX penentopo JIITHII B ne4eHOUHBIX U JPYrUX COMATUYECKUX KIIETKAX.
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KoHen 03HakoMuUTEJIbHOT0 (pparmMeHra.

Texkcr npenocrasieH OO0 «JIutPec».

[IpounTaiiTe 3Ty KHUTY LIEJIMKOM, KYIMB IIOJHYIO JIEraJbHYIO Bepcuio Ha JlutPec.

BesomnacHo onnatuTh KHUTY MOKHO OaHKOBCKOM Kaprtoit Visa, MasterCard, Maestro, co cuera
MOOWIIBHOTO TenepoHa, C TUIaTeKHOro tepMuHana, B catone MTC wm Cesi3Hoii, yepes PayPal,
WebMoney, fAunekc.densru, QIWI Komesnek, 60HyCHbIME KapTaMu WX APYTUM YIOOHBIM Bam crio-
COOOM.
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