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Mowu 'eH 3popoBbe / NpenpacrnonoxeHHocTb K 3abonesaHusm (Ton 10)

mou r&'n

MNMpenpacnonoxeHHoOCTb K 3abonesaHusim (Ton 10)

HanmeHblee onaceHmne Bbi3bIBAOT 6ONE3HN:
CaxapHblli gnabet | Tuna puck: 0.02

PeematongHbin aptput  puck: 0.02
BonesHb Anbureimepa puck: 0.04
insodopeHns puck: 0.04
Ankoronuam pwuck: 0.08

MNcopunas pwuck: 0.15

Hanbonbuwee onaceHve Bbi3biBAOT 60NE3HU:
e CaxapHblli gnaber Il Tuna puck: 6.4

Maykoma pwuck: 3.9

Pak potoBoii nonoctn puck: 2.79
Pak npoctatbl pwuck: 2.54
MeHvHrnoma puck: 2.02

Bnanzopykoctb puck: 1.87
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BBepeHue

mou r&’H

BBeneHue

Xu3Hb YenoBeka Ha4yMHAETCs B TOT MOMEHT, Korga [ABe KIeTKM - OfHa MaTepuHckas, a apyras
OTLOBCKAs - COEOMHSIIOTCS BOEAMHO. B MOMEHT 3TOro CnusiHUS poXOaeTcs reHoOM YenoBeka -
MONEKynsipHas martpuua, koTopas onpenensieT npoTekaHue BCEX MNPOLECCOB B opraHuame. To,
HACKO/IbKO YCTOM4YMB Baw opraHuam k 3a6onesaHunsiM, KakoBa CKOPOCTh Balero MblwneHns, Kakon ueet
rnas, v naxe kakon y Bac xapakTep - BC& 9T0 ecTb peaynbTaT COBMECTHOV paboThl Bawero reHoma u
BHELWHEero OKPYXeHWs - Kak OU3NYECKOro, Tak v NCUX0N0r14ecKoro.

Bcé BaXHO, N Kakoe CTpOoeHne reHa NnHcynnHa, n BO3nnun nn Bac oTAblXaTb Ha MOpe, N Kakoe MOJ1I0KO Bhbl
nunu y 6abywkn B OepesHe. HaBepHoe, B OydyleM Hayka HayyduTCsl y4WTbiBATb BCE (DAKTOPbl Ans
NPOrHo03mnpoBaHns C*)I/I3I/I‘-IeCKI/IX napaMeTpoB XW3HW OTAEeNbHOro 4enoseka W, TeM CaMbiM, CMOXeT
nepe|7|T|/| K I'IepCOHaJ'IbHOVI MeguuuHe - TON MeaoununHe, KoTopas npu NoctaHOBKe guarHo3a U neyvyeHuu
6y,ueT y4ynTbiBaTb MakcuMalbHOE KONMNYeCTBO MHOMBMIOYaANbHbIX XapakKTepUCTUK 4YenoBeka. Ho ato B
6y,uymeM, a noka nepen Bamu nonbiTka B HEro 3arnsaHyTb. CeFO,D,Hﬂ HayKa HEe MOXeEeT TOYHO npenckasartb
cpaKT BO3HUKHOBEHNA 3a6oneBava Ha OCHOBaAHWUU paCLIJI/Iq.)pOBaHHOIZ reHeTn4yeckom I/IHq.)OpMaLI,I/II/I,
HEeCMOTpSA Ha TO, YTO eXerogHo npasuTenbCTBa CaMblX PA3BUTbIX CTPaH MUpa U 6oraTe|7|Luv|e YaCTHble
GoOoHAbl TPATAT HE OAMH MUNIMAPL OONNapoB Ha MOMCK 3aKOHOMEPHOCTEN B CTPOEHMM FreHOMa Y Noaen,
cTpagarowmx OHKO-, KapAaunmo-CoCyaouCTbiMKU, HeBpPONorndeckumMm wn opyrumnm 3a60ﬂeBaHI/I9IMI/I. B
HacTosiee BPEMS Hayka He MOXEeT B MOMHOW Mepe MpOorHo3uposatb MOCNEACTBMS BO3OENCTBUSA
BHEWHNX (PaKkTOpPOB U MNOITOMY OMEPUPYET MOHATUEM NPELPaCNONOXEHHOCTN K BO3HUKHOBEHMIO
3abonesaHus.

MpounntocTpupoBaTbh 3TOT TEPMUH MOXHO MPOCThIM NpuMepoM. MNpenctaebte cebe, 4To Bbl urpaete B
KOMMbIOTEPHYIO UTPY, B KOTOPOW HYXHO MPOWTU CAOXHbIA W ONacHbii nytb. Ho y 04HOro urpoka ectb
KapTa C NoAopPO6HbLIM ONMUCAHMEM CNOXHbIX MPENSTCTBMA U Pa3HOro poda OMnacHOCTER, a y Lpyroro
nrpoka Takoi kapTbl HeT. OueBMOHO, YTO AOWTM [0 KoHUA M nobeamTb MOXET KaXAblid, HO BOT
BEPOSITHOCTb 9TOrO MCXOAa MPU MPOYMX PaBHbIX 0OCTOATENbCTBAX BbIlE Y TOro, KTO Bnageet bonbluei
nHpopMaumein. ToyHO Tak Xxe M B Bawem reHoMe ecTb MHOXECTBEHHble 6nokaTopbl pPas3BUTKSA
3aboneBaHuii. Yem ux Gonbluie, Tem Bolle y Bac waHc coxpaHuTb 340poBbe. HeM MeHblue, Tem Honee
BHMMaTENbHbIMA Bbl [OMXHbI ObiTb K cebe B OTHOWEHWM UMEHHO 3TMX 3abonesaHwii. Llenb Hawei
paboTbl - OxapakTepusoBaTb Bawy npenpacnonoXeHHOCTb K HeKOTOopbiM 3aboneBaHusM, fatb Bam
«KapTy OnacHbIX y4acTkos» B Bawel nnyHOM reHeTnyeckon kapTe 300poBbs. Bbl, HaBepHoe, 3HaeTe, 4To
nono6Hble ycnyr NpenocTaBnsioT U Apyrme oTe4ecTBEHHbIe 1 3anadHbie koMnanun. OcobeHHOCTb TOro,
yto Bbl Halgete B 9TOW KHMXKe, 3akn4aetca B TOM, 4TO Mbl MpuBeAeM He Tonbko Bawwm
WHAVBMAOYaNbHbIE PUCKW, HO U PUCKW NOOEN, KOTopble Hanbonee 6nuskm Kk Bam no HauvoHanbHOMY U
reorpadpuyeckomy npuaHaky. NpuHagnexar Kak K TUTyfbHbIM, Tak 1 K ManbiM Hapogam Poccuu. Bonee
TOro, Mbl cpaBHMBaeM Bawwn gaHHble n ¢ puckammn 3aboneBaHuii B 6narononyyHbIX 3THUHECKMX rpynnax
3anapgHon EBponebi.

3arnsiHeM HeMHoro Brepef. CKopo reHeTnyeckas nHgpopmaums 6yneT LOCTynHa NPakTUYeCcKn Kaxaomy,
Kak aHanu3 kposwu. lMpuxons k Bpadvy, Bbl oToanmMTe emMy KapTouky C MarHWTHbIM YAMOM, Ha KOTOPOM
coaepxuTcst Baw reHoM (a aTa MHGopMaums conocTaBmMa no 06 eMy HU MHOFO, HU Mano ¢ cobpaHuem
KHWr 6ubnmnotekn JNbBa Tonctoro B ScHoit MonsiHe). KapToyka cuntbiBaeTCs cneunanbHbiM YCTPONCTBOM,
Hanonobue TEPMUHANOB ANS KAPTOYEK PasNUYHbIX MAATEXHbIX CUCTEM, MHCPOPMaLMs CPaBHUBAETCS C
JaHHbIMW O pPasnnyHbIX FEHEeTUYECKUX aHoManusx, W y Bpaya MnosBASETCA MOLWHbIA WHCTPYMEHT
MPOrHO3MpoBaHns 3aboNeBaHWin, KOTOPbI OH B OanbHEWWEM KOMOVHMPYET C OPYrUMU KIMHUYECKAMU
LaHHbIMK, 4TOObI MOCTABWTL NPABU/BHbIA AUArHO3.

Bbl MOXeTe no-pa3HOMy CMOTPETb Ha TMOJlydeHHble Hamy AaHHbIMU. BO3MOXHO, OHWM nocnyxart
cBoeobpa3HbiM 06pa3oBaTeNibHbIM NMPOEKTOM B MUPE COBPEMEHHOM BMONOrUM 1 reHeTNKU, a MOXET BbiTb,
OHU 06paTsT Balwe BHUMaHWe Ha onpeneneHHble TUMnbl 3a6oneBaHnin NpU 04epenHOM MOCEWEHUN BpaYa.
Mnu nomoryT no-HoBOMy B3r/isiHyTb Ha CBOW KOPHW 1 reHeanoruto. Cnacmbo Bam 3a 1o, 4To cornacunmcb
cTaTb y4aCTHUKOM 3TOWM Mporpammbl MO NEPCOHaNbHOM reHeTuKe, KOTOPYo PasBMBaeT Hala KOMMaHus.
Mbl obellaem, YTO MO Mepe TOro, Kak CoBpeMeHHas Hayka ByneT nonydyaTb HOBble OaHHbIe, Mbl CMOXEM
06HOBNSATL 1 Bawm fnaHHble.
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Mo MeH 3popoBbe / [MonureHHble 3abonesaHus

mou r&’H

MonureHHble 3aboneBaHus

Bone3Hu XKT

BonesHb KpoHa
NHamBuayanbHbin puck: 0.02
Puck no nonynsuuu: 0.04
CooTHOLeHne UHaMBUAYaNbHOro WaHca 3abonetb K NonynsiuMoHHoMmy: 0.69

bonesHb KpOHa — XPOHM4YeCKOoe BocnaneHne nmuesapmuTenbHOro Tpakrta HEBbISICHEHHOMN npunpoabl. Yauwe
BCEro CMMNTOMbI NPOSABNAIOTCA B pa3iNdHbIX OTAeNnax KMwe4yHnkKa, oaHako y HEKOTOPbIX 60NbHbIX MoryTt
BO3HMKATb HA BCEM NYTK NPOOBMXEHUA NULLK OT aHyCa 00 pTa.

Ha HavanbHbix cTagusx 3aboneBaHusl Ha CTeHKax KUWeYyHWKa MOoSsIBNSOTCS Hebonblume S3BOYKM,
KOTOpble CO BpeMeHeM yrnybnsiotcs. Mo mMepe 3aXuBneHus 3B Ha UX MecTe obpasyetcs pybuosas
TkaHb. locTeneHHO 3a cyeT ee HapacTaHusl MPOCBET KULIEYHMKA CYXaeTcs BMNOTb A0 MOSHOMo
ncyesHoBeHMsl. B nocnedHeM cnydyae naumeHTy HeoOxoOuMma CpodyHasi onepauus, Tak Kak nuua He
MOXEeT MPOOBUraThCs Mo MUILEBAPUTENbHOMY TPaKTY.

Mo mepe paseutns GoneaHn KpoHa y 4Yenoeeka HapylwaeTcsi HOpManbHbIA MPOLECC NepeBaprBaHus
nuwy. Kpome TOro, s13Bbl MOTYT Bbi3blBaTb pas3pblB CTEHOK KuUlweyHuka. B aTom cnyyae B GptowHyio
MONocTb NMonaaaloT HermepeBapeHHble ocTaTku efbl U 6akTepun, YTO YpeBaTo BocnaneHusmu. B cnyyae,
€CNN NPOpPbIB CTEHKN KULIEYHUKA NMPONCXOLMT B TOM MECTE, FAe OH KOHTaKTUpyeT C ApyrMM opraHamu,
MoryT 00pa3oBbiBaTbCA TaK HA3bIBAEMblE CBUWW — COEOMHEHUS MeXOy MONOCTbO KUWKK U
COOTBETCTBYIOWMM OpraHoM. Yalle BCcero cTpafatT MOYEBON Ny3bipb, Bnaranuile, koxa. ObpasosaHue
CBUVLWEN NPVMBOANT K HAPYLWEHMIO HOPMaNbHOM PaboTbl OPraHoB 1 MPOBOLMPYET B HUX BOCMANMUTENbHbIE
MPOLLECCHI.

XapakTtep 60ne3HM — nopaxeHne HECKONbKNX CUCTEM opraHuama 6e3 BMOMMON MPUYMHbI — yKasbliBaeT
Ha ee ayTOMMMYHHy0 npupoay. AyTOMMMYHHbIMU Ha3blBatoT 3aboneBaHusl, BbI3BaHHbIE NaTONOrMYeCcKo
aKTUBHOCTbIO MMMYHHbIX KNETOK, KOTOPble Ha4YMHAlOT MPUMHUMATL KNeTkn cOBCTBEHHOro opraHuama 3a
NHOPOOHble 06BEKTHl U aTakoBbiBaTbh UX. HacneacTBEHHOCTb SIBASIETCS BaXHbIM (DakTOPOM B pasBUTUAN
6onesHn KpoHa — y nogeit, Yb KPOBHbIE POACTBEHHMKU CTpadaloT aTuM 3aboneBaHneM, BEPOSTHOCTb
ero obHapyXeHusi 3Ha4YMTeNbHO MpeBblWAeT cpeaHuid nokasatenb. Ele ooHUM dpakTopoM pucka
cunTaeTcs KypeHue — y Hekypsiwmx 6onesHb KpoHa BcTpeyaeTcsl B 4 pasa pexe, YeM y Kypunblumkos. B
CpefHeM B nonynauum aTum Hegyrom ctpanaet okono 0,007 npoueHTa nogei.

BonesHb KpoHa npoTekaeT BONHOOOpPasHO — B xode pas3BuTusl 3aboneBaHusi nepuodbl ocnabneHus
C/MMTOMOB (peMuccus) Yepedytotcst ¢ 060CTpeHusiMU. Tak Kak MpuYnHbl 3ab0oneBaHnsi HEM3BECTHbI,
CYLIECTBYIOWMNE METOObl NEYEeHUs HanpasieHbl Ha CTUMYNSILMIO W MNPOAJIEHUEe MNMEepUodoB PEMUCCUN.
MauveHTbl MoryT XuTb c 6oneaHbio KpoHa B TeyeHWe HECKONbKMX [MOECATKOB NeT, XOTd MX
NPOOONXUTENBHOCTL XN3HW B CPEHEM BBOE MEHbLLEe, YeM Y 3[10POBbIX NO4EN.
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@ Mow 'eH 3popoBbe / [NonureHHble 3abonesanunst / Boneanm XKT

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs780093 GG \2 0.89 He [OCTYrHO
rs11209026 GG \! 0.89 He OOCTYMHO
rs3764147 GG T 1.11 b PMID 18587394
rs2076756 AA \2 0.89 i PMID 17684544
rs10045431 AC \! 0.98 i PMID 18587394
rs7746082 CC T 1.04 b PMID 18587394
rs2301436 GG \2 0.89 PMID 18587394
rs1793004 GG \! 0.68 ** PMID 17684544
rs1992660 AG \! 0.89 b PMID 17684544
rs1992662 AA \2 0.62 i PMID 17684544
rs9469220 AG \! 0.98 i PMID 17554300
rs12037606 AA \! 0.89 b PMID 17554300
rs10210302 GG ) 1.6 PMID 17554300
rs11805303 GG \! 0.89 i PMID 17554300
rs9858542 AG \: 0.98 b PMID 17554300
rs1000113 GG \2 0.89 PMID 17554300
rs6596075 CG T 1.37 i PMID 17554300
rs744166 GG T 1.05 e PMID 18587394
rs7927894 AG T 1.03 e PMID 18587394
rs7807268 GG \! 0.89 i PMID 17554300
rs7753394 AG T 1.07 b PMID 17554300
rs10761659 AG ) 1.06 PMID 17554300
rs6601764 AA T 1.33 i PMID 17554300
rs17221417 GG \! 0.89 b PMID 17554300
rs17234657 AA \2 0.89 e PMID 17554300
rs1004819 GG \! 0.89 i PMID 17068223
rs1398024 AA T 1.09 b PMID 18723019
rs2241880 AA T 1.77 i PMID 18985712
PMID 18162085
rs6908425 AG ) 1.42 PMID 17554300
rs7517847 AC \! 0.89 i PMID 17508420
rs11362 AG \! 0.89 ** PMID 17943629
rs1373692 CcC \2 0.89 PMID 17447842
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http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18587394
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18587394
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
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http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17068223
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18723019
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18985712
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18985712
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17508420
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17943629
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17447842

mou r&’H

Mow 'eH 3popoBbe / [NonureHHble 3abonesanunst / Boneanm XKT

rs2201841 AA l 0.89 b PMID 17068223
rs4613763 AA 2 0.89 PMID 17447842
rs8111071 AA 2 0.89 PMID 17554300
rs16853571 AA l 0.89 PMID 17435756
rs10889677 cC 2 0.89 PMID 17068223
rs2476601 GG l 0.89 PMID 18587394
rs1050152 AG ) 1.86 b PMID 15107849
rs2066843 GG 2 0.89 PMID 17068223
rs4958847 AG T 1.15 He OOCTYMHO
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@ Mow 'eH 3popoBbe / [NonureHHble 3abonesanunst / Boneanm XKT

mou r&’H

LUenunakus

MHousnayanbHbin puck: 1.33
Puck no nonynsiuuum: 3
CooTHOLWEeHe MHOUBUAYANbHOrO WaHca 3abonetb K NonynsuMoHHomy: 0.44

Llennakna - 3abonesaHue Kenyno4yHo-KNWeYHOoro - TpakTa, Bbl3BAHHOE  HEenepeHOCUMOCTbIO
pacTnTenbHbIX GeJ'IKOB, 06'be,D,I/IH$IeMbIX non enuvHbiIM Ha3BaHMEM T[NOTEH. I'Ip|/| Lenmakmm TOHKUIA
KNWeEeYHUK NOCTOAHHO BOCNaneH, 4To CO BpeMeHeM MnpueBoOUT K pa3pylleHuto 0c0obbIx BbIPOCTOB
Knie4vHuka, Ha3blBaeMbiX BOPCUHKAMW. Knetkn BOPCUHOK BCACbIBAKOT NUTaTte/ibHble BelleCcTBa N3 NULIN.
Co0TBETCTBEHHO, npu uennakmm aToT npouecc HapylwaeTcs.

TepMUHOM rMOTEH, UK KNeikoBuHA, 0603HavatoT rpynny 6enkoB, coaepXalumxcsl B ceMeHax HEKOTOPbIX
3/1aKOBbIX PACTEHUIA - SSUMEHS, NMWeEHULbI, P>XK 1 oBca. Kak u Bce npoune 6enkun, B KAWEYHUKE TNoTeH
paspyliaetcs Ha KopoTkme doparMeHTbl. OfHako B OTNMYMe OT Apyrux 6enkos, koTopble Apobsitcs Ha
9NeMeHTapHble COCTaBnalolWMe — amMHOKUCNOThI, FAIOTEH pacnafaeTcs He nonHocTblo. B Hopme
LNWHHblEe OCcTaTku 6enkoB He MOryT MPOHUKHYTb BHYTPb KMETOK KMWEYHWKA, OLHAKo WHorna aT1o
npoucxoout. B kneTkax ¢ (oparMeHTamu rnioTeHa CBA3bIBAETCS 0co6blli doepMeHT. Mpu uennakum
KOMIMIEKC T[/IOTEHOBLIX OCTATKOB U cpepMeHTa nonBepraeTcsi atake OenkoB WMMYyHHOW CUCTEMb
(aHTnTEN). HauMHaeTcs peakums BocnaneHns, KOTopas NpMBOANT K MOBPEXAEHMUIO KNETOK KUWEYHNKA U
MNCYE3HOBEHMIO BOPCUHOK.

U,eﬂl/laKI/IFI npnBoONT K HaApPyWeHUo BCacCbliBaHUA XUPOB, 6eJ'IKOB, yrnesonooB, a Takxe BUTAMUHOB U
MUHepalibHbIX BELLEeCTB. 3a60r|eBaH|/|e Bbi3biBaeT Lleﬂbll7| psano CMMNTOMOB, KakK «MNpPUBA3aHHbIX» K
Kenyno4yHo-KMWeYyHoOMy TpakTy, Tak U 6or|ee 06LI.I,I/IX. TunuyHbIMK NpU3HakamMn Uennakmm sABnaroTCA:
nmapes, Gonblioe KOMMYECTBO XWpa B Kane, B3ayTMe XusBota v 6Gonu, notepsi Beca, aHemus
(Manokposwue), MbllweyHas cnabocTb, HapylWeHWs cBepTbiBaeMoCcTM Kposw. CTpapatowme uenvakuein
netn pacTtyt mMenoneHHee CBOUX CBEPCTHUKOB. Y XEeHLWwuH 60)163Hb MOXeT nNpnBOoOouUTb K 6eCI'IJ'IO,EI,I/IIO n
BblkMAbIwaM. ¥ 60MbHbIX LEenMakmein B HECKONbKO pas MOBbIWEH PUCK Pa3BUTUS NUMCIOM U KapLUMHOM,
0COOEHHO B KMLWEYHUKE.

Mpvipona uenvakum sicHa He 0o KoHua. Cuntaetcsl, 4To 60bLUyo PONb B pa3BuTun 3abonesaHunst urpaet
HacnenCcTBEHHOCTb. PucK NposiBNEeHUss CUMNTOMOB YBENMYMBAETCS MPU  HanMuyMu OnpeneneHHbIX
BapMaHTOB reHoB, koaupywowmx HLA-6enku. B HekOTOpbIX €BPOMERCKMX NONynsuusx LenMakms
AnarHoctupyetca y 1 na 300-100 yenosex.

EONHCTBEHHBIM METOAOM JIEYEeHUS Lennaknmn SBnseTcs gueta, He cooepXxauwas rnoTeHa. rlpl/l CTporom
cobnogeHnm pexmnma nutaHna CUMNOTOMbI 3aboneBaHns ocnabnawTcsa  BNNOTb OO0  MNOMHOMO

nc4ye3HOBEeHUA.

SNP FeHoTUN BnusiHne Bknapg, JocToBepHOCTb WUccnepoBaHus
rs1738074 GG 2 0.9 He LOCTYMHO
rs17810546 AA \2 0.9 He [OCTYMHO
rs2187668 GG l 0.9 He [OCTYMHO
rs1464510 AC l 0.9 i PMID 18311140
rs13015714 AC l 0.9 i PMID 18311140
rs2816316 AA l 0.9 o PMID 18311140
rs2476601 GG 2 0.9 e PMID 16185327
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Mow M'eH 3popoBbe / [NonureHHble 3abonesanunst / Boneann XKT

mou r&'n

rs6441961 AG T 1.07 He [0CTYrNHO

rs6822844 cC d 0.9 He [OCTYMHO
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@ Mo MeH 3popoBbe / [MonureHHble 3abonesaHunsi / BonesHu MoYeBbIAENNTENbHON

CUCTEMDI
mou r&’H

Bone3Hu MoueBbIOENUTENBbHON CUCTEMbI

NMoyeyHaa HepJOCTaTOYHOCTb

MHousnpayanbHbin puck: 0.207
Puck no nonynsiuuum: 0.3
CooTHOLWEeHe NHOUBUAYANbHOrO WaHca 3abonetb K NonynsumMoHHomy: 0.69

MoyeyHas HELOCTATOYHOCTb — 9TO COCTOSIHWE, MPU KOTOPOM HapyLleHbl OyHKLMM noYek. Beigensior nsa
TNa NOYEYHOW HeA0CTaTOYHOCTU: OCTPYIO U XPOHNYECKYHO.

[Moykn — 310 napr||7| opraH BblOENUTENbHOM cucTeMbl. [oYkM oTBevatoT 3a yaaneHne n3 Kposu BpenHbIX
npoaykKToB obMeHa BeLecTB. Kpome TOro, OHM nogaoepXxunearoT SHeKTpOJ'II/ITHbII7I M KNCNOTHO-OCHOBHbIN
6anaHc KpOBK/, y4aCTBYIOT B noggep>XaHun aptepunanbHOro nasneHus (3a cyeT perynaumm konunyectea
XKnOKoCTn B opraHmsMe) N BNNAKOT HA 06pasoBaH|/|e HOBbIX 3pUTPOLNTOB B KOCTHOM MOg3re.

OcTpasi nouyeyHas HeOOCTAaTOYHOCTb MOXET CTaTb pPe3ynbTaTtoM TPaBMbl, MPUEMA HEKOTOPbIX
MeLMKaMeHTOB, 06e3BOXMBaHWS opraHnuama, 6onblol NoTepu Kpoeu nnn cencuca. CUHAPOMbI OCTPONA
MOYEYHOW HEOOCTaTOYHOCTU MPOSIBNASIOTCS PE3KO, HO BO MHOMMUX Chy4asix MOryT ObiTb YCTpPaHEHb
OTHOCUTENBHO BBICTPO.

XpOHI/I'-IeCKaFI novyevyHasas HeOdOCTAaTOYHOCTb ABNAETCSA NPorpeccmnpyoliiM COCTOSAHUNEM. NHbiMK crioBaMu,
€€ CUMIMTOMbl pPa3BMBAKOTCA O/NTENIbHOE BpeMda UM MNMOCTEeneHHO CTaHOBATCA BCe oonee TAXENbIMU.
rlpI/ILII/IHbI XpOHI/IHGCKOVI Nno4yeyHom HeOoCTATOYHOCTU — MOCTErNeHHoe paspylweHne MOYEeYHOW TKaHU W
YMeHblleHne Konmdyectea OCHOBHbIX prHKLI,I/IOHaﬂbeIX 9NIeMEeHTOB MNo4Yek — Hqu)pOHOB. Ha PaHHUX
cTaansax OonbHOM MOXeT 4yBCTBOBATb cebs HOpManbHO WM MHOrga XajioBatbCA Ha cnabocTtb ”
6bICprPO YTOMNAEMOCTb. Mo Mepe paspylweHunsa TKaHeh noyek B KpOBW MOBbIWAETCA conepXaHue
KUCNOTbl 1 NpOoAOyKTOB o6me|-|a, 4TO MOXeT npumBOoOUTb K MOBPEXOEHUAM pPa3NNYyHbIX OpraHoB.
HapyweHue BogHo-coneBoro 6anaHca 4peBato nepebosmMu B pabote cepaua. CHUxeHHoe
KpOBETBOpPEHMe CnocobCTByeT PpasBUTUIO aHEeMU, UM MaSIOKPOBUSI.

Korna noyeyHasi HELOCTATOYHOCTb OOCTUraeT TEPMUHANBHON (KOHEYHOR) (pasbl, YENOBEK HE MOXET
CyWeCTBOBATb CaMOCTOATENbHO. L1151 BbIBEAEHUS M3 KPOBU BPEOHbIX BELWECTB 1 NOLLEPXKMBAHUS B HE
HY>XHOTO KONMYeCcTBa pasnunyHbix MoHOB BonbHOMY TpebyeTcsi remoamanus. B xoae aToi npouenypbl BCs
KPOBb MPOMYyCcKaeTcs 4epes3 creumnanbHylo MawnHy, KOTopasl BbINOMHAET (RYHKLUMIO nodek. Femoguanus
HeobxoAMMO NPOBOAUTL HECKONBKO pas B HELENHO.

XpoHuyeckas noYeyHasi HELOCTATOYHOCTb MOXET SIBNSITbCS PE3yNbTaTOM HECKONIbKUX NaToNornyeckux
COCTOSIHWI. PaspyweHne HegopOHOB NPOUCXOANT Y Ntoaeit ¢ caxapHbiM AnabeToM, a Takxe y NalneHToB,
cTpajatlmx OT NOBLIWEHHOro apTepuanbHOro fasneHusl. Ewe ofHa npudnHa pasBuUTUS XPOHUHECKOW
MOYEYHOW HEOOCTaTOYHOCTU — T[NOMEPYNoHePUT. DTUM TEepMUHOM 0603HAYAKT  XPOHUYECKOE
3abonesaHve, NpY KOTOPOM HEKOTOPLIE MOYEYHbIE CTPYKTYPbl MOCTOSIHHO BOCNaneHsbl. [1ocTeNeHHO OHM
OTMUPAIOT, HTO NPVBOLMUT K HAPYLIEHUIO CPYHKLMIA MOYEK.

B Poccun noveyHyo HegocTaToqHOCTb guarHoctupytoT y 0,027 npoueHTa HaceneHus. Cpeaun B3pOCbIX
nons ato naronorum coctasnset 0,03 npoueHTa, cpean detein — 0,0085 npoueHTa. B pasnnyHbix
permoHax CTpaHbl PacnpoCTpaHEHHOCTL 3aboneBaHns HeoouHakoBa. Bbiwe cpepHux 3HadeHwuii (0,04
npoLeHTa) aTOT nokasaTens B Cubupckom, MNpueonxckom n KOXHOM dbenepanbHoMm okpyrax. MeHblue
Bcero 6onbHbIX (0,003 npoueHTa) B Spocnaeckoit obnactu. B Mockse 3abonesaHne OuarHoCTUPYOT Y
0,017 npoueHTa XuTtenen.

MonHocTbio N36aBUTLCS OT CUMMNTOMOB MOYEYHOW HeOOoCTATOYHOCTN HeNb34. CyLLI,eCTByIOI.Ll,VIe mMeTonbl

Tepanuu No3BoSISIOT NPELOTBPATUTL AaNbHelee paspylweHne novek n obnerdntb coctosiHne 60bHOrO.

Ha nosgHux cTaousx, Kak yxe ormedanach, H606XO,EI,I/IM remMogmnanna nnu Xxe nepecagka rno4yku.
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mou r&’H

Mo M'eH 3popoBbe / [NonvreHHble 3abonesannst / BonesHn MoYeBblAENUTENbHOM

CUCTEMBI
SNP FeHoTMN BnusiHue Bknap, JocToBEpHOCTb WccnenosaHus
rs6495446 GG 2 0.83 PMID 18522750
rs3779748 AA 2 0.83 ** PMID 18522750
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@

Mow 'eH 3popoBbe / MNMonureHHble 3abonesaHnst / BonesHn MoYeBbIAENUTENBHOM
CUCTEMbI

mou r&’H

Iunabetnyeckas HecpponaTmns

UHpuBnpoyanbHbIn puck: 0
Puck no nonynsiuuum: 0

LunabeTtnyeckas Hegpponatsi — MOPaxXeHUe MNovek («Hedpoc» MPOUCXOLUT OT TPEYeckoro CroBa,
03HAYaoLEro «Moyka», «natoc» — 6oneaHb, cTpajaHue), NPUYUHON KOToporo siensietcs anabet | naw I
Tina. Mpu gnabeTtnyeckol HegponaTm Kanunaspbl B MOYEYHBLIX CTPYKTypax, MOMy4YMBIUMX Ha3BaHUE
Kﬂy60'—IKOB, NOCTENEeHHO Tep4loT CBOKO QJyHKLI,I/IOHaﬂbHOCTb. ViMeHHO B Kny60'-u<ax nponcxoaounT ynaneHune
N3 KpoBu n36bITKa BObl, MOYEBUHbI, CONEN U 4y>XepOo4HbIX BewWecTB, npenctasndaowmx onacHOCTb ans
opraHusma.

Inabetnyeckasi Hedoponatns [onroe Bpemsi npotekaeT 6eccUMNTOMHO. YKasaHuMeM Ha passutue
3aboneBaHnst MoXeT OblTb TOMbKO CTabWibHO MOBLIWEHHOE coAepXaHue B Mouve Benka. Ha nosmHux
cTanusx 6onbHbIE HAYMHAKOT OLWyLWATb AUCKOMAOPT, KOTOPbIA BbI3bIBAETCS MHTOKCUKALMEN OpraHnM3ma,
CMPOBOLMPOBAHHOM OTKa30M MOYeK. OTW CUMMATOMbl YXe YKasblBalT Ha pasBuThE XPOHUYECKON
MOYEYHON HEemoCTaTO4HOCTM. 3a4acTyl0 €OUHCTBEHHO BO3MOXHbIM NEeYeHWeM Mnpu HECBOEBPEMEHHO
LNarHoCTMPOBAHHOW fmabeTndeckolt HedpponaTumn SIBNSIETCS NOCTOSIHHBIA reMonManu3 nnm nepecanka
noyek. o OaHHbIM CTaTUCTMKKM, XPOHMYECKas noYevHast He4oCTaTO4HOCTb SBASIETCS MPUYMHON CMEepPTH
OKONO MONoBUHLI BCeX BonbHbIX anabetom | Tmna n 20-25 npoueHToB cTpafawowmx auabetom Il tmna.
Mpun atom onabeTtnyeckas HedoponaTmsa passueaeTcs y 30 npoueHToB 6onbHbIX Anabetom | Tuna ny 20
npoueHToB cTpadatowmx anabetom Il Tuna.

MpuunHbl pasBuTUS OmabeTndeckoli HedgoponaTuy A0 KoHua He sicHbl. Hambonee aBTOpuTETHOM
cymTaeTcs runoTtesa, cesidbiBatollas 3aboneBaHve ¢ POCTOM YPOBHSI caxapa B KpPoBM (rvneprivkemmen)
npu gunabete. M3-3a runeprivkemMm AaBneHUe B MOYeYHbIX Kanunnspax MoCTOSIHHO MOBbIWEHHO. JTo
NpUBOANT K ocnabneHnio CTEHOK COCYAoB. B utore oHu HaumMHaloT nponyckaTb BewWwecTBa, KOTopble B
HOPME He OOMXHbl CKBO3b HUX MPOHUKATD.

NeueHve nnabeTnyeckol HedbponaTMM BKNOYAET OMETY C OYEHb HU3KMM comepxaHuem benka,
Ha3Ha4YeHMe WHCYNUHOB WU OPYrx MpenapaTtoB, CHUXAWWX COAEepXaHue caxapa B KPOBM (Mpu
WHCYNMHHE3aBNCVMOM auabeTe), a Takxe CPencTB, CNOCOOCTBYIOWMX MOHNXEHMIO LABNEHNS B MOYEYHbIX
kanunnapax. Mpu paHHen OMarHoCTVKe M Ha3HaYeHUW NeYeHNsl BO3MOXHO 3HAYUTENIbHO (HA HECKONbKO
NeT) 0TCPOYUTL BpeMsi, korpa 6onbHOMY noTpebyeTcs remoauanvua unv nepecanka rnoyek.

SNP FeHoTuMn BnusiHue Bknap, JocToBepHOCTb WccnenosaHus

rs4986791 GG \: 0.88 > PMID 14693986

rs5498 GG T 1.47 PMID:18505543

rs13293564 AC l 0.88 ** PMID 18633107
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

Bone3Hu HepBHOW CUCTEMbI, OPraHOB YyBCTB, NCMXUYECKNe paccTpomncTea

BunonsapHoe achdpeKTMBHOE PpacCTPOMCTBO

MHousnayanbHbIn pUuck: 24.67
Puck no nonynsiuuu: 20

BunonsipHoe adypekTBHOE paccTpPOMCTBO — MCuXMYeckoe 3abonesaHue, xapakTepusyloleecs
yepenoBaHWEM NEPUOLOB Henpeccun u maHuun (Bo3byxaeHus). Kpome TOro, BO3MOXHO CMeLaHHOe
COCTOsIHME, Kora 60nbHble UCMbITLIBAIOT MPU3HAKM KaK Aenpeccun, Tak 1 MaHuu.

CvMNTOMbI BUMONSIPHOTO PaCCTPOMCTBA, KOTOPOE paHblle HasbiBanM MaHuWakanbHO-AenpPeCcCHBHbIM
NCKUX030M, 4acTo Brepsble HabnogalTcs B NOAPOCTKOBOM BO3pacTe WnvM B tOHOCTW. B nepuogpl
nposiBneHnst GONe3HN 3MOUMOHaNbHOE COCTOSHWE NauWeHTOB pPe3ko OoTim4yaetcs oT obblyHoro. B
LenpeccuBHO CTaavn NOON YyBCTBYIOT cebsl YTHETEHHO, OLyLWaloT YCTanocTb, BHYTPEHHIOK NyCTOTY,
COBCTBEHHYIO HWMKYEMHOCTb, MEpPecTalT WCMbIThIBaTb PafoCTb OT AEWCTBUIA, KOTOpble npexne
MPWUHOCUNN YOOBONbCTBME (B TOM 4ucre, MnpornagaeT MHTepec K cekcy). MeHsietcs n nosefeHue
60/bHbIX: OHM MepecTalT HOopManbHO €CTb W cnatb, WM TPYOHO COCPEeOdOTOYMTBCS W MPUHMMATb
peweHusi. Hepenoko menpeccuBHas asa COMPOBOXIOAETCS MbIC/SMU O CamMOyObUIACTBE 1 MOMbITKaMU
MOKOHYUTb C COBOIA.

Bo Bpems MaHWakanbHon cTanun B6onbHble owyuwarT SMOLIMOHANbHbIA MOABEM, O HUX XapakTtepHa
6ecnp|/|q|/|HHa9| PanoCtb M MNOCTOSAHHOE 8036Y)K,EleHI/Ie. Peub y6bICTpHeTCﬂ, B pas3roeope nwoaun
nepeckakmeawT C OOHOro npegmeta Ha ,D,perI7I. B cocTtosiHMM MaHUK NauueHTbl Mano CnsT U Nerko
pewakTca Ha pPUCKOBAHHble MeponpuatTnsa, Hanpumep, 3aBogdaT cnyqa|7|Hb|e nonoBble CBA3W,
BKnagbiBaloT AeHbrn B HOBblE€ NMPOEKThI.

OtnuunTtenbHass 0COBEHHOCTb CMeWaHHoW asbl — OLHOBPEMEHHOE MPOSIBNEHWE MPU3HAKOB
LLenpecCcuBHO 1 MaHUakanbHoi gas. Hanpumep, 6onbHble HAXOAATCSA B COCTOSAHUM rNyOOKOM nevany n
npu 3TOM 6blBAlOT O4YEHb 3HEPruyHbl. IMEHHO BO BpPEMS CMeEWaHHOW pasbl MaUWMEHTbl Yalle BCEro
MbITAOTCS MOKOHYUTb C COBOA.

Bce Tpu chasbl MOryT perynsipHo wnv HeperynsipHo YepenoBatbCsl Mexay coboi 1 nepvonamu, Korna
CMMNTOMbI  UcYe3aloT. [py HEeKOTOPbIX PAa3HOBMAHOCTAX OMMNONSPHOrO PacCTPoiCTBa Yy BOMbHbIX
MPUCYTCTBYIOT TONbKO OBE WIM TONbKO oaHa w3 dhas. MHorma y nauvMeHTOB COBCEM OTCYTCTBYHOT
nepvoibl MPOCBETNEHNS. VIHTEHCMBHOCTb CUMMNTOMOB TakXXe MOXET CyLWeCTBEeHHO BapbUpOBaTh.

B Poccuu 3abonesaHne anarHoCTUpyeTcs y 2 NpoUeHToB HaceneHusi. ToYHble NpuYMHbl BOSHUKHOBEHNS
adppeKTUBHOro  GUMONSAPHOrO  PAcCTPOMCTBA HEM3BEeCTHbl. BOMbWMHCTBO  y4eHbIX 1 Bpayei
No4LepPXUBAIOT rMNoTe3y O HACNEACTBEHHON Npupone 3abonesaHns. Y nogeir, 6nmskne poacTBEHHNKM
KOTOPbIX CTPamalT OT OMMNONSPHOr0 PacCTPONCTBA, BEPOSTHOCTb Pa3BUTUS CUMITOMOB 3HAYUTENBHO
Bbllle, YeM B cpenHeM. CUMTaeTCs, YTO U3MEHEHMSI B FeHax OKasblBalOT BAWSIHUE HA CUHTE3 U
pacnpeneneHye B MO3ry CreLmuYecknx XMMUYECKIX BEWECTB - HEMPOMELNATOPOB.

BunonsipHoe addekTMBHOE PacCTPOWCTBO NEYMTCH MEOUKAMEHTO3HO W MpU MOMOLWM MCUxoTepanuu.
NekapctBa CTABUNM3MPYIOT HACTPOEHWE MALUMEHTOB U YIJIMHAIOT nepuondbl pemuccun. Hepepnko

60/bHblEe MOTryT BECTU HOpMaHbeIVI O6p83 XN3HN N COXPAHAOT pr,D,OCI'IOCO6HOCTb.

CumnToMbl BUNONSAPHOro paccTpoicTea HabNAANMCh Y MHOTUX M3BECTHbIX Ntoael. CuMTaeTcs, 4To aTUM
3abonesaHuem ctpaganu BuHceHT BaH Nor, HYapnba dukkeHc, OpHeCT XaMUHryai.
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@ Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOI7ICTBa
mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs8040009 AA \2 0.89 He [OCTYrHO
rs12290811 TT \! 0.89 i PMID 18711365
rs10134944 AG T 1.3 b PMID 17554300
rs3761218 AG \2 0.89 e PMID 17554300
rs6458307 AG \! 0.89 i PMID 17554300
rs11178997 AA \2 0.89 b PMID 17905754
rs1344484 AA l 0.89 e PMID 17554300
rs4027132 AG T 1.24 i PMID 17554300
rs1375144 AA \2 0.89 b PMID 17554300
rs1538979 AG l 0.89 PMID 18317464
rs10994336 GG \! 0.89 i PMID 18711365
rs17110563 GG \2 0.89 ** PMID 17905754
rs2159100 GG \2 0.89 PMID:18711365
rs7757037 AG T 1.32 ** PMID 18180755
rs11622475 GG \2 0.89 b PMID 17554300
rs4276227 GG \2 0.89 e PMID 17554300
rs2953145 CG T 1.61 i PMID 17554300
rs2609653 AA \2 0.89 b PMID 17554300
rs683395 AA \2 0.89 PMID 17554300
rs131690 AG T 1.34 ** PMID 15866548
rs140504 GG \2 0.89 > PMID 15866548
rs7570682 GG \2 0.89 PMID 17554300
rs420259 AG T 1.79 i PMID 17554300
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

BokoBon ammnorpocpuueckum cknepos (bBAC)

UHpuBnpoyanbHbin puck: 0.06
Puck no nonynsuuu: 0.05

BokoBoit ammoTpochudeckuii ckneposd (BAC) — HeBponoruyeckoe 3abonesaHue, NPUBOLsILEE K MOTEPE
KOHTPONSl Han paboToi MPOM3BONMBHO COKPALLAIOWMXCS MbIWL, (TEX MbIWL, KOTOPbIE MOXHO COKpallaTb
ycunmem sonn). MNpn BAC HepBHble KNETKK, OTBEYaOWMe 3a nepenady curHana ot Moara K MycKynartype,
MOCTEMEHHO MEPECTAT HOPMaNbHO (OYHKUMOHMPOBATb uAu norubatoT. TakMe HepPBHbIE KNeTKU
HasbIBalOT ABUratefbHbiMM HelpoHamn. CTpanaloT Kak HEeMpOHbl, PacnonoXEeHHbIE B FO/IOBHOM MO3rY,
Tak 1 HEMPOHbI CMIMHHOIO Mo3ra. VIHbIMM cnoBamu, paspyllaroTCs BCE 3BEHbS Leny nepenayn curHana ot
Mo3ra K Mblwue. B cBow o4epelb, Mblwlbl, OCTaBNeHHble 6e3 CBA3W C MO3roM, MOCTEMNEHHO
arpoompytoTcs.

MepebiMy cumnTomam BAC vawe Bcero siBRsOTCA cnabocTb M Cy[oporM B HEKOTOPbIX Mblwuax. Ecnu
60ne3Hb NPOSIBASIETCS B HOrax, YENOBEK HAYMHAET yalle CrnoThblikaTbCs W nanatb. MocteneHHo 6onbHON
TEPSIET KOHTPO/b Hag OONMbLUM KOMMYECTBOM MbIlL, €MY CTAHOBMTCS TSXENO rOBOPUTL W rnoTatb. B
KOHLLEe KOHLIOB, OTKa3blBalOT MbIlWLbl Auadpparmbl, N 4ENOBEK nepecTaer caMoCTosATeNbHO Ablwatb. [pn
3TOM YMCTBEHHbIe CMOCOOHOCTM B BOMbIIMHCTBE CMy4YaeB 0Ka3blBAKOTCS He 3aTPOHYThiMU: 6onbHble BAC
LyMatoT, Cblwat, BUASAT, OLYLWAoT 3anax U BKYC, Tak Xe, kak no 6one3Hn. Oco3HaHMe NponcxXonswero
3a4acTyto cnocobCcTByeT pasBUTUIO AeNPeccun.

3abonesaHne 06bl4HO passuBaeTcsl nocne 40-60 neTt, NpUYeM MyX4YUHbl MOABEPXEHbl €My uvalle
XeHWwnH. B HekoTopbix cnydasx BAC nposensetca y monogbix niogeir. [locne nosiBneHMs nepBbix
cMMNTOMOB 60NbHble 06bl4HO XUBYT 3-5 neT. CMepTb Yawe BCero HacTynaeT OT pecrnMpaTopHbIX
npobnem. Mo HescHbIM NpuymMHaM okono 10 NpoUeHTOB 3a60NEBIIMX NEPEXMBAIOT AECATUNETHUA pybex.
Neuennss BAC He cywecTtByeT. [NpuMeHsieMble Bpayamu npenapatbl YacTUYHO O6neryatT TeyeHue
3abonesaHus.

BAC sBnsieTcst 0OHUM U3 caMbiX PAcnpOCTPaHEHHbIX HEMPO-MbIWeYHbIX 3a6onesaHunii B Mupe. B Poccum
3TOT Hedyr AMarHOCTUPYeTCs B CPeOHEM y OOHOMo U3 ABYX ThiCAY 4enoBeK. TeM He MeHee, ero npuymHa
[0 cux nop He sicHa. HacneaocTBeHHOCTb ABNSETCS (hakTOPOM pucka Tonbko B 5-10 npoueHTax cnyyaes
BAC. Cuutaetcs, 4T0 pa3suTuio 3aboneBaHns, No kKpaHein Mepe, B HEKOTOPLIX Clydasix cnocobcTeyet
MyTauus B reHe CyrnepokcuMaancMyTasbl. ITOT OEPMEHT paspyliaeT cBoOOOHbIE pafmKabl — MOCTOSHHO
obpasylowmnecs B OpraHW3Me YenoBeKa arpecCuBHbIE MOMEKynbl, CNoCoBHble NoBpexnAaTb KNeTku W
TKaHu.

OnHVM 13 caMblx M3BECTHBIX Ntoaeit, cTpapatowmx BAC, siBnseTtcst 6putaHcKuii onsnk 1 NonynsipmusaTop

Haykn CTuMBeH XOKMHr. YXe MHOro NeT OH HEe MOXET CaMOCTOSTENbHO XOAWTb U FOBOPUTb, OOHAKO
MPOLONXAET 3aHNMATLCS HAYKOM M MUcaTb KHAMU NS WMPOKOro Kpyra Ynutatenei.
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@ Mow IN'en 3popoBbe / MNMonnreHHble 3abonesannst / boneaHu HepsHOW

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOI7ICTBa
mou r&’H

SNP FeHoTMN BnusiHne Bknan, IocToBepHOCTb UccnenosaHus
rs6690993 GG ) 1.34 ** PMID 17671248
rs10260404 AA 2 0.94 i PMID 18084291
rs10239794 AA T 1.22 e PMID 18084291
rs3849942 GG \2 0.94 He OOCTYMHO
rs3825776 AA 2 0.94 i PMID 18084291
rs2814707 GG l 0.94 He AOCTYMHO
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

BonesHb Anburenmepa

MHousnayanbHbin puck: 0.6
Puck no nonynsiuuu: 15
CooTHOLWEeHe MHOUBUAYANbHOrO LWaHca 3abonetb K nonynsumMoHHomy: 0.04

BonesHb AnbureiiMepa — 3T0 MeaneHHO passumBaioleecs 3abonesaHne ronoBHOr0 Mo3ra, NPUBOASLEe K
MOCTEMEHHO MPOrPECCHPYIOWMM HEBPOMNOMMYECKM paccTpoicTeaM. Brepsble 3abonesaHue 6bino
onncaHo B 1901 rogy HemeuKknM ncuxumatpom Anomcom AnbLreimMepom.

O6bl4HO MepBble cuMnToMbl GoneaHn AnbureriMepa, nposiensowmnecs nocne 40-50 net, NpuHUMaloT 3a
HOpManbHble NS NOXWNbIX Noaen pacctpoictea. bonbHoi 3abbiBaeT, 4TO OH Aenan HenaeHO, Kyna
MONOXWN CBOW BeLM, BBIKIKOYWN MK YTIOT, Kak 30BYT ero poaHbix. Co BpemeHeM cTpajatowme 60nesHbio
AnbureiiMepa HauuHaloT maberaTb obweHUs, y HUX HabnoJalTcs peakne nepenambl HACTPOEHWS U
TpyAHoCTU ¢ abCTpakTHbIM MblwneHMeM. Ha crnegyiowein ctagnm 3aboneBaHusl 4acTo MNOSIBNSAIOTCS
rannouMHaumm n 6pen, 6oMbHble MepecTarT MoHWMAaTb, KaKoW ceivac Mecsil W rof, KTO OHW U rhe
XuBYyT. OHW TEPSIOT SNEMEHTAPHbIE HABbLIKW, TakMe, Kak rf0TaHWE U CBOEBPEMEHHOE OMOPOXHEHMWE
KnweyHrka. CMepTb 0BbIYHO HAcTyrnaeT He OT camoi 6one3Hu AnbureiiMepa, a OT COMyTCTBYHOLLMX
MHpEKLUMiA, HanpuMmep, OT MHEBMOHWM. TakXe Hepemnku cnydau rubenn B peaynbtate TpaBsM,
MONYYEHHBIX, HANPUMep, NPV NageHnu.

MpuunHbl 6one3Hn AnbureiiMepa 0O KOHUA HesicHbl. Hambonee nonynsipHas runote3a npepnonaraer,
4TO 3ab0neBaHME BbI3LIBAETCS OTNOXEHMEM B MO3ry 6enkoB, Ha3BaHHbIX beTa-ammnonpamu. Kpome Toro,
C BbICOKOW BEPOSITHOCTbIO 60M1€3Hb AnbLireliMepa CBsidaHa C HAKOMNEHUEM B HEMPOHax NaTonornyeckunx
oopM apyrux 6enkos — Tay-6enkoB. OTnoXeHVe Tay-6e1KoB B HEPBHbIX KNeTKax Bbi3blBAET HapylWeHue
nx paboTbl 1 rnbensb.

Cuutaetcs, 4to passuTve BonesHn Anbureimepa XxoTsl 6bl 0TYACTM UMEET FrEHETUYECKYIO Mpupoay. Tak,
HakorneHne 6eTa-aMUIOULOB CBA3LIBAOT C  HAMYMEM XapakTEpHbIX W3MEHEHUd B reHax,
pacnonoxXxeHHblx Ha 9 n 21 xpomocomax.

B HacTosiuee Bpems 6onesHb AnbureriMepa Heuaneuuma. C MOMEHTA NPOSIBNEHUS MEPBbIX NMPU3HAKOB
6onbHOM MOXeT MpoXuTb B cpelHem 8-15 ner. [Mpu MNOMOWM CyWECTBYIOWMX NEKAPCTBEHHbIX
npenapaToB BO3MOXHO Clerka CHU3WTb WHTEHCWMBHOCTb MPOSIBNEHWSI CUMMTOMOB WU HEHadonro
OTNOXUTb WX passuTMe. JlekapcTBa NPEensTCTBYIOT MPEXAEBPEMEHHOMY MNPEKPaLeHUo «0BWeHNs»
HEeMpOHOB Opyr ¢ npyroM. B utore y 6GonbHbix MenneHHee oTkasbiBaeT namsite. Bpauu u yyeHble
paboTaloT Haa HOBLIMM METOAVKAMM NIEYEHUS, LieNb KOTOPbIX — NPefoTBPaTuTb UM CHU3NTb HaKonneHne
B MO3ry naTonormyeckux 6enkos.

SNP FeHoTMN BnusiHne Bknapg, JocTroBepHOCTb WUccnepoBaHus

rs610932 AA \! 0.96 HE LOCTYMHO
rs1562990 cC \2 0.98 He [OCTYMHO
rs3764650 AA \! 0.86 He JOCTYMHO
rs1464108 cC \! 0.86 HE LOCTYMHO
rs9811423 GG \2 0.86 He JOCTYMHO
rs16970672 AA ) 1.11 He JOCTYMHO
rs2573905 GG T 1.11 He JOCTYMHO
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@ Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOVICTBa
mou r&’H

rs4746003 AG T 1.12 He OOCTYMHO
rs733175 AA \! 0.86 He LOCTYMHO
rs6834555 AA \2 0.86 He [OCTYrHO
rs11889338 GG \! 0.86 He OOCTYMHO
rs1923775 AG T 1.38 He [OCTYMHO
rs16922670 AA \2 0.86 He LOCTYrHO
rs727153 GG \! 0.86 He OOCTYMHO
rs4576506 GG \! 0.86 He OOCTYMHO
rs17511627 AC T 1.51 He OOCTYMHO
rs17006206 AA \! 0.86 He OOCTYMHO
rs3851179 AG T 1.01 He [OCTYMHO
rs2075650 AA l 0.86 > PMID:19668339
rs11609582 TT ) 0.86 i PMID 12966032
rs1784931 AA 1 i PMID 18090307
rs7101429 AA l 0.86 el PMID 19204162
rs911541 AA ) 0.86 i PMID 16740596
rs5963409 GG 2 0.86 i PMID 18983895
rs10519262 GG l 0.86 > PMID 17998437
rs1803274 GG ) 0.86 > PMID 10190327
rs9886784 CC 2 0.86 i PMID 17998437
rs10868366 CC l 0.86 > PMID 17998437
rs11190302 AG T 1.2 i PMID 16740596
rs1699103 GG 2 0.86 i PMID 18090307
rs1792113 GG l 0.86 PMID 18090307
rs1799724 AG T 1.38 > PMID 15895461
rs2302685 AA 2 0.86 PMID 17517621
rs2986017 AG T 1.24 PMID 18585350
rs3740058 GG ) 0.86 i PMID 16740596
rs2373115 CC 2 0.86 i PMID 18272374
rs4938369 AA l 0.86 > PMID 19441127
rs2333227 AA ) 0.86 > PMID 15023809
rs429358 AA 2 0.86 * PMID 10325447
rs4420638 AA l 0.86 PMID 17192785
rs3818361 GG \! 0.86 He JOCTYMHO
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Mow IN'en 3popoBbe / MNMonnreHHble 3abonesannst / boneaHu HepsHOW
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

rs2279420 AA l 0.86 i PMID 18163421
rs2254958 AG T 1.07 PMID 16406033
rs1881747 AG ) 1.07 el PMID 18163421
rs688 GG l 0.86 i PMID 18065781
rs1012672 GG l 0.86 PMID 17517621
rs4934 AG 2 0.86 PMID 10976648
rs11136000 GG \2 0.86 He OOCTYMHO
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@ Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOI7ICTBa
mou r&’H

BonesHb MNapknMHCOHa

MHousnpayanbHbin puck: 1.188
Puck no nonynsiuuum: 1.8
CooTHOLWEeHe MHOUBUAYANbHOrO WaHca 3abonetb K NonynsuMoHHomy: 0.66

BonesHb MapknHCOHa — XPOHMYECKOEe MPOrpeccupyiollee pacCTPONCTBO, NPUBOASUIEE K YXYOWeHWo
IBUraTenbHOM akTUBHOCTW. BonbHble NOCTENeHHO yTpadnBaloT KOHTPONb HaM CBOVUM TEMOM, UM CNOXHO
XO[INTb, FOBOPUTb U BbIMONHATL 3N1EMEeHTapHble ObiTOBble OeCTBUS.

OpHUM 13 caMblX XapaKTepHbIX CUMNTOMOB 6one3Hun MapkuHcoHa SIBSETCS LpoXaHue KOHeYHoCTel, a
Takxe 4encTM U ronoBbl. B Mblwuax nosIBNSETCS CKOBAHHOCTb, CHMXAlWas MoABUXHOCTb
KOHe4yHocTel M TynoBuwa. [BuxeHns GoNbHbIX 3aMennsloTCs — 3TOT CUMMTOM HOCUT HasBaHue
6panunknHesmns. Ctpagatowmm 6onesHbto MapkMHCOHA CNOXHO MonaepXuBath paBHoBecue. CHayana
BCE 3TV CMMMTOMbl OOHAPYXMBAKOTCS Ha OMHON CTOPOHE Tena, HO MOCTEeNeHHO NepeKMablBaloTCs U Ha
BTOpyto. [oMUMO ABWratenbHbIX PACCTPOWCTB Yy OOMbHBIX MOSBASOTCA TPYOHOCTM C TNOTAHUEM,
OMOPOXHEHMEM KMLWEYHUKA M MOYEBOrO My3blps. Yacto y HMX passuBaetcs menpeccus. Ha nosgHux
cTanusx 3abonesBaHns NOOM HE MOMyT CyLEeCTBOBAaTb CAMOCTOSTENbHO, MM MOCTOSIHHO Heobxonuma
MOMOLLb OKPY>XaMLWVIX.

MpuYnHON BCEX STUX PACCTPOMCTB ABNSETCA HapyweHve paboTbl ONpeneneHHo 4acTh Mo3ra,
nonyymBlIei HasBaHMe 4YepHas cybctaHums. HelpoHbl 4YepHoi cybcTaHuMM NPOVM3BOAAT BELWECTBO
JodaMrH, KOTopoe MocTynaeT B Apyryto YacTb Mo3ra — nonocaroe Teno. [lonocaTtoe Teno oreevaeT 3a
noanepXaHne MblleYHOro TOHyCa, OCYWEeCTBNEeHUEe pPasfnyHbiX OBUXEHWA N 4acTU4HO y4acTByeT B
paboTe BHYTPEHHUX opraHoB. M3-3a napmeHust konuyecTBa podoaMuHa npu 6onesHu [lapkuHCoHa
nonocatoe Teno nepecraet 3PEKTUBHO BbINONHATb CBOU (OYHKLINN.

Bpaun 4o cux nop He 3HaloT, YTO SIBNSIETCS NpudMHoi 6onesHn MapkuHcoHa. Ha ceroHsIwHUiA OeHb
MPUHATO cuyuTatb, 4YTO pasBuTUO 3aboneBaHust CrnocobOCTBYIOT HECKONbKO ¢PakTopoB. Tak, Obin
NOEHTUPVUMPOBAH pPAd MyTauuii, Hanuyne KOTOPbIX YBENUYMBAET PUCK MOsBNeHus GonesHu. 9Otu
MyTauuMu MoOryT nepefaBaTtbCs Mo HacneacTsy. Kpome Toro, noBpexheHusl reHOB, CrnocobCcTByiowme
MOSIBNIEHNIO CUMMTOMOB, MOTYT BbI3blBATbCS TOKCUHAMWU WX OPYriMuM HebnaronpusTHeIMU dpakTopamu
oKkpyXatowein cpegbl. B cnvcoKk BO3MOXHBIX MPUYMH TakXe BXOAAT TPaBMbl rONIOBbI U BUPYCHbIE
NHGeKUMK, noBpexapatolwme 4YepHyto cybetaHumo. B cpenHem B Poccum 6onesHbto MapkuHcoHa
cTpapaeT 0,18 npoueHTa xutenein. Cpean nogei ctapwe 70 neT NnpoueHT 3aboneslnx yBenmymBaeTcs
no 1, anocne 80 net — 0o 2.

BbineunTb 6onesHb lMapkMHCOHa Henb3s, HO NleKapcTBa MOryT CYWECTBEHHO YNyYWWTb COCTOSIHUE U
CHU3NTb WHTEHCUBHOCTb CUMMTOMOB. YacTb npenapaToB MO3BONSET KOMMEHCUPOBaTb HEAOCTaToK
fodammHa M OpYyrux BaXHbIX COELUHEHWIA, COOepXaHue KOTopbix napaet npu 6onesuun. Hpyrue
fiekapcTBa HanpaeneHbl HA YCTPaHEHWEe CUMNTOMOB, HAMPSIMYKO HE CBA3AHHBIX C ABUXEHMEM (TPYLHOCTM
C rMOTaHNEM 1 MOYENCTYCKAHUEM, LEMPECCUS U OPYTue).

Ot 6onesHn lapkuHCOHa cTpadanv Takue M3BecTHble noau, kak ana Pumckuin NoanH Masen |,

npe3naeHT ManectuHckon aBToHoMuUK Scmp Apadgpat, 6okcep Moxammen Anwu, «BENMKMIA KOpMumid» Mao
LizaoyH.
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs12431733 AG ) 1.04 He [OCTYrHO
rs12817488 AA \! 0.92 He OOCTYMHO
rs4698412 AG T 1.05 He [OCTYMHO
rs11724635 AC T 1.06 He OOCTYMHO
rs2823357 AG T 1.06 He OOCTYMHO
rs4964469 GG \! 0.92 HEe LOCTYMHO
rs6599388 AG ) 1.07 He [OCTYMHO
rs1223271 GG \! 0.92 He OOCTYMHO
rs2102808 CC 2 0.92 He AOCTYMHO
rs11711441 GG \2 0.92 He LOCTYrHO
rs6812193 AG T 1.1 He JOCTYMHO
rs7077361 AA ) 0.92 He AOCTYMHO

rs823156 AG T 1.12 He OOCTYMHO
rs2736990 AA T 1.14 He JOCTYMHO
rs17115100 AC T 1.15 He [OCTYMHO
rs2942168 GG \2 0.92 He [OCTYMHO
rs356220 AG T 1.19 He JOCTYMHO
rs12185268 AA \! 0.92 HEe LOCTYMHO
rs393152 AA \2 0.92 He LOCTYrHO
rs8070723 AA \! 0.92 He JOCTYMHO
rs6599389 GG \! 0.92 HEe LOCTYMHO
rs6532197 AA \2 0.92 He LOCTYrHO
rs199533 GG \! 0.92 He JOCTYMHO
rs11248051 GG \! 0.92 HEe LOCTYMHO
rs34372695 GG \2 0.92 He [OCTYrHO
rs823128 AA \! 0.92 He JOCTYMHO
rs34637584 GG \! 0.92 HEe LOCTYMHO
rs2245218 AG T 1.54 PMID 16252231
rs35866326 CC \! 0.92 > PMID 16252231
rs10200894 GG 2 0.92 > PMID 16252231
rs34778348 GG l 0.92 i PMID 17019612
rs283413 CC \! 0.92 i PMID 15642852
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@ Mow IN'en 3popoBbe / MNMonnreHHble 3abonesannst / boneaHu HepsHOW

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOI7ICTBa
mou r&’H

rs33949390 CC l 0.92 PMID 18781329
rs16851009 GG 2 0.92 PMID 16252231
rs1509269 GG { 0.92 PMID 16252231
rs2313982 GG l 0.92 b PMID 16252231
rs356219 AG T 1.2 He [OCTYMHO
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

Henpeccusa

Puck no nonynsiuuu: 50
CooTHOLWEeHNe MHOUBUAYANbHOrO WaHca 3abonetb K NoNynsuMoHHomy: 0.93

Mon TEpMUHOM penpeccud 06beOUHSAIOT KOMMNEKC MCUXUYECKNX paccTpOWCTB, rMaBHbIM MPOSBIEHNEM
KOTOpPbIX 4ABNdAeTca AOnnTenbHOE CHUXeHune HacTpoeHus. I'Ipm nenpeccun nevyanbHoe W MpadvyHoe
COCTOsAHMWE TsAXenee, 4eM B Chy4vae «0BbIYHbIX>» OropYeHuii. KpOMe Toro, y 60NbHBbIX OTMEYaeTCcs
CHUXEeHWe OBuUraTefibHOM akTMBHOCTU, PAaCCTPOMCTBA CHA 1 anneTuTta.

PaznnuyaloT Heckonbko doopM gnenpeccun. Bonbwoi nenpeccuBHbIi 3nNn3on NPOSBASETCS B BUae
LNMTENbHbIX (CBbiWe OBYX HEeAesNb) NEPUOAOB CHUXEHUS HAacTpoeHMs. Y 6oMbHbIX MponaaaeT MHTepec K
OKpY>XalowWwmm cobbITUSIM 1 NIOASIM, OHW HE WCMbITbIBAKOT YOOBONBCTBMS OT BbIMOMHEHUS KaKWX-N6o
LEeVCTBUM, Y HMX NOSIBNSETCS olyweHne COBCTBEHHON HUKYEMHOCTU, He0BOCHOBAHHOE YYBCTBO BUHbI,
npenyyscTBue rpsaoywux 6en. Hepedku HapyweHust cHa W cHuxeHnwe annetnta. O 60MbloM
LLeNpPecCMBHOM PACCTPONCTBE, WU MOHOMONSIPHOW LEeNpeccun, roBOpsT, KOraa y nauueHTa B TeYeHue
XU3HW CRy4aloTCsl HECKONbKO BOMbLINX OENPECCUBHbIX 3NM3040B. Bblgensior 6onbline nenpeccuBHble
paccTpolicTBa CE30HHOMO XapakTepa.

Ewe oouH Tun menpeccun — OUCTAMUS — OTIMHAETCS MEHEee BbipaXeHHbIMU, HO 6onee AnvMTenbHbIMU
CYMMNTOMaMu, YeM MpU MOHOMOMSIPHOW Aenpeccun. Mpu 6rnonspHOM addPEKTVBHOM paccTpolicTee (A0
He4aBHVX MOpP MCMONb30BaNCs TEPMUH MaHWakabHO-LEeNpPEeCcCUBHbBIN NCKUxo3) y BONbHbIX YepemyoTcs
MaHuakanbHble, [EMPEecCUMBHblE WHOrLa CMEWaHHble COCTOSIHUS (NPOSIBNSIIOTCS Kak CUMMTOMbI
Lenpeccun, Tak U CUMNTOMbI MaHuK).

Jenpeccus MoxeT nosBMTbCs cama no cebe, 6e3 O4EBUAHbBIX BHEWHKX NPUYKH. B aTom cnyyae rosopst
06 aHporeHHoi nenpeccun. Kpome ToOro, passutne 3aboneeaHusi MOXeET ObiTb CRPOBOLIMPOBAHO
cMepTbio 6nM3KOro 4Yenoseka, motepert paboTbl UKW LPYrMM HEraTvBHbIM CODOBLITUEM, Bbi3blBAIOLMM
CWNbHBbIA cTpecc. Takol Tun Aenpeccumn Nony4yun HassaHne peakT1BHON.

HekoTopble u3 coopm genpeccun (Hanpumep, BUNONsipHOe agpPeKTMBHOE PAaCCTPOMCTBO U MHOroa
MOHOMONSIpHAs Oenpeccusl) MMelT HacneACTBEHHYD npupody M HabnwogjaloTcs B ceMbsix. Bpaun
CBA3bIBAIOT MOSABNEHME CUMNTOMOB C HapyllEeHUAMU CUHTE3a W pacnpeneneHns B Mo3ry onpeneneHHbIxX
XMMUYECKUX  BELWECTB, MONyYyMBWMX Ha3BaHMe HellpomenmaTopoB. Cbom B MeTabonuame
HelpoMennaTopoB MPOUCXOAST, HamnpuMep, y nauveHToB ¢ 6one3Hbio AnbureliMepa wunm GONE3HbIO
MapkuHcoHa. [lenpeccuio MOryT Bbi3blBaTb HEKOTOpPble MeaMKaMeHTbl, B 4aCTHOCTW, CpPencTsa,
ncnonb3yemble Mpu NEYEeHUN paka U Cymopor, cuibHble Honeytonstolme 1 nekapcTea ANsi CHUXEHUs
apTepuanbHOro [nasneHusi. HekoTopble ncuxmueckue 3aboneBaHusi, Takue Kak WM30CPEeHUsi, MoryT
COMpoBOXAaTbCsa Aenpeccuei.

B Poccun gunarHos «[lenpeccus» CTaBUTCS KaXx oMy ABALLATOMY XUTENIO.

[na neyeHus penpeccumn MCnonb3yloT aHTUAENPECCAHTbl Pa3nUYHOro OENCTBUSA, a Takxke npenaparhbl,
YBENUYMBAIOWME KOHLEHTPALMIO B MO3ry Helpomeomatopa CepoToHMHa. B HekoTopbix cnyyasx
NMPUMEHSIIOT NeyYeHne 3nekTpowokoM. CMMNTOMbl genpeccun MoryT ObiTb ocnabneHbl B pesynbTaTe
npoxoxaeHns kypca ncuxotrepanun. OBbI4HO NeYeHne Oenpeccun 3aHUMaeT ONNTENbHOE BPEMS, HO BO
MHOIMMX cfy4asix OHO CMoCOBHO MOMHOCTbIO YCTPaHWTb WU CYWECTBEHHO ocnabuTb MpPOSIBNEHUs!
paccTtpoincTea.

MHorve Benukve noaM ctpaganu ot genpeccun. Cumtaetcs, 4to 310 3aboneBaHve pPas3BUNOCb Y

BeTtxoBeHa, MouapTa, BuHceHTa BaH [lora, Kypta KobeliHa. He wckntouyeHo, 4TO caMoybuincTeo
nocnegHuX cTano NToromM Senpeccum.
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@ Mow IN'en 3popoBbe / MNMonnreHHble 3abonesannst / boneaHu HepsHOW

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOI7ICTBa
mou r&’H

SNP FeHoTMN BnusiHne Bknan, IocToBepHOCTb UccnenosaHus
rs1031681 AG \2 0.89 He [OCTYrHO
rs1545843 AA T 1.25 He OOCTYMHO
rs1360780 GG \2 0.89 i PMID 18191112
rs2267012 GG l 0.89 PMID 15866548
rs3761418 AA 2 0.89 ** PMID 15866548
rs2156921 AG T 1.16 > PMID 15866548
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

KnactepHble ronoBHble 60nu

MHousnayanbHbIn pyuck: 9.2
Puck no nonynsiuuu: 10
CooTHOLWEeHe NHOUBUAYANbHOrO WaHca 3abonetb K NONyNnAUMOHHOMY: 0.92

KnactepHble ronoBHble 60Ny — OTHOCWTENbHO PELKUIA TUM TONOBHbIX OOne, xapakTepusylowuiics
Ype3BblYaHO CUNbHBIMK BoNEBbIMY OLWYLWEeHUSMU. [MpucTynbl 06bIYHO ANSTCS OT 15 MUHYT 0O OBYX 4ACOB
1 MOBTOPSIOTCA HECKONbKO pa3 B AeHb (knacTepbl). Yawe Bcero mauMeHTbl CTpafaloT OT KnacTepHbIX
ronoBHbIX Honer B Te4eHne 0LHOro-AByX MecsLEB (Tak HasbiBaeMble Myyku), NoToM 6onesHb oTcTynaet
Ha HECKONbKO MecsileB W Haxe neT. B pemkux cnyyasx nepurodbl PEMUCCUM COKpallaloTcs 1o
HECKOJIbKUX HedeNb.

Bo Bpems npucTynoe 6oneBbie OlylWeHUs MOSBNSOTCS BHe3anHo. bonb npakTtudeckn Bcerga
flokannsyeTcsl Ha OfHOW CTOPOHe ronoBbl B obnactv rnasa, Hanbposbss W nba. Pexe 6onb
nepekmapiBaeTcs 3a yxo M Ha nogbopomok. Jlnuo kpacHeet, Ha nby MOSBNSETCA MCnapwHa, rnas ¢
60neBo CTOPOHBI MOXET CNe3nTbCs U oTekatb. Hepenko 6onb HakaTtbiBaeT HOYbKO 1 ByAMT NALMEHTOB.
O6bI4HO BO BPEMS My4KOB MPUCTYMbl HAYMHAKTCA BCErna B OOHO U TO X€ BPEMs CyTok. bonbHoi He
MOXET CuaeTb Ha OLHOM MecTe, OH BCe BpeMs XoauT. Heckonbko nauueHTOB BO BpeMsi mpucTyna
MbITanMCb MNOKOHYMTb C COBOM, YTOObLI N36aBUTLCS OT HECTepnuMol Bonu.

B Poccun oT knacTepHbIx ronoBHbIX 6onei cTpafatoT okono 1 npoueHTa xuteneit. bonee 80 npoueHToB
60MbHbIX — MyX4uHbl. OB6blMHO MepBbii NpucTyn 6onn npoucxonut nocne 20-30 net. lMyuku moryT
BO3HMKATb BNAOTb A0 60-65 ner.

KnactepHble ronoBHble 60Ny OTHOCST K Tak Ha3blBaeMbIM COCYOMCTbIM BonsiM. CuntaeTtcs, 4To OHU MOTyT
BO3HMKATbL MPW PaclMPeHnn onpeneneHHbIX KPOBEHOCHLIX COCYOOB, KOTOpble HayvHaloT cAaBnuBaTb
TPOWHWYHBbIA Heps, o6ecneyMBaloWmMin  YyBCTBUTENBHOCTL B obnactv nuua. OZHako MPUYMHDI,
BbI3blBAOWME 3TOT MPOLECC, HA HACTOSAWMA MOMEHT HesicHbl. CornacHo OLHOW M3 rMnoTes, NpUcTynbl
CBA3aHbl C HapyweHusMyu B paboTe runotanamyca — CTPYKTypbl MO3ra, OTBEYAlOWeEl, B YACTHOCTM, 3a
perynsumio paboTtbl BUMONOrMYECKMX 4aCOB 4YenoBeka. IdTa runotesa obbSCHSET, MoYemy MpUCTYMbl
BO3HMKAIOT B OOHO WM TO Xe BPEMS CYTOK. VccnepoBatenu nonararoT, YTO OMPELENeHHylo pofb B
MPOSIBNEHNN KNACTEPHbIX rOMOBHbIX 6oneid urpaeT HacneacTBEHHOCTb. Kpome Toro, y4yeHble He
NCKIIOHAIOT, YTO pasBuTvio 3aboneBaHus MOXeT crocobCcTBOBaTb KypeHue, yrnoTpebneHve ankorons u
wokonaga.

CraHpapTHble BoneyTonsitowme He CNoCOBHbI CHU3UTb UHTEHCUBHOCTb GONEBBIX OLYLEHWA BO BPEMS
npucTynoB. bonee TOro, HM OLHO W3 CYLECTBYIOWMUX NEKAPCTB HE MOXET MONHOCTbI0 M36aBUTb
nauuneHToB oT 60nn. TeM He MeHee, HeKOTopble npenapatbl MOFYT YMEHbWWUTL €e OCTPOTY U NPOLNNTb
nepuoabl peMUCCUN.

SNP FeHoTMN BnusiHue Bknan, JocToBepHOCTb WccneposaHus

rs2653349 GG \2 0.92 ** PMID 16554494
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@ Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOI7ICTBa
mou r&’H

PaccesiHHbIN cKnepo3

MHousnayanbHbin puck: 0.32
Puck no nonynsiuuu: 0.5
CooTHOLWeHNe MHOUBUAYANbHOrO LWaHca 3abonetb K NonynsuMoHHomy: 0.64

PaccesiHHbIN CKNEpPO3 — 3TO XPOHMYECKOE 3aboneBaHne LEHTPanbHOW HEPBHOM CUCTEMbI (FONIOBHOMW U
CMVHHON MO3r), NpuBOAsSWEE K MOCTENEHHOMY HapyWeHUo YHKUUN HEpPBHbIX BOMOKOH. [lpu
pacCcesiHHOM CKNepo3e paspywaeTcs MuenuH - 3awmtHas obonoyka, cnyxawas Wn30nsuUMOHHbIM
mMaTepuanom A5 HEPBHbIX BOMOKOH M ynyywarowas npouecc nepenayv HepBHbIX UMMNynbcoB. Mo Mepe
noBpexmaeHns MuenuMHa W nocnepywoowen gerpajaumm camux HepBHbIX BOMOKOH CKOPOCTb
pacrnpocTpaHeHns curHana no Hepsam yMeHbLaeTCs, YTo NPUBOAMUT K YXYAWEHMIO PYHKLMIA opraHn3ma,
«3aBA3aHHbIX» Ha LEHTpanbHYl0 HEpPBHyD cucTeMmy. PaccesiHHbiM 3aboneBaHMe HasbiBalOT MO TOW
MPUYKMHE, 4TO OYarv NopaxeHusl He NOKaNM3o0BaHbIl, a «pasdbpocaHbl» NO BCE HEPBHOM cUcTEME.

Yacto paccesiHHbIli CKnepo3 AvarHOCTUPYIOT B OTHOCUTENbHO MONOLOM BO3pacTe, HO 6one3Hb MoXeT
NposiBUTbCS y NoAein B Bo3pacte 0O 60 net v jaxe no3xe. XeHWWHbl NoABEpPXeHbl 3aboneBaHunio
BOBOE 4Yalle MyXx4umH. B Poccun paccesiHHbIn cknepos npossnsetcs y 0,05 npoueHta myxyuH u 0,1
NPOLIEHTA XEHLLUH.

CvMnTOMbl 0ObIYHO BKMHOYAIOT HAPYWEHWs1 3PEeHMsl, MblweyHylo cnabocTb, crnasMmbl U OlylleHne
nokanbiBaHUs B MbllLAX, TPYAHOCTU C MNPOM3HECEHWEM CNOB. Pexe BCTpeyalTcs paccTpomncTea
fedoekauum n MOYeucnyckaHus, HapyweHue BHMMAaHWS, 4YacTuyHas MoTeps naMmsaTu, CHUXEHue
uHTennekta. MpubnuautenbHo y 65-80 npoueHTOB 6onbHbIX nNepuoabl 0b6ocTpeHus 3aboneBaHus
yepemylTcsa € nepumodaMn 4acTU4HOM WK nNonHow pemuccun. Y 10-20 NpoUEHTOB CTpagalomx
paccesiHHbIM CKNEpo30M MNepuoabl YnyylleHWs MpakTU4Yecku OTCYTCTBYIOT, a NpOosiBNeHUs 6onesHu
6bICTPO yCMNMBatoTCS.

ToYHble NMPWYMHBI PA3BUTMS PACCESIHHOrO CKNepos3a He BbIsiCHEHbl. Haubornee BeposiTHOM cunMTaeTcs
Bepcusi 00 ayToMMMyHHOW npupone 3aboneBaHus. AyTOMMMYHHBIMM  HAa3bIBAOT PACCTPOWCTBA,
BbI3BaHHbIE MATONOMMYECKON peakumen WMMYHHOW CUCTEMbl Ha KNeTKM COBCTBEHHOrO opraHusma.
KOMMOHEHTBI MMMYHHOW CUCTEMbI BOCMPWHUMAIOT TE WAU WHble KIETKUM KakK BparoB U Ha4yMHatoT
yHU4TOXaTh UX. CumtaeTtcs, 4TO Takas HesBepHas paboTa WMMMyHWTETA MOXET MepenaBathCs Mo
HacnencTey. B HacToswWii MOMEHT HalOEHO HECKONbKO FEHOB, W3MEHEHWUS! B KOTOPbIX, BEPOSITHO,
cnocobCTBYIOT Pa3BUTMIO CUMITOMOB.

MonHoCTbO BbINEYNTb paccesiHHbIl cknepo3 Henb3s. CylwecTBylolwme nekapcTea cnocobcTeyloT Bonee
6bICTPOMY BOCCTaHOBNEHWIO OpraHvMama nocne nepuonoB 0BOCTPEHWA U nponneHuto pemuccuid. Mpw
yXyOweHnn COoCTOAHUA 60MbHOro NPUMEHAIT npenapatbl, nogasnswowme akKTUBHOCTb I/IMMyHHOVI
cucTeMbl. HekoTopble nekapcTBEHHble CPeacTBa YMyylarlT COCTOSIHME OpraHoB, (OYHKUMW KOTOPbIX
Hapywunuce n3-3a 6GonesHn. B cpegHeM nocne obHapyXeHUsi MepBbiX CUMMTOMOB PAaCCESIHHOIO
cknepo3a 60nbHOM MOXeT NpoxuTb Gonbuwe 30 ner.
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Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs12722489 GG l 0.9 PMID 17660530
rs4959039 AA \! 0.9 He OOCTYMHO
rs7326018 TT T 1.62 e PMID 18941528
rs987106 TT T 1.14 PMID 17660816
rs12487066 AG \! 0.98 i PMID 17660530
rs4763655 AA \! 0.99 e PMID 17660530
rs7536563 GG \2 0.9 PMID 17660530
rs2104286 AA \! 0.9 i PMID:17660530
rs7577363 GG \! 0.9 e PMID 17660530
rs28936 AG T 1.86 ** PMID 17534430
rs3135388 GG \! 0.9 i PMID 17660530
rs1321172 CG \! 0.97 o PMID 17660530
rs10735781 GG \2 0.9 PMID 17660530
rs6680578 TT \! 0.9 i PMID 17660530
rs6498169 AA \! 0.9 e PMID 17660530
rs10975200 AG T 1.02 i PMID 17660530
rs12044852 CC \! 0.9 i PMID 17660530
rs10492972 AG T 1.21 e PMID 18997785
rs3135391 GG \2 0.9 He OOCTYMHO
rs11164838 GG \! 0.9 He JOCTYMHO
rs6604026 AA \! 0.9 e PMID 17660530
rs6897932 GG \2 0.9 PMID 18721276
rs2476601 GG \! 0.9 i PMID 18576360
rs10984447 AA 2 0.9 HEe LOCTYMHO
rs3129934 GG \2 0.9 PMID 18941528
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@ Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOVICTBa
mou r&’H

CuHOopoM 6eCNOKOWMHbIX HOT

MHousnayanbHbin puck: 11.91
Puck no nonynsiuuu: 50
CooTHOLWeHe MHOUBUAYANbHOrO WaHca 3abonetb K NONynsuMoHHomy: 0.24

CuvHOpPOM 6eCnoKOoMHbIX HOI — HEBPOIOTMYECKOe PaCcCTPOCTBO, NPUBOASILLEE K NOSBNEHNIO HEMPUSITHBIX
OWYIWEHNA B HOrax W XenaHuio WeeenuTb UMW. [Mpu OBUXEHUSIX CUMNTOMbI 3aboneBaHusi 06bIYHO
yMeHblaloTcs. BnepBble cHapoM 6ecrnokoiHbIX HOr Obin onvcaH kak oTaenbHoe 3abonesaHue B XVII
BEKeE.

npO‘}IBHeHI/Iﬂ 60ne3Hn BKNOYaloT HYyBCTBO XXEHUA U 6onn B Horax, ouwyueHue, 4To No HUM KTO-TO
nonsaet. CUMNTOMbI yCUNMBAKOTCA B CUOAYEM N NneXadeM NONoXEeHUAX, B COCTOAHNUN MOKOA, 0CcobeHHOo
4aCTo 0OTMe4alTCsa B BeyepHee BpemMda U NOo HOo4YaM. NomnmMo o4yeBmaHOro auckomdhopta CUHOPOM
6€eCnNOKOMHbIX HOT MOXET npmMeoaOnNTb K 6eCCoHHULE 1 NnoCcTeneHHOMY NCTOLWEeHNIO opraHmn3ma.

ToYHble MPUYMHBI 3TOFO PACCTPONCTBA HEU3BECTHbI, HO NPUOAU3UTENBHO B MOMOBWHE Cly4aeB OHO
MMeeT HaCneACTBEHHYIO npvpogdy. Y nofaei, Ybl pOLCTBEHHUKM CTPALAT OT CUHOpPOMa BeCnoKOMHbIX
HOF, CMMMNTOMbI 3a60MeBaHNs NPOSIBASOTCS paHblle. Heayr Takke MOXET pasBUTbCS HA (DOHE Lpyrvx
3aboneBaHunii, Taknx kak 6onesHb MapkMHCOHA, caxapHblii AnabeT, HapylweHne paboTbl NOYek, aHeMUs
(Manokposue). B HekoTOpbiXx cnyyasx CUHOPOM OECMOKOMHbIX HOr MPOSIBNSETCS Yy OepeMeHHbIX.
CumnToMbl 06LIYHO NPOMNaAAT YePE3 HECKObKO MECSILIEB NMOC/E POLOB.

B cnyyae ecnu cumHapoM 6ecnokoiiHblix Hor obycnoeneH kakum-nnbo 3abonesaHueM, TO cTpaTerus
fleYyeHns HanpasneHa Ha YycTpaHeHue 6onesHu-npuymHbl. Ecnun  dpakTopa, npoBoUMpYOWero
paccTPOCTBa, He BbISIBNEHO, Bpayy Ha3Ha4aloT npenapartbl, yMeHblalowme UHTEHCUBHOCTb CUMMTOMOB.
OnHako NoMHOCTbIO N36aBUTLCS OT HUX B BONBWNHCTBE ClyyaeB He yaaeTcsl.

SNP FeHoTUN BnusiHne Bknapg, JocToBepHOCTb WUccnepoBaHus
rs1026732 AA T 1.13 PMID 17637780
rs11635424 AA T 1.13 He OOCTYMHO
rs12469063 AA \! 0.79 PMID 17637780
rs12593813 AA T 1.12 PMID 17637780
rs1975197 GG \2 0.79 PMID 18660810
rs2300478 AA \! 0.79 PMID 17637780
rs3784709 AG T 1.12 PMID 17637780
rs3923809 AA \2 0.79 PMID 17634447
rs4489954 AA T 1.15 PMID 17637780
rs4626664 GG 2 0.79 PMID 18660810
rs4714156 GG l 0.79 PMID 17637780
rs6494696 GG T 1.12 PMID 17637780
rs6710341 AA l 0.79 HEe AOCTYMHO
rs884202 GG T 1.15 PMID 17637780
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mou r&'n

Mow IN'en 3popoBbe / MNMonnreHHble 3abonesannst / boneaHu HepsHOW
CVCTEMbI, OPraHoB YyBCTB, MCUXUYECKME PACCTPOMCTBA

rs9296249 AA l 0.79 PMID 17637780
rs9357271 AA l 0.79 PMID 17637780
rs9394492 GG d 0.79 PMID 17637780
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@ Mow N'en 3popoBbe / MNMonnreHHble 3abonesanunst /| boneaHn HepBHON

CUCTEeMbl, OpraHoB 4yBCTB, NCUXNHECKNE paCCTpOVICTBa
mou r&’H

LUnsocppeHus

MHousnayanbHbin puck: 0.45
Puck no nonynsiuuu: 10
CooTHOLWEeHe MHOUBUAYANbHOrO LWaHca 3abonetb K nonynsumMoHHomy: 0.04

LLlnzodppeHnsi — KOMMNEKCHOE MCUXUYECKOE PACCTPOMCTBO, MPUBOLSIWEE K HAPYWEHWIO BOCMPUSATAS
peanbHocT. CMMNTOMbI 3a60M1E€BaHNA MOXHO Pa3fenuTb Ha NO3UTUBHBIE U HeraTyBHble. K NO3UTUBHbBIM
OTHOCSIT rannouMHaLUM, NOXHbIe YOEeXOEHNs U MaHun (HanpuMep, YBEPEHHOCTb, YTO NMPaBUTENbCTBO
obnyyaeT rpaxgiaH crneuuanbHbIMU Nyyamy), a TakXe PacCTPOWCTBA MbllWEHNS W OBUraTenbHON
aKTUBHOCTW. HeraTuBHblE CMMMTOMbI BKJIIOYAOT WMCYE3HOBEHUE WHTEepeca K XW3HW, HecrocobHOCTb
nnaHMpoBaTb CBOW [LOENCTBUS U MNaHOMEpPHO pasBMBATb 3allyMaHHOe, yTpaTy XenaHus obwatbes u
noTeplo aMoLUMOHaNbHOCTU. B cpefHeM Wwu3odpeHneid cTpagaet okono OAHOro MpoLeHTa HaceneHus,
He3aBUCKMO OT PacOBOW U reorpadouyeckoli NPUHaLNexXHoOCTH.

BonesHb 006bIYHO npossnsaeTcda B HOHOM BO3pacTte, npu4eM Ha4danbHble CTaoun ee pa3BUTUA 4HacTto
nponyckakwT, NpuHUMasa CUMNTOMbl 3a TUNWYHbIE 0N NOAPOCTKOB 3MOUMOHaNbHble paCCTpOVICTBa.
|_|pI/I‘-IVIHbI LIJI/I30C*)peHI/II/I HEe BbIACHEHbl, HO CYHUTAeTCd, 4YTO KJK4YEBbLIM C*)aKTOpOM ABNAETCA
HacnenCTtBeHHOCTb. Ha CErogHSWHNA OeHb U3BECTHO HECKOMbKO reHoB, N3SMEHEHNA B KOTOPbIX CBA3aAHbI
C passuTeM 3aboneBaHus.

M3-3a TOro, 4to npupopa WN30PPEHUN OO CMX MOP He oOornpefeneHa, ee JedveHne SBngeTcs
cvMnToMaTUyYeckmM. B HekoTopbix cnyyasix 60nbHbIE MOTYT BECTW BMOJSIHE MOSIHOLEHHYIO XU3Hb M Aaxe
TBOpUTb. CUnTaeTcs, 4To WmnsodgpeHmner ctpananm Hukonan Moronb, MepoHum Bocx, BuHceHT Ban lor,
"eHpux [eiiHe n opyrue.

SNP FeHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus

rs548181 AG \! 0.94 He LOCTYMHO
rs6782299 CcC \2 0.94 HE LOCTYMHO
rs7004633 AA \! 0.85 He OOCTYMHO
rs1625579 AA \! 0.85 He LOCTYMHO
rs12807809 AA \2 0.85 HE LOCTYMHO
rs10503253 AC \! 0.99 He JOCTYMHO
rs6932590 AA \! 0.85 He LOCTYMHO
rs16887244 AA \2 0.85 HE LOCTYMHO
rs17662626 AA \! 0.85 He JOCTYMHO
rs13194053 AA \! 0.85 He LOCTYMHO
rs7914558 AA \2 0.85 HE LOCTYMHO
rs10489202 AC T 1.05 He JOCTYMHO
rs9960767 cC T 1.05 He AOCTYrNHO
rs7544736 GG T 1.07 He OCTYMHO
rs2159767 AA T 1.14 He JOCTYMHO
rs12966547 AG T 1.19 He [OCTYMHO
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mou r&’H

rs9512730 CG T 1.3 He OOCTYMHO
rs151222 cC \2 0.85 He LOCTYMHO
rs4846033 GG \2 0.85 He [OCTYrHO
rs16977195 AA \! 0.85 He OOCTYMHO
rs3131296 GG l 0.85 i PMID 19571808
rs7192086 TT l 0.85 > PMID 18677311
rs1522305 CC ) 0.85 i PMID 18937293
rs1344706 AA l 0.85 > PMID 18677311
rs2272127 GG l 0.85 i PMID 18092318
rs1538979 AG ) 0.85 i PMID 19414483
rs17883192 GG l 0.85 PMID 17522711
rs1801028 CC l 0.85 i PMID 16402354
rs3737597 GG ) 0.85 i PMID 18818052
rs1602565 AA l 0.85 i PMID 18677311
rs6277 AG ) 1.21 > PMID 18255274
rs6422441 AG T 1.73 PMID 17522711
rs28414810 GG l 0.85 PMID 17522711
rs6603272 AA l 0.85 PMID 17522711
rs4129148 GG ) 0.85 PMID 17522711
rs2270641 AA l 0.85 * PMID 18451639
rs833497 AA \2 0.85 He [OCTYrHO
rs7341475 GG ) 0.85 i PMID 18282107
rs4680 AG \2 0.85 Nature Neuroscience
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@ Mow IN'en 3popoBbe / MNMonureHHble 3abonesanunst / bonesxHn obmeHa

BewecTBs, SHOOKPMHHAA CUCTemMa, MMMyHHasa cuctema
mou r&’H

Bone3Hu obmeHa BeLlleCTB, 3HAOKPUHHaA cucrema, MMMyHHasa cuctema

BpOwaaanaﬂ acTMma

MHpnBnpoyanbHbin puck: 6.08
Puck no nonynsiuum: 8
CooTHOLWEeHne UHAMBUAYANbHOIO LWaHca 3aboneTtb K NoNynsiuMoHHoMy: 0.76

EDOHXI/IaJ'IbHaﬂ acTMa — XpoHu4eckoe 3aboneBaHne ObixaTefbHbIX nyTe|7|, KOTOpoe npmBOoOUT K WX
CY>XEeHMUIO. CumnTomMamm acTMbl SIBNSILOTCS NPUCTyNbl yoywbsa U Kawns, 3aTpyagHeHHoe OblXxaHue, o4bllika,
TaK Ha3blBaeMble CBUCTALLNE XPpUMbl.

Kak cnepyet us HasBaHusi, GBpoHxmanbHas acTma 3atparuBaeT OpOHXM — OLMH U3 OTAENOB OblXaTenbHbIX
nyTeii. BpoHXU pacrnonoxeHol Mexay Tpaxeeli W NerkuMum W npeactaensioT coboli BeTsswmecs
CTPYKTypbl, HamnoMuHawowwWe ABa nNepeBepHyTbix Aepesa. [lonble «BeTOYKWM» OPOHXOB CHAOGXEHb
MyCKynaMmu, KOTOPbIE CXMMAIOTCS U pa3XuMaloTcs npu AbixaHuu. Knetkn BHYTPEHHMX CTEHOK «BETOYEK»
BbIOENSIOT CNM3b, Kkotopas obecrneumBaeT yBnaXxHeHUe BAbIXaeMoro Bo3gyxa. Cnusb sBRseTcs
MpekpacHon nNuUTaTenbHOW CPenor OAs MWKPOOPraHW3MOB, MOMafaloWwMx B AblXaTefbHble NyTU U3
OKpyXarowel cpefbl, MO3TOMY Ha BETBSX BPOHXOB «KUBYT» KNETKM UMMYHHOW CUCTEMbl. B HOpMe OHK
Y3HAIOT 1 aTaKyloT YyXXePOaHbIE areHTbl 1 60Ne3HETBOPHbIE BakTepuu.

Mpy acTME UMMYHHbIE KNETKM Ha4YMHaloT BypHO pearnpoBaTb Ha ¢pakTopbl, KOTOPbIE HE NMPenCTaBAsOT
onacHoCTU ansi opraHuaMa. PaseurBatoleecs npy 3TOM BOCMNaneHne COnpoBOXAAETCS NMOKPACHEHUEM 1
pacnyxaHvuem TkaHu OpoHxoB. COOTBETCTBEHHO, BO34ylUHble Mpoxodpl cyxatTcs. Kpome Toro,
BOCNaneHHasi TkaHb HayuMHaeT NPOW3BOAMTb C/IMWKOM MHOMO CnvaW, KoTopasi obpasyeT KOMKM,
cnocobHble 3akyrnopuBaTb CaMmble MarneHbkue «BeTOo4YKM». [1oCTOSHHOe BocnaneHue npUBOOMT K
rMNepYyBCTBUTENbHOCTY TKaHel B6poHXoB. B peaynbtate obpasyeTtcs 3aMKHyThIV Kpyr: Npy nonaaaHum
Pa3NUYHbIX pasgpaxuTteneit (Mbinbua, Mbinb, TabayHbli AbIM) B TMNEPYYBCTBUTENBHBIX TKAHSX
YCUNMBAETCS BOCMNANEHNE, KOTOPOE NOLAEPXKMBAET COCTOSHUE FUNEPHYBCTBUTENBHOCTM.

Ewe oOoHWM xapakTepHbiM [Lnsi acTMaTMKOB CUMMTOMOM SiBNSieTCSl OpOHXOCMasM — cXaTtue Mblll,
OPOHXOB, CyXatolee nx NPocBeT. BpoHxocnasam MOXeT BO3HUKATb, HanpuMep, Npw nonaaaHun B 6poHxu
KaKoro-nmbo XMMUYecKoro pasapaxuTens.

Bpaun BbioensoT ABa tuna 6poHXManbHOW acTMbl - aniepruyeckyto U Heanneprudeckyto. MNepebiid Tvn
«0TBEYaeT» NpubnmautensHo 3a 90 NPoLEHTOB cnyyaeB 3aboneBaHus acTMoil. Annepruyeckasl actma
00bIYHO pa3BrBaeTCs B OETCTBE, U B BONbWMWHCTBE CNydYaeB y BONbHbIX €CTb anneprum Ha kakue-nmbo
NPOOYyKTbl MNU doakTopbl OKpyXatwwen cpedbl. ActMa BTOporo Tuna npossensetcs nocne 30 net, He
CBsi3aHa C anneprusiMm un Taxeno noppaetcsa nedeHumio. B Poccum actmon ctpapatot okono 0,8
npoueHTa B3pOcCnoro HaceneHns wm 1,25 npoueHTa gpeten. B uenom B CeBEpHbIX permoHax
peructpupyetcs 6onblie cryyaeB 3abonesBaHus, YeM Ha tore cTpaHbl. CambiMu HebnaronpuATHLIMU
paioHamu siBnstoTCcs Apocnasckas obnactb u CaHkT-NeTepbypr — TaMm acTMaTMKK cocTaBnsoT okono 1,4
NpOoLIEHTa HaceeHns.

B passuTum acTMbl BaXHYIO pofib UrpaeT HacneacTBeHHoCTb. KpoMe Toro, 3aboneeaHve npoBoumpyeTcs
BO3AEVICTBMEM PA3/INYHbIX HECNeUnUIECKUX pasppaxutenein (Hanpumep, Nbib, OblM, KpPacku) K
annepreHoB (MbinbLa, WepcTb XNBOTHbIX).

BbonbHbIM acTMoli cnepyet nsberatb pa3,u,pa>K|/|Tene|7| n annepreHos. anMeHﬂeMble onsa nedvyeHuns
MeauKaMeHTbl crnocobCTBYOT Kak 13baBneHnto OT OCTPbIX CMMNTOMOB (paccnabneHne 6poHxocnasma),
TaKk N KOHTPONMUPYKOT TeyeHune 3aboneBaHns B Lenom (CHSlTI/Ie Bocnaneva). B Tepanuu HeO6XO,EI,I/IMO
ncrnonb3oBatb oba TMNa NekapcTBeHHbIX cpeacTs. CylwecTByowme npenapartbl He YCTPaHSIOT NPUYUHY
aCTMmbl, OAOHakKo nNpu TrpamMoTHOM nedYeHUn BO3MOXHO MNOSIHOCTbIO NUKBUMOMPOBATb CUMMNTOMbI
3abonesaHus.
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mou r&’H

SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb UccnenosaHus
rs7775228 AA \2 0.82 He [OCTYMHO
rs5067 AG T 1.64 ** PMID 18294255
rs1800629 GG \2 0.82 i PMID 16865291
rs689465 AG \ 0.82 ** PMID 18489027
rs569108 AA \! 0.82 ** PMID 8842731
rs2074190 AA 2 0.82 ** PMID 15806396
rs4794067 AA \ 0.82 * PMID 15806396
rs2303067 GG T 1.48 e PMID 15005725
rs7216389 AG T 1.23 e PMID 17611496
rs11650354 GG \2 0.82 ** PMID 17949803
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BewecTBs, SHOOKPMHHAA CUCTemMa, MMMyHHasa cuctema
mou r&’H

Atonuyeckuun gepMarur

MHousnayanbHbin pyuck: 3.4
Puck no nonynsiuum: 2

ATonuyecknii OepMaTMT — 3TO XPOHWYECKOE KOXHOe 3aboneBaHue, MPUBOLSILEE K TMOSIBNEHUIO
BbICbINAHUA HA pPas3nuMyHbiX 4YacTax Ttena. Koxa 6onbHbix atonuyeckum pepmatviom obnapaet
MOBBIWEHHON 4YyBCTBUTENbHOCTBIO K PAa3NMYHbIM  PasfpaxXuTensiM, CTAHOBWTCSI CYXOMW, CKNOHHA K
MOKpPaCHEHUsM 1 wenyweHnio. OCHOBHBIM pasapaxarolym DakTOPOM SBNSIETCS CUMbHBIA 3y,

B 6onbwuUHCTBE CnyyYaeB aTOMMYECKUI OepMaTUT NPOSIBNSETCS B LEeTCTBE — OKONMO 65 MpOLEHTOB BCeX
cnyyaes 3aboneBaHus NPMXOASTCA Ha AeTeit B Bo3pacTe Ao roga v okono 90 NpoLeHTOB — Ha deTei Ao
natn net. o mepe B3pOCNEHWS CUMNTOMbI MOryT MUcYe3aTb, HO He Bcerga MnonHocTbio Pexe
3aboneBaHne passuBaetcs nocne 30 net. B Poccum atonvueckuii pepmatut nposiensietcs y 0,48
npoueHTa HaceneHus.. Cpeou netelt nmpoueHT 6GonbHbIX cocTaBnsieT okono 1,9 mpoueHTa, cpenu
B3pOoCnbIx — NpnbnunamtensHo 0,2 npoueHTa. Camblil BEICOKMA NpoLeHT 3aboneBaemMocTn — 3,2 NpoLeHTa
xapakTepeH ans Cesepo-3anapHoro dpenepanbHoro okpyra. MNpu atom B MypmaHckoi obnactu v B
CankT-leTepbypre nokasatenu eue Bblwe — NpuMepHo 4,5 npoueHTta. MeHblwe Bcero 60nbHbIX B
lOxHOM benepanbHom okpyre — okono 0,9 npoueHta. B Mockse aronuuyeckuin gepmatut
anarHoctupyetcsa y 1,5 npoueHta xuTtenein. Bca ctatuctvka npveefneHa ons neten ot poxgeHus oo 14
net. Cpedn B3POCNOr0 HACENEHNs xapakTep pacrnpoCTpaHeHHOCTW 3aboneBaHus CXOX C AETCKUM.
Kpome TOro, nosbiweHHoe 4mcno 6onbHbix Habnwopaetcss B [MpuBoOmXCKOM dhedepanbHOM OKpyre: B
BawkopTocTtaHe u YaMypTum npoueHT 3abonesaemoctu coctaensiet 0,35.

ATonnyecKuin gepMaTtuT UMeeT annepruyeckyro npupogy, TO eCTb CBA3aH C YPE3MEpPHO CUbHOW
peakumeli UIMMYHHOIM CMCTEMbl HA HEKOTOpble CTUMYNbI (annepreHsbl). Hepenko y 60/bHbIX HabnopaeTcs
Tpraza 3abonesaHuii — oepMaTnT, CE30HHAs anneprus u 6poHxmanbHas actTMa.

TOYHbIE MPUYMHBI aTOMUYECKOro AepMatuTa He BbISICHEHbI, HO CYATAETCS, YTO OCHOBHYIO POfib Urpaet
HacneacTBeHHOCTb. posiBNeHunto nnm o6oCTPEeHNIo CMMNTOMOB CrocoBCcTByeT BO3AENCTBME annepreHos
(MbinbLa, wWepcTb XMBOTHBIX) WM pasgpaxuTenei (wepctdHas ogexna, Mbiio, 4YacTble BOIHbIE
npouenypbl), a Takxe crtpecc. Nepuon ocTpoii chasbl 3abonesaHns 00bIYHO YepedyeTcs ¢ nepuonamu
pemMuccuin.

OfHWM U3 OCHOBHBIX MPUHLMUMOB MPY NIeYEHNN aToNMYeckoro aepMaTtuTta sSBnsetcsl nofnepXaHme Koxu
B 3[0POBOM COCTOSIHUU. BonbHbIM cnefyeT naberaTb KOHTakTOB C pasfpaxutensmu u annepreHamv u
perynsipHo yBnaxHsITb KoxXy. B 6onee Tsxxenbix cnyyasx Bpayum HasHayaloT NpoTUBOBOCNANMTENbHbIE U
NpoTNBOANNepruyeckne cpeacTsa (B TOM YMcne ropMoHanbHblie npenapars).

SNP FeHoTUN BnusiHne Bknapg, JocToBepHOCTb WUccnepoBaHus
rs13015714 AC T 1.07 He [OCTYMHO
rs2853209 TT \2 0.84 > PMID 19146844
rs7927894 AG T 1.24 o PMID 19349984
rs2303067 GG T 1.52 i PMID 11544479

www.i-gene.ru 40


http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19146844
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19349984
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=11544479

Mow IN'en 3popoBbe / MNMonureHHble 3abonesanunst / bonesxHn obmeHa
BELLECTB, 9HLOKPMHHASA CMCTEMA, UMMYHHas cucTema

mou r&’H

BasepoBa 60one3Hb

UHpuBnpoyanbHbin puck: 0.53
Puck no nonynauuum: 2
CooTHOLEeHne UHAMBUAYANbHOrO LWaHca 3aboneTb K NoNynsiuMoHHoMy: 0.26

Baszenosa 6onesHb (Ha 3anape m3BecTHas kak bGoneaHb [peiiBca) — ayTouMMmyHHoe 3abonesaHue,
Bbi3blBalowee MOCTOAHHYIO MOBbIWEHHYID akKTUBHOCTb WWTOBUOHON Xenesbl. OpFaHI/I3M BO0/bHbIX
Ha4YnHaeT BblpaﬁaTblBaTb aHTuTena, KOoTopble NpuKpennarTcAa K onpeneneHHbIM Knetkam Xenesbl,
3acTaBfifga ee Bce Bpems Bblpa6aTbIBaTb FOPMOHbI.

["OpPMOHbBI WMTOBUAHOW XeNesbl NONyYnUnn Ha3BaHWe TMpPeouaHbix ropMoHoB. OHW AensdTcs Ha 4Ba Tuna -
T3 1 T4. TpeonoHble FOPMOHbI CTUMYNUPYIOT 0BMEHHbIE MPOLIECChI B OpraHn3Me, B TOM YKCNe YCKOPSIoT
paclueneHne X1MpoB 1 yrnesonoB, yBeNM4mBatoT cepaeyHbln putM. Kpome toro, T3 n T4 cnocobeTsyioT
MOBbILWEHNIO NCUXUYECKON aKTUBHOCTW. [Mepen3bbiTok 3TUX FOPMOHOB B opraHuame 60/bHbIX Bazenosoii
60/e3Hbi0 MPUBOOMT K CYLECTBEHHOW noTepe Macchl Tena (o7 10 0o 30 MpoueHTOB), paccTpoicTBam
CHa, peskuM nepenagam HaCTPOEHUS, HAPYWEHNAM CEPOEYHOr0 pMTMa, APOXaHUIO KOHeYHocTen. Ewe
0Ba XapakTepHbIX CUMMATOMA — 3HA4YMTENbHOE YBENWYEeHWEe LWWUTOBULOHOW Xenedbl UM XapakTepHble
BbIMy4YeHHble rnasa.

Basenosa 60ne3Hb B OCHOBHOM MOpaxaeT XEeHWWH MONOAOoro U cpeaHero Bospacrta — ons 6omnbHbIX
cocTtasnser okono 1 npoueHTa o1 nonynauun. Cpedn MyXu4umH Hepyr BcTpedvaetcs B 0,1 npoueHTa
cnyyaeB. [NpuynHbl pa3euTus 3aboneBaHWs He BbIACHEHbl. CyMTaeTCs, YTO PUCK BO3HUKHOBEHUS
6one3Hn MoBbLIWAETCS, €Cn B OpraHu3Me MpOoTeKaloT 4YacTble OCTpble BOCManuTeNbHbIE MPOLECCH
(Hanpumep, uyenosek 4acto Goneet aHrmHamu) K dpaktopam pucka TakXe OTHOCAT XPOHUYECKue
BUpYCHble 1 BakTepranbHble MHAEKLNN N SHOOKPUHHbIE 3aboneBaHNs (Yalle BCEero caxapHolii gnaber).
C pasButuem basenosoii 60ne3HU CBA3LIBAIOT HANNYME ONPELENEHHbIX BAPMAHTOB reHoB Ha 14, 20 u
X-Xxpomocomax.

CylecTByeT HECKONbko cTpatervini nedveHnss baseposoit 6Gonesnn. [pu noMowm nekapCTBEHHbIX
npenapaTtoB Bpayy YMEHbLAKT akTMBHOCTb WWTOBUAHOW XENesbl, NoAasnss Ypes3MepHyto BbipaboTky
rOPMOHOB. MOXHO ymanutb 4acTb Xenesbl XMPYpPruyeckuMm nyTem. TpeTuid BapuaHT npegnonaraet
NCMob30BaHNe PanvoakTUBHOrO mM3oTtona moda. Mon mornowaercs Xeneson, a ero pagnoakTVBHbINA
pacnapg Bbi3blBaeT NOBPEXAEHNE €€ KNETOK U ocnabneHne crHTe3a ropMoHOB.

SNP FeHoTMN BnusiHne Bknap, JocToBepHOCTb WccnenosaHus
rs7528684 AA \! 0.83 He JOCTYMHO
rs7900744 AA \: 0.83 b PMID 17371467
rs1800629 GG \2 0.83 He [OCTYMHO
rs3789604 AA \’ 0.83 b PMID 16175503
rs2268458 AA \: 0.83 ** PMID 18925838
rs10889677 CcC \2 0.83 PMID 18073300
rs2201841 AA \’ 0.83 = PMID 18073300
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OXxupeHue

MHousnayanbHbin pyuck: 9.648
Puck no nonynsiuum: 6.7

LunarHo3 «OxupeHne» CTaBAT MaUMEHTAM, UMEKOWMM B OPraHu3Me M36bITOYHOE KONMMYECTBO XMpa.
ToYHOW rpaHWUbl, HaYMHas C KOTOPO MOXHO roBOPUTb 06 OXUPEHUM, HE CYWECTBYeT. TeM HEe MeHee,
CUMTAETCS, YTO Y XEHIUMH OXMPEHNE HAYMHAETCS, KOrha Macca Xxumpa cocrasnsiet bonee 30 npoLeHTOB
oT obuwel mMacchl Tena. Y MyXuMH 006 OXMPEHUWM roBOPSAT, KOrga 3ToT fnokasatenb npesblwaer 25
npoueHToB. Ewe oanH cnocob onpenenntb OXUpeHWe — paccunTtatb MHAoekc maccol Tena (UMT -
OTHOLWEHWe Beca Tena B Kunorpammax Ha keagpart pocTta B MeTpax). HopManbHbIM cyuTaeTcs 3HadeHne
VMT B npenenax ot 18,5 no 24,5. Korona MT npesbiwaet 30, cTaBuTcs avarHo3 «OxunpeHne nepsoi
cteneHn». OXuUpeHWe yBenMumBaeT PUCK MHOXECTBA onacHbix 3abonesaHuii, U OHO CylWEeCTBEHHO
cokpalaeT NPoaONKUTENBHOCTb XMN3HN.

OfHUM 13 caMblX YaCTbIX «CMNYTHUKOB» OXWPEHWUS SIBNSETCH PE3UCTEHTHOCTb, UMM YCTOMYMBOCTb, K
MHCYNWHY. VIHCYNMH — 3TO FOPMOH, CUHTE3MPYEMbI KNeTKaMy NoLXenynoqHon xenesbl. OH Heobxoaum
opraHuaMy Ofsi YCBOEHUS caxapa F/oKOo3bl, KOTOPbI SBASIETCS OCHOBHBIM MCTOYHUKOM 3HEpPrin ans
KneTok. PassnTre yCTOMYMBOCTM K MHCYNMHY MPUBOAWT K TOMY, YTO KNeTKM (OCOBEHHO KNETKW XMUPOBOM
TKaHW 1 MbILWLLY) HE MOTYT MOrnowWaTh KO3y faXe B MPUCYTCTBUM ropMoHa. [lns Toro 4tobbl opraHnam
Mor ynotpebutb caxap, NMomxenynoyHas Xenesa HauyuMHaeT yBeNnuyvMBaTb KOMMYECTBO MPOV3BOLMMOrO
MHcynuHa. PaHo unm no3gHo Xenesa nepectaer CrpaBnsTbes, Uy 60nbHbIX pa3euBaeTcs auaber Il Tuna
— XpoHuyeckoe 3abonesaHue, KOTopoe TpebyeT MOXWU3HEHHOro KoHTpons. [Momumo Toro 4to nuaber
ornaceH caMm no cebe, OH MOXET NPOBOLMPOBATL TAXeNble HapyweHus paboTbl MoYek, CrenoTy,
cepaeyvHo-cocyancTble 3abonesaHus.

Ewe 0oHMM NOCNEACTBMEM OXMPEHWS SBNSIETCS MOBLIWEHWNE apTepuanbHOro AaBneHns. OTO COCTOSHNUE
OYEHb OMacHO, Tak Kak OHO MOXET Bbi3biBaTh Nepeboun paboTbl cepaua 13-3a Ype3MEepPHOW Harpyskm Ha
HEro, a TakXXe NoBPEXAEHUs MOYEK Y UHCYNbTHI.

Y 6onbwnHCTBa BOMbHBLIX C OXUPEHVEM B KPOBU MOBLIWAETCS YPOBEHb XONecTepunHa — XUpononobHow
cybcTaHumMK, KoTopasi HeobxooMMa OpraHU3My ONnsi CUHTe3a HeKOTOPbIX ropMOHOB. Korpa xonectepuHa
C/IMLKOM MHOTO, OH MOXEeT OTKNaAblBaTbCsl Ha CTEHKAxX COCYHOB, CyXasl UX MPOCBET BMIOTb [0 NOMHOro
NCYE3HOBEHMS. XONecTeprHOBbIE BNSWKNA yXyawaT cCHabXeHNe KPOBbIO TEX UM MHbIX OPraHoB, Kpome
TOro, OHW MOTYT OTPLIBATLCS, MyTEWecTBOBaTb MO KPOBEHOCHOW CUCTEME W MOMHOCTbIO MepekpbiBaTh
y3kue cocymdbl. DTOT MNPOLECC MOXeT MNPMWBECTM K TakMM CMepTeNbHO OMacHbiM MaTonorusM, Kak
NHAPApPKT MMoKapaa, nero4yHast aSMOonus UM UHCYNbT.

Pa3suTnio 0XUpeHUs crocobCTBYIOT HECKONbKO cpakTopoB. OAHUM K3 HeManoBaXHbIX CYMTAETCA
reHeTM4Yeckas NPeapacronoXeHHOCTb — OETW MONHbIX poauTenei yawe HabvpaloT M3bbITOYHbIA Bec.
[eHbl perynupyloT, HanpuMep, UHTEHCMBHOCTb OOMEHA BEWECTB U CKOPOCTb HAaKOMNEHWUS XMPOBbIX
OTNOXEHWA. [pyroi BaxXHON NPUYMHOM OXUPEHUS SIBASIETCS PErynsipHoe nepeenaqve 1 obunve B nuile
XVPOB 1 NErKOyCBOSIEMbIX YrNEBOLOB. XeEHIMHbI Yawe HabuparT NUWHWA BEC, TaK Kak M3-3a MEHbLLEro
KONMYECTBA MbIWEYHOW MacChbl y HUX Oonee MenneHHbii OOMEH BEWEeCTB, YeM Yy MYyX4YUH (MbILbl
ABNSATCS OCHOBHbIMM NOTpebuTensaMu kanopuit). Kpome TOro, pasBuTtUE OXMPEHUS MOXET ObIiTb
CMNPOBOLMPOBAHO MCUXONOMMYECKMMN NEPEXMBaAHUSMUN («3aefaHue» CTpecca) U NpUeMoM HEeKOTOpPbIX
MeONKaMeHTOB.

B Poccum ot oxupeHuss ctpapaiot okono 0,75 npoueHta HaceneHns. Cpenu B3pOCHbIX MPOLEHT
6onbHbIX cocTaensieT 0,67 npoueHTa, cpean netein — 0,9 npoueHTa. MNpoueHT noael ¢ 0XUpeHnem
3aMeTHO BapbupyeT no pervoHam. Bonbwe Bcero BonbHbIX (1,3 NpoueHTa) B Cubnpckom dhenepanbHOM
okpyre, ocobeHHo B Pecnybnuke Antait (2,7 npoueHTa) u Antaiickom kpae (4,7 npoueHTta). B
HonbwmHCTBE obnacTei ueHTpanbHon Yact Poccumn n B KOXHOM thefepansHOM OKpyre Yicno 60nbHbIX
OXWpeHUeM Huxe cpegHero. B MockBe u3bbiTouHas macca Tena Habniopaetcs y 0,4 npoueHTa
xwuTener, B CaHkT-MNeTepbypre —y 0,7 npoueHTa.
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Lns Toro 4tobbl 136aBUTbCA OT NUIWIHEro Beca, BONbHOMY HEOBXOAMMO M3MEHUTb MPUBBIYHBIA PEXM
MUTAHUS U OBUraTenbHOW aKTUBHOCTW W CHEeOOBaTb HOBbIM MPAaBWIaM BCIO OCTaBWYKOCSH XWU3Hb.
«PafukanbHbie» MeTOObl NIEYEHWs BPOAE OMepauMu Mo yOaneHuo JIMWHEro Xvpa WAU npakTUYecku
MONHOrO OTKasa OT MWW O6bIYHO LAKT NULb KPATKOBPEMEHHbI adpdoekT. OfHAKO Laxe HEeCKONbKo
COPOLLEHHBIX KANOFPaMM BaXHbl ANSi CYLIECTBEHHOMO YNyHIIEeHWs] CaMOYYBCTBUS U CHUXEHUSI pycka ans

XU3HN.
SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb WccnenosaHus
rs10871777 AG \! 0.94 He LOCTYMHO
rs2206277 GG l 0.85 HEe AOCTYMHO
rs17782313 AG T 1.04 He OOCTYMHO
rs662799 AA \! 0.85 b PMID 17211608
rs16964465 AA 2 0.85 HEe LOCTYMHO
rs1121980 AG T 1.42 i PMID 18159244
rs2071877 AA T 1.16 b PMID:19142101
rs6013029 CcC \2 0.85 PMID 18325910
rs7568369 AC \2 0.95 PMID 19147600
rs5082 AG \! 0.85 = PMID 17446329
rs1421085 AG T 1.11 PMID 17496892
rs17817449 AC T 1.11 i PMID 17658951
rs6971091 AG T 1.71 = PMID 18317470
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CaxapHbin gnaber | TMna

MHousnpayanbHbin puck: 0.044
Puck no nonynsauuum: 2.2
CooTHOLWEeHe MHOUBUAYaNbHOrO WaHca 3abonetb K NONynsuMoHHomy: 0.02

CaxapHbli gnabet | tuna — 3aboneBaHve, B pesynbTate KOTOPOro KNETKM OpraHMaMa He MoryT
ycBavBaTth caxap rnoko3a, Heo6XoauMbIA UM LN nonydYeHust aHeprun. [MNpudnHon passutus 6onesHn
ABNSIETCH HELOCTATOYHbIA CMHTE3 TFOPMOHA WHCYNMHAa, 6e3 KOTOpPOro HEBO3MOXHO MPOHWKHOBEHMWE
rMIOKO3bl B KNETKM.

MHcynuH  cuHTe3mpyetcsl 0cobbiMi  KneTkamu  MOAXeNydoYyHOW Xenesbl — TakK HasblBaeMbIMy
6eta-knetkamn. B HopMe Xenesa noAacTpavBaeT WHTEHCUBHOCTb MPOWM3BOLACTBA MWHCYNMHA B
3aBUCMMOCTM OT KONMYECTBa MoKO3bl B KpoBW. ECnn conepxaHme caxapa nosblweHo (HanpuMep, nocne
enpl), oHa cuHTe3upyeT 6oblue MHCynMHa. Korpa ypoBeHb FoKo3bl B KPOBM MafaeT, cokpalwaeTtcs v
NPoOM3BOACTBO rOPMOHA. HapylweHue cuHTe3a MHCynMHa NPMBOAUT K TOMY, YTO MOCTYMMBILIAS C MULWEN
rNKO3a He ycBamBaeTcs knetkamu. Ee ypoBeHb B KpOBM MOBLIWAETCH, U caxap Ha4YnHaAEeT MHTEHCUMBHO
BbIBOOUTLCS C MOYOA.

YcuneHHoe mMovencnyckaHvue npvBoLMT K 06E3BOXMBAHUIO OPraHUM3Ma U BbIMbIBAHUKO U3 HEr0 BaXHbIX
MUHEpPa/bHbIX BELECTB. Tak Kak OpraHuaM NMWaeTcs OOCTYMHOrO WCTOYHMKA SHeprum B dhopme
rMIOKO3bl, OH HAaYMHAET PaclLensaTb XUPbl U yrneBoLbl, HAaKOMIEeHHble «Mpo 3anac». Kpome Toro, npu
nmabeTte HauymHalT pacwennsatbcst 6enky Mblwl. OTU OelCTBUS MO3BONSAT MOAAepPXuBaTb paboTy
opraHuama B OTCYTCTBME “TOMNMBA", HO MPUBOAST K MOTEpe Beca WM COKPALLEHMIO MbILEYHON TKaHW.
TUNMYHBIMU  OCNOXHEHUAMM OmabeTa SBNSIOTCS MOBbIWEHHOE apTepuanbHoe [LaBneHue, TsXenble
HapyweHns paboTbl NoYek.

CaxapHblli guabet | Tuna pasBuBaeTcs K3-3a paspylleHus 6eTa-knetok NOLXeNnyno4yHOW Xenesbl.
OpnHoOWM M3 MpUYMH 3TOrO npouecca ABNSeTCs HacNeOCTBEHHbIV OedeKT MMMYHHOW cucTembl. Benku,
y3HalowWwme 1 aTakyllme YyXepoLHble areHTbl, HaYMHAKT OWMBOYHO pacno3HasBaTtbh BeTa-kneTkn kKak
“BparoB” M yHW4TOXaTb WX. Takxe auabet | Tmuma MoOryT CnpoBOLMPOBATb Pa3NMYHble BUPYCHbIE
3aboneBaHunsl, NPV KOTOPbIX CTpagaeT nogxenynodHas xenesda. K takum 3aboneBaHusiM OTHOCATCS,
HanpuMep, KpacHyxa, BeTpsiHKa, KOpb, SMMAEMUYECKUiA NapoTuT, untomeranosmpyc, supyc Kokcakum B.
Kpome TOro, passutmio caxapHoro guabeta | Tuna Moryt cnocobCTBoBaTb PasfvyHble TOKCUYHbIE
BELWeCcTBa U CUMbHbIA CTpecc.

B Poccumn guabet guarHocTtupyeTtcs y ogHoro ua 500 yenosek. MNpocnexusaeTtcsa obwas TeHaeHUus: B
HanpaeneHuy C 3anaga Ha BOCTOK B CPeLHEM pPacrnpoCTPaHEHHOCTb 3aboneBaHus yMeHbliaeTcs.
Bonbwe Bcero aguabetukos — cBblwe 0,4 npoueHTa — BbisiBNeHO B Tambosckold, Benropognckoii u
Bonorognckoi obnactsix. B Mockse caxapHbiM anabeTtom | Tuna 6oneet okono 0,15 npoueHTa xutenen, B
CankT-leTepbypre — okono 0,4 npoueHTa.

O6bi4HO amabet | Tuna passuBaeTcs y geTtel, NoapoCTKoB U ntogei monoxe 30-40 net. Y XeHWWH u
MY>X4MH BEPOSITHOCTb pas3BuTUsl 3abonesaHusi NpubnnanTenbHO oauHakoBa. 3aboneBaHue sBnsieTcs
XPOHMYECKMM, TO €CTb MOMHOCTbIO M3DaBUTbCS OT Hero Henb3s. ns nonaepXaHusl opraHuama B
cTabunbHOM COCTOSIHUM W YMEHbLEHWSI HeraTuBHbIX MOCNEACTBMIA 6GONe3HW WCMONb3yT WMHBEKLUU
nHcynnHa. Kpome toro, 6onbHble AONXHbLI cobniogatb cneumanbHyto AMeTYy, 003MPOBAHHO 3aHUMATbCS
hmanyeckumMmn  ynpaxHeHnsIMM U MNOCTOSHHO KOHTPONMPOBaTb YPOBEHb caxapa B kposu. [lpwu
cobniogeHnn 3TUX MpaBun cTpagjarolwme caxapHblM OvabeToM MOryT BECTUM MONHOLEHHYIO XW3Hb B
TEeYeHne MHOruX ner.
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SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus

rs689 AA \2 0.87 He [OCTYrHO
rs10272724 AA \! 0.87 He OOCTYMHO
rs12722495 AA \! 0.87 HEe LOCTYMHO
rs7221109 GG \2 0.87 He [OCTYMHO
rs11711054 AG \! 0.92 He OOCTYMHO
rs10517086 AG 2 0.95 He AOCTYMHO
rs4763879 GG \2 0.87 He [OCTYrHO
rs4788084 GG \! 0.87 He OOCTYMHO
rs5753037 AG \! 0.96 HEe LOCTYMHO
rs947474 AG \2 0.96 He LOCTYrHO
rs2281808 GG \! 0.87 He JOCTYMHO
rs229541 GG \! 0.87 HEe LOCTYMHO
rs941576 AG \2 0.97 He LOCTYrHO
rs9653442 AA \! 0.87 He JOCTYMHO
rs6897932 GG \! 0.87 HEe LOCTYMHO
rs3788013 AC \2 0.98 He [OCTYrHO
rs7020673 CG \! 0.99 He JOCTYMHO
rs7804356 AA ) 0.87 He AOCTYMHO
rs2290400 AG 1 He [OCTYyrnHO
rs9585056 AG 1 He AOCTYMHO
rs9976767 GG T 1.01 He JOCTYMHO
rs1465788 AG T 1.01 He OOCTYMHO
rs3825932 AG T 1.01 He JOCTYMHO
rs9388489 GG 2 0.87 He AOCTYMHO
rs3024505 GG \2 0.87 He [OCTYrHO
rs17574546 AC T 1.05 He JOCTYMHO
rs7171171 AG T 1.05 He [OCTYMHO
rs45450798 CG T 1.11 He OOCTYMHO
rs4948088 cC \! 0.87 He JOCTYMHO
rs10509540 AA 2 0.87 HEe LOCTYMHO
rs924043 GG \2 0.87 He [OCTYrHO
rs539514 TT \! 0.87 He JOCTYMHO
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BewecTBs, SHOOKPMHHAA CUCTemMa, MMMyHHasa cuctema
mou r&’H

rs9268645 GG \! 0.87 He OOCTYMHO
rs1701704 AA l 0.87 > PMID 18198356
rs11594656 TT T 1.2 PMID 17676041
rs17388568 GG ) 0.87 i PMID 17554300
rs2104286 AA l 0.87 e PMID 17554300
rs2292239 CC l 0.87 i PMID 17554260
rs6679677 CC ) 0.87 i PMID 17554300
rs2544677 GG l 0.87 e PMID 17554300
rs2639703 AG 1 i PMID 17554300
rs11171739 AA ) 0.87 i PMID 17554300
rs17696736 AG T 1.13 i PMID 17554300
rs2296336 CG T 1.13 > PMID 16960798
rs3118470 AA ) 0.87 i PMID 17395754
rs3194051 AA l 0.87 e PMID 17554260
rs213950 AG l 0.96 i PMID 17554260
rs7574865 CC ) 0.87 i PMID 18703106
rs2476601 GG l 0.87 e PMID 17934143
rs12708716 GG T 1.07 i PMID 17554300
rs4900384 AA \! 0.87 He JOCTYMHO
rs7202877 AA l 0.87 He AOCTYMHO
rs1990760 GG T 1.01 He [0CTyrNHO
rs11052552 AA T 1.3 i PMID 17554300
rs17166496 GG l 0.87 o PMID 17554300
rs2304256 AA T 1.01 He OOCTYMHO
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Mow IN'en 3popoBbe / MNMonureHHble 3abonesanunst / bonesxHn obmeHa
BELLECTB, 9HLOKPMHHASA CMCTEMA, UMMYHHas cucTema

mou r&’H

CaxapHbin guaber Il TMna

MHousnpayanbHbin puck: 140.8
Puck no nonynauuu: 22
CooTHOLIeHne UHAUBUAYaNbHOrO LWaHca 3aboneTb K NONynsiLUOHHOMY: 6.4

CaxapHbilii anabet Il Tuna — HapyweHne obMeHa BELLECTB, MPUBOASLWEE K TOMY, H4TO KIETKU TEPSIOT
cnocobHOCTb ycBauBaTb caxap KO3y, KOTOPbIA HEOBXOAMM UM Ofis MonyyeHus sHeprun. Ons Toro
4yTOObl MPOHUKATb B KNETKM [NOKO3e HEeobX0OMM «KOMMAHbOH» — FOPMOH MOIXENYLOYHOW Xenesbl
nHeynuH. Mpu caxapHom amabete |l TMna kneTkn opraHnama (OCOOEHHO KNETKM MbIWEYHON 1 XMPOBOWA
TK@HW) CTAHOBATCS HEYYyBCTBUTENbHBIMU K WHCYNMHY. [loaToMmy caxapHbili nmabet |l Tuna Takxe
Ha3blBaeT UHCYNIMHOHE3aBUCHMbIM OUABETOM.

Ha paHHux cTtagmsx 3aboneBaHve yale Bcero npotekaet 6eccvMnToMHO. o Mepe Toro, Kak Knetku
TEpsItoT CrocOBHOCTb Y3HaBaTb MHCYMH, MOAXENyAoYHas Xenesa HauyvHaeT yBennumBatb KONMYEeCTBO
aTOro romoHa. [locTeneHHo HeYyBCTBUTENBHOCTb K WMHCYNUHY BO3pacTaeT, M Xenesa nepecrtaert
cnpasnsitbcA. Ha nospHux ctamnusix 3abonesaHnst 60MbHbIM HacTo TPEBYIOTCS WHBEKUMM WHCYNMHA.
MOCTOSHHO BLICOKUIA YPOBEHb Caxapa B KPOBM MOXET MPUBECTU KO MHOTMM HEraTvBHbIM MOCNEACTBUSAM
LNs opraHW3Ma: MOBLIWEHWNIO apTEPUanbHOro AaBfEeHWs, CEPAEYHO-COCYOUCThIM  3aboneBaHmsM,
TSXENbIM HapylweHusM paboTel noyek, cnenote. Kpome Toro, npu anabete Il Tuna opraHnam owmnbo4Ho
nonaraet, 4yT0 €My He XBaTaeT [/IOKO3bl W aKTUBHO CUHTE3VPYET €€ B MeyeHu. ITOT NpoLece
LOMONHUTENBHO NPUBOAUT K POCTY KOHLEHTpALMU caxapa B KPOBY U YCUIIMBAET CMMMTOMBI.

CaxapHblii guabert Il Tna yawe Bcero passmBaeTcs y nogei craple 30-40 net. K 0CHOBHBIM dhakTopam
pricka OTHOCAT HacneACTBEHHOCTb 1 M3BObLITOYHbIA Bec. B nocnenHvne rofbl yyactunuck cnydam guabera
Il Tvna y peteld n nogpocTkoB. CymTaeTcs, YTO NPUYMHA 3aK/4aeTCs B HENPaBMIbHOM MUTaHWU Y
oxupeHun. Kpome Toro, guabet Il Tmna 4acTo pasBMBaeTCs y XEHLWMH, KOTopble cTpafjanuM Tak
Ha3blBaEMbIM reCTaUVOHHbIM OuabeTtoM — HapylweHnem obmeHa YrneBofoB (CaxapoB) BO BpeMms
6epeMeHHOCTH.

Luabert Il Tvna coctasnsieT okono 90 NPOLEHTOB U3 BCex crydaes 3abonesaHns nuabetom. B Poccuu nm
cTpagaet npubnusutenoHo 1,8 npoueHTa nonynsumu. B HanpaBneHun C 3anaga Ha  BOCTOK
pacnpocTpaHeHHocTb amabeta |l Tuna cnerka ymeHbluaetcs. MeHble Bcero 6onbHbix(okono 1,2
npoueHTa) BobisiBNsieTcs Ha YykoTke, B Pecnybnnke Antaii u Ha CeBepHom KaBkase. PekopacmeHamu no
nmabery Il Tuna sensaoTcs Tynbckas n Camapckas obnacti. Tam 910 3abonesaHue AnarHOCTUPOBAHO Y
2,5 npoueHTa HaceneHusi. B Mockee nons 6onbHbIx coctaBnsieT 2 npoueHTa, B CaHkT-MNetepbypre — 1,9
npoueHTa.

CaxapHblii guabert Il Tvna siBnsieTcst XxpoHnyeckum 3aboneBaHneM, To eCTb He NoanaeTcs pannkansHOMy
nsneyeHwo. TeM He MeHee, ecnn 6onbHble coOMOAAOT AMETY, 3aHUMAKTCH  (PUINYECKAMU
YNPaxXHEHNSMN WU NPaBUIbHO WUCMOMb3YIOT MEeAMKAMEHTbI, OHW MOryT OOATME roAbl XWUTb MOMHOLEHHO.
Cpenau n3BecTHbIX niofel caxapHoliM anabetom |l Tvna cTpamatoT unv cTpagany rofnnByaCKUE akTpuUChl
Xonnu Beppu n Canbma Xaviek (y Hee pasBuMCS recTauuoHHbIn auabet), Tenesepywmii Jlappu Kuhr,
non-aeesga 9Oneuc [llpecnu, pexuccep «3Be3dHbix BOWH» Ixopox Jlykac, aktep HOpuin Hukynuh,
onepHebi nesew, ®egop WananuH.
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SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs11634397 AG \2 0.96 He JOCTYMHO
rs896854 AG \! 0.96 He OOCTYMHO
rs7957197 AA 2 0.97 HEe LOCTYMHO
rs8042680 AC \2 0.97 He [OCTYrHO
rs972283 AG \! 0.97 He OOCTYMHO
rs231362 GG 2 0.9 He AOCTYMHO
rs4457053 AG \2 0.98 He [OCTYrHO
rs1531343 GG \! 0.9 He OOCTYMHO
rs13292136 GG 2 0.9 He AOCTYMHO
rs10923931 AC T 1.02 He OOCTYMHO
rs1801214 AG T 1.02 He JOCTYMHO
rs1552224 AC T 1.03 He [OCTYMHO
rs5945326 AA \2 0.9 He [OCTYrHO
rs4430796 AA \! 0.9 He JOCTYMHO
rs2943641 AG T 1.07 He [OCTYMHO
rs759853 GG l 0.9 PMID 19587357
rs10946398 AA ) 0.9 i PMID 17463249
rs12779790 AA ) 0.9 e PMID 18372903
rs1042523 AA l 0.9 > PMID 17192490
rs1889018 AA ) 0.9 i PMID 18192539
rs2270031 CC 2 0.9 o PMID 18555673
rs2701175 AA l 0.9 el PMID 17192490
rs4655595 AA ) 0.9 i PMID 17554300
rs1042714 CC T 1.61 > PMID 17150099
rs1800795 CG l 0.9 > PMID 15472205
rs7659604 AG ) 0.98 i PMID 17554300
rs864745 AG 2 0.9 PMID 18372903
rs17044137 TT l 0.9 el PMID 17463246
rs1113132 CG T 1.04 i PMID 17293876
rs8050136 AC T 1.08 He JOCTYMHO
rs3740878 AG T 1.14 el PMID 17293876
rs2236242 AT ) 0.9 PMID 18726871
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mou r&’H

Mow IN'en 3popoBbe / MNMonureHHble 3abonesanunst / bonesxHn obmeHa
BELLECTB, 9HLOKPMHHASA CMCTEMA, UMMYHHas cucTema

rs9402571 AA ) 0.9 > PMID 18985156
rs2077119 AA ) 0.9 e PMID 18316360
rs10811661 AA l 0.9 i PMID 18477659
rs4402960 CC ) 0.9 i PMID 18477659
PMID 17463248
rs7754840 GG ) 0.9 i PMID 17463248
rs2863389 AG T 2.2 i PMID 17848626
rs6698181 GG l 0.9 i PMID 17463246
rs4607103 AG ) 0.9 i PMID 18372903
rs7961581 AA ) 0.9 e PMID 18372903
rs5015480 AG l 0.9 i PMID 17463249
rs3802177 GG ) 0.9 i PMID 18477659
rs4458523 AC T 1.05 i PMID 17603484
rs1495377 CG T 1.17 i PMID 17554300
rs2930291 AG T 1.17 i PMID 17554300
rs9326506 CC 2 0.9 o PMID 17554300
rs4506565 AT T 1.23 i PMID 17554300
rs12304921 GG T 2.26 i PMID 17554300
rs9465871 AA ) 0.9 e PMID 17554300
rs1111875 AG ) 1.17 el PMID 17971426
rs7756992 AA ) 0.9 i PMID 17460697
rs9300039 AC T 1.35 i PMID 17463248
rs3816873 GG T 1.81 > PMID 16721486
rs6718526 AG T 1.35 i PMID 17554300
rs7480010 AG T 1.03 PMID 17293876
rs7923837 AG T 1.45 i PMID 18231124
rs12255372 AC T 1.17 i PMID 19228405
rs7903146 AG T 1.26 i PMID 17977958
rs9939609 AT T 1.21 He [0CTyrNHO
rs13266634 GG \! 0.9 He JOCTYMHO
rs1801282 CC 2 0.9 He AOCTYMHO
rs2237892 GG l 0.9 PMID 18711367
rs358806 AC ) 0.9 i PMID 17554300

www.i-gene.ru

49


http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18985156
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18316360
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18477659
http://www.ncbi.nlm.nih.gov/pubmed/18477659?dopt=Abstract
http://www.ncbi.nlm.nih.gov/pubmed/18477659?dopt=Abstract
http://www.ncbi.nlm.nih.gov/pubmed/17463248?dopt=Abstract
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17848626
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17463246
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18372903
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18372903
http://www.ncbi.nlm.nih.gov/pubmed/17463249?dopt=Abstract
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18477659
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17603484
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17971426
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17460697
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17463248
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16721486
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17293876
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18231124
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19228405
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17977958
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18711367
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300

@ Mow IN'en 3popoBbe / MNMonureHHble 3abonesanunst / bonesxHn obmeHa

BewecTBs, SHOOKPMHHAA CUCTemMa, MMMyHHasa cuctema
mou r&’H

CucteMmHas KpacHas Bo/T4aHKa

UHpunBnpoyanbHbin puck: 0.06
Puck no nonynsiuuum: 0.3
CooTHOLEeHne UHAMBUAYANbHOrO LWaHca 3aboneTtb K NonynsiuMoHHomy: 0.19

CucTeMHas kpacHas BondaHka (CKB) — ayToummyHHoe 3aboneBaHue, nopaxatowee MHOXECTBO TKaHel
1 opraHos. [Npu 3TOM 3ab6oNeBaHMN aHTUTENA HAYMHAIOT Y3HABATb KNETKM COBCTBEHHOrO OpraHnaMa Kak
yyxepoaHble 00beKTbl K atakoBatb Wx. [locteneHHo pabota OTAENbHLIX CUCTEM Bce Oonblue
HapywaeTcs (B MepByt0 odyepelb CTpagalT COCydbl U COEAMHWUTENbHAs TKaHb), U, B KOHLE KOHLIOB,
60nbHON yMUpaerT.

MpuunHel CKB g0 cux nop HemaBecTHbl. CunMTaeTtcs, 4To 6one3Hb NPOBOLMPYETCS Cpasy HEeCKONbKUMU
oakTopamu, B YMCNO KOTOPbIX BXOASIT FeHeTuyeckas npenpacnonoXeHHOCTb, HebnaronpusTHole
oakTopbl OKpYyXartoleil cpenbl, ie4eHne HeKoTopbiMU MenmkameHTamu. BeposiTHocTb passutus CKB
MOBbLIWAETCA NPV HANMMYUMA MyTauMU B ONPELENeHHOM PEervoHe WeCTON XPOMOCOMbI (Tak Hal3blBaeMbIi
NOKYC reHOB OCHOBHOrO KOMM/EKCca rmcTOCOBMECTUMOCTHM).

CKB wu3BecTHa co BpemeH CpenHeBekoBbsi. HasBaHue 6onesHW pnan oguMH M3 ee XapaKTepHbIX
C/MMNTOMOB — NOSIBNEHNE KPACHOW CbINU HA NepeHocuue 1 wekax. 1o ooHoM 13 BepCUii, HaNoOMUHaowWwas
6abouky chopma ¥ UBET BbICbiNAaHUA HamoMUHaNM ykycbl Bonka. [pyras runotesa npegnonaraet, 4To
CNOBO «BONYaHKa» OTpaxaeT XapakTep TeyeHus 3aboneBaHusi, KOTOPOE OTNUYAIOT NEPUOLbl Pe3Koro
yxyouweHns. XoTs XeHwmHbl 3abonesatot CKB npunbnuantensHo B 8-10 pas vawe MyX4uH, OOHWUM ©3
caMmblx 3HAMEHUTLIX 60MbHbIX BONYaHKoi 6bin Maiikn [1XKeKCoH.

SNP FeHoTun BnusiHue Bknap, JocToBepHOCTb WccnenosaHus
rs10181656 cC \’ 0.87 b PMID 18579578
rs1734787 AA l 0.87 PMID 18320046

rs17435 AA \2 0.87 PMID 18320046
rs2230201 GG \’ 0.87 b PMID 18174230
rs7582694 GG l 0.87 ** PMID 18579578
rs1143679 AG T 1.54 PMID 18204448
rs1800630 cC \’ 0.87 b PMID 18001298
rs1800629 GG l 0.87 ** PMID 17711410
rs1734791 TT 2 0.87 PMID 18320046
rs1734792 cC \’ 0.87 PMID 18320046
rs2004640 AA T 1.21 ** PMID 17389033
rs2241524 GG l 0.87 b PMID 18273033
rs11574637 AG \! 0.87 b PMID 18204098
rs10516487 AG l 0.87 HEe OOCTYMHO
rs7574865 cC 2 0.87 PMID 17804842
rs2187668 GG \’ 0.87 b PMID 17997607
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Mow IN'en 3popoBbe / MNMonureHHble 3abonesanunst / bonesxHn obmeHa
BELLECTB, 9HLOKPMHHASA CMCTEMA, UMMYHHas cucTema

mou r&'n

rs13277113 AG \2 0.87 He OOCTYMHO

rs419788 GG d 0.87 He [OCTYMHO
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@ Mo N'eH 3popoBbe / [NonureHHble 3abonesaHusi / BonesHn onopHoO-aBUraTenbHOro

annapara
mou rc&'H

BonesHun OMOpHO-ABUraTtesibHoOro annapara

AHKVIHO3I/IpleI.LI.VII;I cnoHOounoapTpurt

MHousnayanbHbin puck: 0.29
Puck no nonynsiuuum: 0.3
CooTHOLWEeHNe NHOUBUAYANbHOrO LWaHca 3aboneTb K NonynsuMoHHomy: 0.98

AHKUNO3VPYIOWMIA CMOHAUNOAPTPUT, TakXe W3BECTHbIi kak 6Gone3Hb bextepeBa, — XpoOHMYecKoe
BOCManeHue Mo3BOHOYHMKA W KPECTLIOBO-NOAB3A0WHBIX COYNEHEHUI (OHW HaxOOsTCS B HUXHEW 4acTu
CMUHBI YyTb BbIWE Komuyuka Mo obewM CTopoHaM OT Hero). BocnaneHve BbI3biBAETCS MOBbIWEHHON
aKTUBHOCTBIO MMMYHHBIX KNETOK, KOTOPbIE atakyloT TKaHn COBCTBEHHOro opraHvuaMa, B NepBylo oYepelp,
XPSILEBbIE U KOCTHbIE TKaHMW.

MoCTOSIHHBIA BOCNANUTENbHbI NPOLIECC, COMPOBOXAAOWMNACS OONEBLIMU OWYILEHWSIMW, C TEYEHWEeM
BPEMEHU MNPUBOAWT K CPALLEHUIO KOCTEN, COEAMHSIOWMXCS NPV MOMOLM MOPaXeHHbIX CYCTaBoB, U
cBA30K. Pe3ynbTaToM aT0Oro npolecca SBAseTCA YacTWYHas MW MOfHAs MoTeps NOLBMXHOCTU B 3TUX
Mectax. HenmoOBMXHble XECTKME COYNEHEHWS NErko /NOoMalTCsl MpyW  OTHOCWUTENBHO HebOoMbLMX
Harpyakax. AHKUNO3UPYOWMA CNOHAUN0APTPUT — CUCTEMHOE 3aboneBaHue, TO €CTb OHO NOpaxaeT He
TONMbKO TMO3BOHOYHMK, HO MHOXECTBO TKAHEW W OpraHoB, HanpuMep, TKaHW rnas u cepiua.
MprbnM3uTENBHO B MONOBUHE Cy4aeB CTPanaloT CyCTaBbl KOHEYHOCTEN.

3aboneBaHue BCTPEYAETCS NPEUMYLLECTBEHHO Y MYX4YUH, MPUYEM YACTO NPOSIBASETCS Y MONOAbIX NOAEN
M NOLPOCTKOB. AHKMO3MPYIOWKWIA COHAMNOAPTPUT — HAacneAcTBeHHOoe 3aboneBaHue. CumTaeTcs, 4To
OHO CBSI3aHO C Hanuumem aHtureHa HLA-B27 — ocoboro 6enka, NMpUCyTCTBYKOWEro Ha MOBEPXHOCTU
KneTok. Yactota BCTPEYaEMOCTM aHTWreHa y cTpajawlowmx 9TuMm 3abonesaHvem coctasnset 90
npoueHToB. Y 3noposbix nogenn HLA-B27 BctpeyaeTtca B 8 npoueHTax cnydaes (Ctatmctuka npuseneHa
Ons eBponeongos).

BonesHb BextepeBa 6bina guarHoctupoBaHa y nucateneit Hukonas Octpoeckoro u Kapna Yaneka,
yemnuMoHa mmpa no waxmartam Bnagmmmpa KpamHuika.

SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb UccnenosaHus
rs11209026 GG \2 0.86 He [OCTYMHO
rs17482078 GG \! 0.86 e PMID 17952073
rs10889677 cC 2 0.86 HE LOCTYMHO
rs2242944 AG \2 0.86 He [OCTYMHO
rs2303138 GG \! 0.86 He JOCTYMHO
rs7743761 AA T 3.96 He [OCTYMHO
rs2287987 AA l 0.86 i PMID 17952073

PMID 18037607
rs11465804 AA l 0.86 i PMID 17952073
rs1495965 AA \! 0.86 e PMID 17952073
rs10489629 AG T 1.04 e PMID 18037607
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mou r&’H

Mow N'eH 3popoBbe / MNMonvreHHble 3abonesannst / BoneaHu onopHo-LBUraTeNbHOMO

annapara

rs11209032 GG l 0.86 i PMID 18037607
rs1004819 GG l 0.86 b PMID 18037607
rs7302230 GG T 1.12 He JOCTYMHO
rs868213 AA \2 0.86 He OOCTYMHO
rs10050860 GG l 0.86 b PMID 18037607
rs1343151 AG T 1.08 He OOCTYMHO
rs30187 AG T 1.2 i PMID 18037607
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@ Mo N'eH 3popoBbe / [NonureHHble 3abonesaHusi / BonesHn onopHoO-aBUraTenbHOro

annapara
mou rc&'H

pbiXka MeXno3BOHOYHOro AucKa

MHousnpayanbHbin puck: 0.17
Puck no nonynsiuuu: 0.5
CooTHOLWEeHe MHOUBUAYANbHOrO WaHca 3abonetb K NonynsuMoHHomy: 0.34

PbIXeNn MEXNO3BOHOYHOTO AMCKA Ha3blBAalOT MOBPEXAEHWE 0CO00M «MpoKnamnku», pacrnonoXeHHON B
MO3BOHOYHOM CTONGE Mexay Mo3BOHKaMu. OTHOCUTENbHO Msirkasl «MpoKnafka» — MEXMNO3BOHOYHbIN
LUCK — BbINONHAET (PyHKLMIO aMOpTU3aTopa, 3almilas MO3BOHOYHUK NPY ABUXEHUSX.

Me>XMn03BOHOUHbIN AUCK MO CBOEMY CTPOEHWUIO HANOMMHAET MOHYMK C HAYMHKOM: ero BHYTPEHHSAS 4acTb
npeAacTasnsieT coboi ynpyroe ninoxo CXuMMaemoe «xene». 3Ta 4acTb MOMy4nna HasBaHue CTy4eHNUCTOro
anpa. CTyoeHUcToe SAPOo YynakoBaHO B OTHOCUTENbHO MIOTHOE cpUBPO3HOE KOMbLO, CROPMMPOBaAHHOE
HECKONbKUMU CNOSIMUA MPOYHbIX BOMOKOH. [Mpun paspbiee onbBPO3HOro Kosblia YacTb CTYAEHUCTOro sapa
BbIXOOUT 3a €ro npenenobl. 970 1 Ha3blBaeTcH prl)KeI?I MEe>XMNO3BOHOYHOIo aucka.

BbinsunBaHwe CTyOEHWCTOrO SApa [HOaBUT HA CMAMHHOMW MO3r U OTXOASWME OT HEro KOPELKM
CMUHHO-MO3roBbIX HEPBOB. HepBbl pacrnonoXeHbl HA BCEM MPOTSXEHWM CMMHHOrO MO3ra, MO3TOMY B
3aBMCUMOCTM OT MeCcTa BO3HUKHOBEHWS FpbiXa MPOSBASeTCS 60MeBbIMM OWYWEHUAMU B Pa3NUYHbIX
yactax Tena. Yawe BCEro rpbika MEXMNO3BOHOYHONO Aucka HAbnmoJaeTcss B HUXHEW 4Yactu
MO3BOHOYHMKA (MOSICHNYHO-KPECTLOBLIN oTaen). Pexe 3abonesaHvie nokanusyeTcsl B WENHOM OTAENE U
MHOr4a — B rPYLHOM.

Ecnu paspbiB onBpPO3HOro Kosnbla NPOMCXOONT B HUXHER 4acTu No3BOHOYHMKA, TO YeNOBEK YyBCTBYyET
6onb u cnaboctb B oOHO Hore (ecnu rpbixa obwupHas, To B 0beunx). Takxe 6OofbHble owywatoT
nokanbiBaHWe U OHeMeHue KoHeyHocTW. Korma rpbixa NnokanuayeTrcsi B BePXHUX OThOenax, CMMMTOMbI
NpoSBASAOTCA B pyKax.

MprunH paspbiea prMOPO3HOro KonbLa MOXeT BblTb HECKOMLKO: TPaBMbl, PE3KME MOBOPOTHLI TYN0BULLA,
Taxenas gousnyeckas pabota. Kpome Toro, Bewectso pmbpo3HOro KonbLia CTAHOBUTCS MEHEE NMPOYHBIM
C BO3pacTOM (XOTS rpbiXa Yalwe Bcero BCcTpeyaetcs y mogen ot 25 no 45 net). Ewe ogHum dhakTopom
pricka sIBNSIETCA HACNEeLCTBEHHOCTb — WCCNenoBaTeny 0OHapYXWnM HECKONbKO TFEHOB, U3MEHEHMUS B
KOTOPbIX YBENMYMBAIOT PUCK rpbiXu. B Poccum rpbixXy MeXnO3BOHOYHOrO AMCKa AMarHocTupytoT
npubnuautencHo y 0,05 npoLueHTa XuTtenei.

NeyeHue rpbixun MoxeT BbITb KOHCEPBaTUBHLIM MO0 onepatueHbiM. OBbIYHO Bpayn cHavana cTapatTcs
yCTpaHUTb CUMNTOMbI, He npuberas K XMpypruyeckoMmy BMewatenbcTBy. Tepanus BkiouyaeT B cebs
Maccax, OU3MyYeckue ynpaxHeHus, npenapartbl, paccnabnsiowme Mbiwlpl U CHUMalowue 6onesble
owyuweHus. MNpn onepaunn xvMpypr TeEM UnU UHbIM cnocoboM ynanset rpbixy. B nocnenHee Bpems Bce
yale NPUMEHSIIOT MUKPOXMPYPrYeckmne onepaumm, gaowme MMHUManbHble NocneacTBums.

SNP FeHoTMN BnusiHue Bknan, JocToBepHOCTb WccneposaHus
rs9406328 AG 2 0.76 > PMID 18455130
rs1800587 GG \2 0.76 > PMID 17471097
rs2073711 GG \! 0.76 PMID 15864306
rs1676486 GG 2 0.76 > PMID 17999364
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Mow N'eH 3popoBbe / MNMonvreHHble 3abonesannst / BoneaHu onopHo-LBUraTeNbHOMO
annapara

mou r&’H

MwuacTteHus

MHousnpayanbHbin puck: 0.04
Puck no nonynsuuu: 0.05
CooTHOLWEeHe NHOUBUAYANbHOrO WaHca 3abonetb K NonynsumMoHHomy: 0.89

MuacTteHnsi — 3aboneBaHvie, Npu KOTOPOM CKENETHble MbllWLbl (MPOU3BONBHO COKPALIAEMblE MbILILbI)
MOCTEMNEHHO CTaHOBSTCS BCce Bonee cnabbiMy. [MpUYMHOA MUAacTeHUW SIBRSOTCS HapylweHus B pabote
MMMYHHO/ CUCTEMbI: OHA MPWHAMAET HEKOTOPble KIETKU OpraHnaMa 3a WHOOEKLUOHHBIX areHTOB U
arakyeT ux.

B HopMe cokpalleHUsi CKEeNeTHbIX MbIWL, KOHTponMpyloTcs HepBamn. CoeanHeHne Mexay HenlpoHOM U
MbIWEYHOW KNETKOM HAa3blBAETCS HEPBHO-MbIWEYHBIM CUHANCOM. HepBHbIi UMMyNbC CTUMynupyeT
BbIpaboTKy HEMpPOHOM 0COoBOro BewecTBa — aueTUNXonuMHa. ALETUNXONUH OOCTUraeT MblleYHOW KNeTu
yepes CMHarnC 1 NPUCOeANHSIETCS K peuenTtopam — crieluanbHbiM CTPYKTypaMm Ha ee noeepxHocTu. Ecnu
AUETUNXONMH He «CSOET» Ha PEeLEenTop, MblleYHas KNeTka He «yCrblWnT» KOMaHdy OT Hepsa 1 He bynet
cokpawartbes. pu MmacTeHun aueTUNXONMHOBbIE PeLenTopbl BNOKMPYIOTCS UM NOBPEXOAOTCS
KOMMOHEHTaMN UMMYHHO CUCTEMbI, MONYYMBLINMU HA3BAHUE aHTUTE.

CumnTombl 3aboneBaHus pa3BrBaOTCS NOCTENEHHO. YacTo B nepByto o4epenb ocnabeBatoT MbllLbl a3
M Bek. Takxe MoOryT HabniogatbCs TPYLHOCTM MpW pedn W rnoTaHun. [posiBNEHUs MuacTeHuu
ycunueatoTcs npu pabote Mbiww, v ocnabnsiotcst nocne otabixa. OLHUM U3 CaMbIX OMacHbIX CNeaCcTBUiA
3aboneBaHns siBnsieTca ocnabneHue Mblwl AObixaTenbHoi cuctembl. Korma cnabocTe pocTturaert
KPWUTMYECKOTO YPOBHSI, NMaUMeHT He MOXET CaMOCTOSTeNbHO Aplwatb. ITO COCTOsiHME o6o3HavatoT
TEPMVHOM «MUAaCTeHWYeckuii Kpua». [MpubnuantensHo y Tpex 4YeTBepTein OGONbHbIX MuacTeHuel
yBENMYMBaeTCS pasmepa TUMyca — Xeneabl, KoTopasl 0OblMHO nepecTaeT paboTaTtb BO B3POC/IOM
Bo3pacTe. B TuMyce kneTkn MMMYHHO CMCTEMbl «0By4aroTcs» pacrno3HaBaTb Bparos, U UCCnenoBaTenm
HE WCKNIoYatoT, YTO NPV MUACTEHUN OH JAET KNETKaM HEBEPHbBIE «MHCTPYKLAU.

B Poccun gumarHo3 «MwuacteHus» CTaBuTCS B CPEOHEM OOHOMY 4enoBeky M3 OByx Thicsad. Monogbie
XeHLLMHBI (80 40 neT) n noxXunbie MyX4uHbl (nocne 60) noaBepXeHbl 3aboneBaHnio 60Mblue OCTaNbHbIX.
AHTWTENa K peuenTopam aueTUnxonMHa MoryT nepenasarbCs Yepes nnaueHTy U3 KpoBu Matepu B KPOBb
nnogja. Y [OeTeil, NOMyymBWNX MWACTEHMIO TakMMm 006pa3oM, CUMMTOMbI HEPEOKO MCYEe3aloT 4epes
HECKONbKO MecsLEB.

TouHble NPUYNHbI Pa3BUTUA MUACTEHUN ACHbI HE OO0 KOHLUA. YyeHble o6Hapy>Kv|n|/| HECKO/bKO MyTaLl,VIIZ,
Hannyme KOTOopbIX yBenn4ymBaeT nMnpenpacnosioXeHHOCTb K 3abonesaHuio. Okono nstU npoueHToB
60/bHbIX MUACTEHUEN NMeloT POOCTBEHHWMKOB, Y KOTOPbIX TakKXe 6bina OnarHocTnpoBaHa ata 6onesHo.

COBpeMeHHbIe MeTodbl Nne4vyeHunsa no3BONAT 60MbHBIM MUAacTeHuen BecTu HOpPManbHYO WUAN MNO4YTU
HOpManbHylO XN3Hb B Te4eHNe MHOIrmx ner. }'IeKapCTBa ynyduwatoT BOCNPUNMUYNBOCTb HEPBHbIX KNIETOK K
aueTUunxonnHy nnun nooasnsaroT Bblp&éOTKy «HenpasubHbIX» aHTUTEN. BonbHbIM C yBENMNYEHHbIM TUMYCOM
Hepenko nomMoraeTt ero nofHoe Unn 4actnyHoe yoaneHue.

SNP FeHoTMN BnusiHne Bknap, JocToBepHOCTb UccnenosaHus
rs4743056 AG \2 0.94 PMID 17869649
rs733618 AA \! 0.94 ** PMID 18088253
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@ Mo N'eH 3popoBbe / [NonureHHble 3abonesaHusi / BonesHn onopHoO-aBUraTenbHOro

annapara
mou rc&'H

OcTteonopo3 n conyTcTeylowmne 3abonesaHus (Nepenombl)

Puck no nonynsiuum: 1

OcTeonopos — 3abonesaHve, NPUBOASLLEE K MOBLIWEHHOW XPYNKOCTY KOCTel. BonbHble 0CTEONOPO30M
HaAMHOrO yaule 300POBbIX NoAei nomailoT kKocTu. K nepenomam npvBOASIT Takue HesHauduTenbHble
HarpyaKku, Kak npbiXoK ¢ HebBoMbLIoro ycTyna, nafeHue Ha 3emiio U pgaxe xogbba. B 0cobo Tsxenbix
Cnyyasix OonopHble KOCTU (Hampumep, kocTu Genpa, KoneHa UM MO3BOHOYHMKA) MOTYT NoMaTtbCs Mof
BECOM Tena. XapaKTepHbIM MPU3HakoM O60/bHbIX OCTEONOpPO30M SBMSIETCS OcaHka, HarnoMuHawowas
BOMPOCUTENbHbI 3HAK. Takoe W3MEHEHWe OCaHKM MPOUCXOOMT K3-3a 4YaCTUYHOro paspylieHus
MO3BOHOYHMKA.

MpoYHOCTb KOCTEM HaMpsiMylo CBsidaHa C MX MNOTHOCTbIO. YeM Borblue KOCTHasi Macca, TeM MpoyHee
KOCTb. B IOHOCTM MNOTHOCTb KOCTEN MNOCTEMNEHHO YBENMYMBAETCSA U OOCTUraeT MakCumyma okono 25 ner.
MocTeneHHOe yMeHblieHME MNOTHOCTU KocTel Habnopaetca nocne 35 net. [NOTHOCTb KOCTel BO
MHOIOM 3aBMCUT OT COOEPXaHUs B HUX Kanbums. Korga ero mano, KoCTu CTaHOBATCS XPYMKUMU.

XeHLWHbl CcTpagaloT OCTEOorNopO30M HAMHOMO Yalle MyX4MH. OTO CBSI3aHO C TEM, 4YTO Y >KEHLWMH
MNOTHOCTb KOCTE perynmpyeTcsi ropMOHOM 3CTporeHoM. [ocne HacTynneHus MeHonaysbl (npekpalleHns
MEHCTpyauuil) KOHLEHTpauusi acTporeHa B KpoBW pe3ko napaet. COOTBETCTBEHHO, YcUnMBaeTcs
NPOLIECC BbIMbIBAHMS M3 KOCTE KaNbLMs, KOTOPbIA C BO3pacTOM Npoucxoaut 1 Tak Gonee akTUBHO.

Taknm 06pa3oM, B OCHOBHOW Tpynne pucka HaxoOsiTCs XEHWMWHbl NMocne MeHonaysbl U XEeHWWHbI, Y
KOTOPbIX yAaneHbl SUYHUKK (opraHbl, BolpabaTbiBatowwme acTporeH). Kpome Toro, BEpOSITHOCTb pasBuTus
0CTeonopo3a MOBbIWEHa Y Nofel XPYNKoro TENOCNOXEHUS, Yy TeX, KTO He 3aHMMaeTcsl gon3nyYecknumu
YNPaXXHEHVSIMK, Y KYPUNbLLMKOB 1 L, ynoTpebnsiowmx 6onblune Konnyectsa ankorons. Puck passutus
3aboneBaHunsl TakxXe BO3pacTaeT Npu HU3KOM COAEPXaHWW KanbLus B AMeTe. YUeHble nonarawoT, YTo B
pas3BMNTAM OCTEONOPO3a HEMANIOBAXHYIO PONb UrpaeT HACNeAcTBEHHOCTb. Ecnu y uenoseka B cembe
BCTPEYanncb cry4au 3aboneBaHuvsi, TO AN HEr0 BEPOSTHOCTb MOSIBMIEHUS CUMMTOMOB BbILE, YEM B
CpenHeM.

B Poccun octeonopos amarHoctupytoT y 0,1 npoueHTa B3poCnoro HaceneHus. Yactora BCTpe4aeMocTu
3abonesaHns cMnbHO BapbupyeT no obnacTsm. Tak, B benropoackoi, Jiuneukoi, TamboBckol obnacTax
ocTteonopo3omM bonetot okono 0,005 npoueHTa xwutenei, B MockBe — 0,2 npoueHTa XuTenei, a B
Owmckoli obnactn — 0,6 npoLeHTa (3necb camas Bbicokas YactoTa rno Bceit Poccun).

OCHOBHbIE LIeNn NeYyeHns octeonoposa — NpeaoTBpaTuTb NepenoMbl KocTel 1, B naeane, yBennyinTb nx

MNOTHOCTb. Tem He MeHee, HW OoOVNH U3 CyLI.leCTByIOLI.lVIX MeToooB He MOXeT MNOJIHOCTbK BbINe4dYnTb
3abonesaHve.
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: annapara
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SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs4752946 CcC \2 0.96 PMID 18445777
rs10955924 AC \! 0.96 i PMID 18445777
rs2957137 AT T 1.04 e PMID 18445777
rs4548577 GG \2 0.96 PMID 18445777
rs6426748 GG \! 0.96 i PMID 18445777
rs11898505 AG T 1.07 e PMID 18445777
rs6696981 CC \2 0.96 PMID 18445777
rs3770748 AA \! 0.96 ** PMID 17687619
rs6929137 AG T 1.01 e PMID 18445777
rs3736228 GG \2 0.96 PMID 18455228
rs6993813 AG \! 0.96 i PMID 18445777
rs3018362 AG T 1.04 e PMID 18445777
rs3130340 AA \2 0.96 PMID 18445777
rs16964201 GG \! 0.96 He JOCTYMHO
rs12594287 GG l 0.96 He AOCTYMHO
rs17703883 GG T 1.64 He [0CTyrNHO
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@ Mo N'eH 3popoBbe / [NonureHHble 3abonesaHusi / BonesHn onopHoO-aBUraTenbHOro

annapara
mou rc&'H

PeBmatongHbin apTpuT

UHpunBnpoyanbHbin puck: 0.05
Puck no nonynsiuum: 2.5
CooTHOLWeHne UHAMBUAYANbHOrO LWaHca 3aboneTtb K NonynsiuMoHHomy: 0.02

PeBMaTonmHbIli apTpuT — XPOHWYECKOe 3aboneBaHue, BblpaXaloWeecs B MOCTOSIHHOM BOCMANneHuu
CYCTaBOB M MHOTLaA ApYrux yactei Tena. PeBMaTonmHblii apTpuT OTHOCUTCS K ayTOMMMYHHbIM 6ONE3HSM,
TO ecTb GONe3sHsIM, KOTOpble CBS3aHbl C HapyweHWeM paboTbl MMMYHHON CUCTEMbl. E€ KOMMOHEHTHI
HaYMHalOT NPUHMMATb KNeTKM COBCTBEHHOrO Tena (B AaHHOM Crydae — KeTKW, U3 KOTOPbIX MOCTPOEH®I
cycTaBbl) 32 MHOEKLMOHHbBIX areHTOB 1 aTakytoT UXx.

CycTtaBbl — 3TO co4neHeHuns OByx unm 6onee koctei. Korpa cycTaebl BOCManeHbl, OHW pacryxaor,
3aTPYLHAIOT ABWXEHWS U Hepedko 6onsat. lNpu peBmatoMaoHoOM apTpute 0ObIMHO CTpajatoT CycTasbl
obenx nafoHei U 3anscTuiA, a Takxe CycTaBbl HA Horax. BocnaneHue MoXeT pacnpoCcTpaHAaTbes Ha
oKpyXatowme CBS3KM, CyxoXunua un mblwubl. ObblMHO Bone3Hb nposenseT cebsi nepuoanyeckun: naxe
6e3 nevyeHns y naumeHToB MOryT HacTynaTb ANVUTENbHblE NEpPUOoLbl PEMUCCUN (OTCYTCTBUS CUMMNTOMOB).
OpHako co BpemeHeM 3aboneBaHue NporpeccrpyeT, 1 CUMNTOMbI CTAHOBATCS BCe 60nee BbipaxXeHHbIMU.
JnvutenbHoe BocnaneHwe paHo MAW NO3OHO NPUMBOAUT K CEPbe3HbIM MOBPEXAeHUsM cyctaBos. Kpome
TOro, MOTyT MopaxaTbCs Takme opraHbl Kak CepaLe v nerkme, Hepeoko HapylaeTcst KPOBETBOPEHNE.

MprynHbl PasBUTUS PEBMATOMAHOrO apTpUTa HEsicHbl. YacTble crydau nosiBneHus 3aboneeaHusi B
CeMbsiX yKasblBalOT HA €ro HacneACTBEHHYIO NMpupoady. YYeHble UAEHTU(PULMPOBAIN HECKONBKO MEHOB,
BapuaunMu B KOTOPbIX MOTYT BAUSTb Ha NMpeapacrnonoXeHHocTe kK 3abonesaHuto. K apyrum dgpaktopam
pvicka, CrnocoBCTBYIOWMM MNPOSIBNEHNIO CUMMTOMOB, OTHOCST KYPEeHVWEe U 3apaXeHne HeKoTopbiMU
6aKkTepusiMu 1 BUpycaMu.

3aboneBaHne BCTPEYAETCS Y XEHIWMH NPUBNN3NTENBHO B TPX pasa yalle, YeM y MyXuuH. Yawe Bcero
cuMnTOMbl apTpuTa obHapyxuBatoTcst B nepuog ot 40 no 60 net. B Poccun gnarHos «PeBmatongHblii
aptput» cTaBuTCs ogHomy wu3 400 uenosek. B pasnuuHbiX permoHax 4acTtota BCTPEYaemocTu
3aboneBaHnsi NPUBNN3MTENBHO OAMHAKOBA. «YemnuoHamu» MO apTputy sBRsTCs  bawkupus
(3aboneBaHve guarHoctupytoT y 0,68 npoueHTa HaceneHus), Skytus (bonetoT 0,58 npoueHTa XuTenew)
n Hosropoackas obnactb (apTput BcTpeyaetcs y 0,48 npoueHTa xutenein). B Mockse peBMaronaHbIM
apTpuToM b6onetoT okono 0,16 npoueHTa xuTenei, B CaHkT-MeTepbypre — 0,29 npoueHTa.

B HacTosiwee BpeMsl BbINEYNTb PEBMATOMAHbIA apTpuT Henb3as. CylecTeylolme npenapatbl AensTcs Ha
nBa Tuna. [lepBble yMeHblAIOT BHELWHWE MPOSIBNeHWs apTputa (CHMMarT 60fb U MPUNYXIOCTb).
MpenapaTbl BTOPOro Tna MNpoAneBaloT Nepuoabl PEMUCCUM W MPENSTCTBYIOT Pa3pyLEHNIO CyCTaBOB.
OG6bl4HO Bpay Ha3HayaeT oba Tuna nekapcTs.

Ot apTpuTta cTpagann MHorne mssecTHble noan. B mnx yncno sxodsat xyaoxHuk lMbep Orioct Peryap,

komnosutop Bonbdpranr Amagen MouapTt, nucatenb dgrap AnaH Mo. Vctopukn He ucknoyaT, 4T0
peBMaTouLHbIA apTpuT Bbin y BENVKOro 3aBoesatens AnekcaHapa MakenoHckoro.

www.i-gene.ru 58



mou r&’H

Mow N'eH 3popoBbe / MNMonvreHHble 3abonesannst / BoneaHu onopHo-LBUraTeNbHOMO

annapara
SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs13207033 AG \2 0.85 PMID 19417005
rs2416804 CG T 1.06 i PMID 17880261
rs2416806 GG \! 0.85 b PMID 17880261
rs3817964 AA \2 0.85 e PMID 15529352
rs6682654 AG T 1.14 PMID 18794858
rs1930780 GG \: 0.85 ** PMID 17880261
rs2240340 AA \2 0.85 PMID 16380915
rs2002842 CC \! 0.85 ** PMID 18668548
rs1748033 AA T 1.43 PMID 17265154
rs2104286 AA \2 0.85 He [OCTYMHO
rs2240339 GG \! 0.85 PMID 12833157
rs11162922 AG T 1.11 b PMID 17554300
rs10818488 AG T 1.19 PMID:17880261
rs9550642 GG \! 0.85 i PMID 17554300
rs6679677 CC \! 0.85 b PMID 17554300
rs2004640 AA \2 0.95 e PMID 19228650
rs10499194 AG T 1.13 i PMID 17982456
rs10733648 GG \! 0.85 b PMID 17804836
rs2900180 GG \2 0.85 PMID 17804836
rs3766379 AG T 117 PMID 18794858
rs2812378 GG \! 0.95 b PMID 18794853
rs4810485 CcC \2 0.85 ** PMID 19644859
rs3816587 AA \! 0.63 i PMID 17554300
rs6684865 GG \: 0.85 b PMID 17554300
rs11761231 AG T 1.22 i PMID 17554300
rs743777 AG \! 0.94 i PMID 17554300
rs3789604 AA \! 0.85 b PMID 16175503
rs2301888 GG \2 0.85 PMID 12833157
rs11203367 AA \! 0.85 PMID 12833157
rs7528684 AA \! 0.37 o PMID 18313765
rs660895 AG \2 0.85 PMID 15529352
rs6910071 AA \! 0.85 i PMID 15529352
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@

mou r&’H

Mow N'eH 3popoBbe / MNMonvreHHble 3abonesannst / BoneaHu onopHo-LBUraTeNbHOMO

annapara

rs3184504 AG T 1.01 He OOCTYMHO
rs1953126 GG l 0.85 > PMID 18648537
rs7574865 CC d 0.85 i PMID 17804842
rs6920220 AG T 1.02 He OOCTYMHO
rs2476601 GG l 0.85 b PMID 16490755
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Mo 'eH 3popoBbe / [NonvreHHble 3abonesanns / BonesHu cuctemsl
KpoBOObOpaLleHns, CEpAeYHO-COCYANCTON CUCTEMbI

mou r&’H

Bone3Hu cucteMbl KPOBOOGpaLLLEHUSs!, CEPAEYHO-COCYAUCTON CUCTEMbI

AcceHunanbHas aprepuvainibHass rmnepreH3us

MHousnpayanbHbin puck: 71.61
Puck no nonynsiuuu: 93
CooTHOLWEeHNe NHOUBUAYANbHOIO LWaHca 3aboneTb K NONynsAuMoOHHOMY: 0.77

ScceHUManbHOM  apTepuanbHO  TMNEPTEH3VEN  (TakXe WCMONb3yeTCsl BblpaXeHne nepBuYHas
rMNepTeH3ns) HasbiBAlOT TMOBLILEHHOE apTepuanbHOe [aBfeHWEe, He CBA3aHHOe C  KakuM-nubo
KOHKPETHbIM PacCTPOMCTBOM. Ha acceHuManbHylo TMNepTeH3nio MpuxomuTcs okono 95 npoueHToB
Cy4aeB XPOHNYECKM MOBbIWEHHOrO AaBNeHus.

3HayeHne apTepuanbHOro AaBleHNs N3MePSIIOT B MUIMMETPax pTyTHOro ctonba. Pe3ynbtat namepeHus
BKMIOYAET OBE UMPbl: NepBas — 3TO 3HAYEHWE CUCTONUYECKOrO AaBfEHWs (Ero ewe HasbiBaloT
BEPXHVM), a BTOpas — AOMACTONMYECKOro (HUXHee paeneHue). BepxHee paBneHwe cooTBeTCTBYET
LaBNeHWIO B COCyaax B MOMEHT, KOraa cepile cokpawaeTtcs v BolbpacbiBaeT KpoBb. HuxHee naeneHue
— 9T0 AaBneHWe B cocyaax npu paccnabneHwn ceppua Mexny cokpaweHusMu. HopmanbHbIM NPUHATO
cyutatb 3HayYeHuMe apTepuanbHoro gaeneHuss Huxe 120/90. Bonee BbiCOkMe nokasaTenu
paccmaTpuBaloTCS Kak NoBbIWEHHbIE.

Mpun apTepuanbHoM naBneHun Bblwe 120/90 n ocobeHHo Bbiwe 140/90 Bo3pacTaeT pPUCK PasBUTUS
3aboneBaHunii cepaua M3-3a Ype3MepHoW Harpysky Ha Hero, noyek (BMAOTb A0 XPOHMYECKOW MOYEYHOW
HeJoCTaTOYHOCTU) U a3 (CyXeHue COCydOB M MUKPOKPOBOTEYEHWS B CeTHaTKe), MoBblaeTCs
BEPOSITHOCTb MHCynbTa. KpoMe Toro, aptepuanbHasi runepTeHaust (0cobeHHO B cOYeTaHWM C BbICOKMM
YPOBHEM XOfiecTepuHa B KPOBU) CrocoBCTBYET pasBMTUIO aTepocknepo3a. ApTepranbHyto rmnepTeH3unio
nHorga HasbiBaloT H6e3MofBHbIM ybuiiueld, Tak kak 3aboneesaHue BMNOTb A0 MO3OHUX CTaguii MoXeT
npoTekaTb NpakTn4Yeckn 6ecCUMnTOMHO.

CornacHo COBPEMEHHbIM TEOPUSIM, Ha PasBUTUE apTeEpPUANbHON TUMEPTEH3UU BAMSIET UEnblii psig
Pas3nnyHbIX  PakTopoB. [lOBbIWEHUID —apTepuanbHOro  AAaBNEHUS  CMOCOBCTBYOT — Ype3MepHoe
ynotpebneHne conu (6onee Tpex-4eTbiPex rPaMMOB B CYTKW), N3OBbITOYHbBIA BEC, KYPEHUE, PEryNsiPHbIii
MpUeM ankoronsi, ManornoaBuMXHbIN 06pa3 Xn3HW, NOBbIWEHHbIA YPOBEHb XONecTepuHa B kposu. OfHUM
N3 BaXHEWWNX (PaKTOPOB PUCKA CHUTAIOT HACNELCTBEHHOCTb: PasBUTUE apTepuanbHON rMnepTeH3nn
CBA3bIBAIOT, B YACTHOCTU, C W3MEHEHWSIMW B FEHaX PEHVH-aHMMOTEH3WH-aNbA0CTEPOHOBON CUCTEMDI.
Bxonsime B aTy CUCTEMy FeHbl PEryNUpYOT coneBoi 6anaHc B OpraHvMaMe U MoAnepXWBatOT TOHYC
COCynOB.

B Poccun acceHumanbHas runepteH3vs guarHoctmpoBaHa y 7,6 npoueHta HaceneHwus. Cpenwn
B3POC/bIX FpaxpnaH a9ToT nokasaTtenb cocTasnseT 9,3 npoueHta. Ha tore ctpaHbl 3aboneBaHue
BCTPeYaeTcs pexe, 4eM Ha cesepe, xoTa B JlanbHEeBOCTOYHOM U YpanbCKoM dhenepanbHbIX OKpyrax
MPOLEHT BOMbHBIX MeHblue, YeM B cpefHeMm no Poccun. Bonblie Bcero crnydaes 3abonesBaHus — 21
MPOUEHT perucTpupyetcs B Antaiickom kpae. Camble HuU3kue nokasaTtenu no Poccum B Pecnybnuke
Apbiress — 2,7 npoueHta 6onbHbix. B MockBe [Ons B3pPOCHOrO HAaCeneHWsl C 3CCEHLMANbHON
runepTeHauneit coctaBnsiet 8,8 npoueHTa, B CaHkT-MeTepbypre — 16 NpoLEHTOB.

LOnsa  neveHns apTepuanbHOM  TMNEPTEH3WU  MPUMEHSIIOT  Kak  MEOMKaMEHTO3Hble Tak U
HEMeOUKaMeHTO3Hble MeTombl. [pu HEBbICOKOW CTEMEeHW pucka pPas3BUTUS OMACHBIX OCMOXHEHW
(oTHOCUTENBHO HeBoNblIOE NPEeBbIWEHNEe HOPMaNbHOMO 3HAYEHVs! aBNEHVs) NauneHTaM peKoMeHayeTcs
n3MeHuTb 0b6pas xmu3Hu. B nepsyto ouepelb GonbHble AOMXKHbI CHU3UTb MoTpebneHue conm u
ankorofibHbIX HamnuWTKoB, COPOCUTL BEC, W3MEHUTb AUETy, PErynsipHO 3aHMMaTtbCs OU3NYECKUMU
YNpaxHeHWsIMU 1 MO BO3MOXHOCTU Bpocutb KypuTb. B 6onee cepbesHbix crnydasix Bpay HasHavaet
npenaparbl, CHUXatoWme 3HaYeHe apTepranbHOro AaBneHNs.
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@ Mo 'eH 3popoBbe / [NonvreHHble 3abonesanns / BonesHu cuctemsl

KpoBoOGpalLeHN s, CepaAeYHO-COCYANCTON CUCTEMDI
mou rc&'H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs17376328 GG \2 0.88 PMID 19219041
rs5186 AA \! 0.88 He OOCTYMHO
rs198358 AA \2 0.88 e PMID 19219041
rs3781719 GG T 1.76 > PMID 18959118

rs5335 CG T 1.05 i PMID 18172451
rs765250 AA \2 0.88 b PMID 19347040
rs7961152 AA T 1.3 i PMID 17554300
rs2820037 TT \! 0.88 i PMID 17554300
rs3794260 GG \2 0.88 e PMID 18003638

rs11110912 GG l 0.88 e PMID 17554300
rs1937506 GG \! 0.88 i PMID 17554300
rs3755351 AC T 1.15 e PMID 18003638

rs5370 CC \2 0.88 PMID 18663623

rs4961 cC \! 0.88 He JOCTYMHO
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Mo 'eH 3popoBbe / [NonvreHHble 3abonesanns / BonesHu cuctemsl
KpoBOObOpaLleHns, CEpAeYHO-COCYANCTON CUCTEMbI

mou r&’H

Mwemnueckasn 6onesHb cepaua

MHousnpayanbHbin puck: 21.54
Puck no nonynsiuuu: 50
CooTHOLWeHe NHOUBUAYaANbHOrO WaHca 3abonetb K NONynsuMoHHomy: 0.43

Mon TepMyHOM mweMmnyeckas 6oneaHb cepaua (MBC) o6beanHsIloT HECKONBbKO TUMOB MaTONOrM4ecKmx
COCTOSIHWIA, BbI3BAHHbLIX HEOOCTAaTOYHLIM CHAOXEHVWEM KPOBbIO CepaeqHOW MbllWUbl, WM MKUoKapaa.
HapylweHune kpoBoCcHabXeHNs1 MPOUCXOONT N3-3a NOPaXEeHNs NMTaWmMX MMoKapa CocyaoB.

dyHKkuMs cepiua 3aknoyaetcs B obecnedyeHnn Toka KpoBu Mo Teny yenoseka. KpoBb pasHoCUT K
TKaHSIM 1 OpraHam KMCNopoA v nuTatenbHble BelecTBa. Camo cepaue Takke HyXOaeTcs B NOCTOSIHHO
noanutke. OHO cHabXaeTcs KPOBbIO MPY MOMOLM 0CobbIX apTepwii, Ha3biBAEMbIX KOPOHaPHbIMU. Ecnn
TOK KPOBWM MO KOPOHAaPHbIM apTepusiMm ocnabnsietcs, cepaue HauyvHaeT «3amblxaTbCs». Y4nTbiBas
MPWYMHBI MWeMUYeckoin 6onesHn cepaLa, ee 4acTo Ha3biBalOT KOPOHAPHO BONE3HbIO.

PasnnyaloT Heckonbko OCHOBHbIX nposieneHuin VIBC. TNpu noctaHoBke AguarHosa Bpayu Bcerpa
YTOUHSIOT, Kakas M3 KNMHW4eckmx cpopm 3abonesaHus obHapyxeHa y naumeHTta. [pu cteHokapoum
6onbHble XanyloTcs Ha 6ony B rpyan, BO3HMKAKOWME NPY PU3NYECKMX HArpyskax unmM aMOoLMOHaNbHOM
HanpsxeHun. WHpapkToM Muokapha HasbiBaldT BO3HUKHOBEHME O04aroB OMEPTBEHUS B  TKaHsX
cepOeyHol Mbllwbl. Yawe BCero OH MpPoBOLMPYETCS TPOMOOM (KPOBSIHBIM CryCTKOM), OnoKMpyowmm
npoceeT apTepun. Mpu OTCYTCTBUM CPOYHOIO NEYEHUS MHAPAPKT MOXET OKOHYMTLCS CMEPTHIO BONBHOTO.
JletanbHbii ncxon y ctpagpatowmx MBC MoxeT npon3onTn B pesynbTaTe BHE3anHOW OCTaHOBKU cepaua
13-3a HapyLeHNs 3NEKTPONPOBOAMMOCTY MMOKapaa. ATo NposiBneHne 3abonesaHns Noay4Ymno Ha3saHne
BHE3arnHown KopoHapHoOWn CMepTu.

NBC saBnseTcq OOHOW M3 OCHOBHbIX MPWYMH CMEPTHOCTW Cpeau B3POCNOro HaceneHms. MyXuyuHbl
noABepXeHbl aToMy 3aboneBaHumio yawe XxeHwuH. B Poccun NBC cTpapatoT 6,2 npoueHTa XuTenem.
PacnpocTtpaHeHHOCTb 3aboneBaHns No perMoHam CTpaHbl CUNbHO BapbupyeTcs. bonblue Bcero cnyyaes
peructpupyetcs B Antaiickom kpae — 10 npoueHToB, B Benroponckoin obnactm — 11 npoueHTos,
Hosropogckoin obnactm — 13 npoueHtoB, Mockee — 10 npoueHtoB u CaHkT-leTepbypre — 14
MPOLEHTOB.

MpuunHoit passutusa MIBEC B nopasnsioweM GONbLIMHCTBE CNyYaeB SBNSIETCS aTepOCKNepo3 — CyXeHne
npoceBeTa KOPOHapPHbLIX COCYLOB M3-3a OT/IOXEHMUS XONEeCTEPUHOBLIX Onsiwek. D1a NaTonorus, B CBOKO
o4yepenp, CBsI3aHa C TakuMmy oakTopamy, Kak aptepuanbHas rmnepTeH3ns (XPOHUYECKU MOBbIWEHHOE
KpOBSIHOE [LaBneHue), KypeHue, n3bbiTouHas Macca Tena, caxapHblii nuabeT, HenmpaBunbHOe nuTaHue,
MOBbLIWEHHbBI YPOBEHb XONECTEPMHA B KPOBU, BO3pacT (4actota passutusa MIBC Bo3pactaet nocne 50-60
net). BaxHyio ponb urpaeTr HacnenCTBEHHOCTb — Yy MAUMEHTOB, ONM3KME POACTBEHHWKU KOTOPbIX
ctpagatot ot VIBC, puck passntns 3abonesaHus Boille.

Lnsa agpdpektBHOro nevenms MBC 60nbHbIM H4acTo HEOOXOAUMO N3MEHUTL 06pa3 XM3HU, B YaCTHOCTH,
n36aBUTbCA OT NUWHEro Beca M OpocuTb KypuTb. Bpay MoXeT HasHauuTb nauueHTy npenaparbl,
yMeHblaowue cumntomatndeckme npossneHns VIBC u npenatcTeyowme pasBUTUIO TSXENbiX OOpM
6onesHu, Takux, kKak MHPAPKT Mrokapaa. B HekoTopbix cnydasx MBC neueHue TpebyeT XMpypruyeckoro
BMEWwarenbcTea.
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SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs11206510 AG \2 0.98 He JOCTYMHO
rs12526453 CG \! 0.99 He OOCTYMHO

rs964184 GG 2 0.9 He AOCTYMHO
rs17465637 cC \2 0.9 He [OCTYrHO
rs9982601 GG \! 0.9 He OOCTYMHO
rs1994016 AG T 1.08 He JOCTYMHO
rs514659 AC T 1.09 He [0CTyrNHO
rs671 GG \! 0.9 He OOCTYMHO
rs2943634 AC T 1.08 i PMID 17634449
rs17411031 CC l 0.9 i PMID 17634449
rs2891168 GG T 1.39 i PMID 18048406
rs34210653 GG 2 0.9 o PMID 17959182
rs1333042 GG l 0.9 i PMID 17478679
rs1333048 CC \! 0.9 o PMID 17478681
rs2383206 GG 2 0.9 o PMID 19033013
rs17489268 AA l 0.9 i PMID 17634449
rs1043618 CC \! 0.9 i PMID 19333379
rs7865618 AA ) 0.9 e PMID 17634449
rs688034 GG l 0.9 PMID 17554300
rs9632884 GG T 1.39 i PMID 17478681
rs1799983 AC 2 0.9 e PMID 15007011
rs2306374 AG T 1.04 i PMID:19578364
rs6725887 AA \! 0.9 He JOCTYMHO
rs10893081 AG 2 0.9 o PMID 18652945
rs7250581 GG l 0.9 i PMID 17554300
rs8055236 CC \! 0.9 i PMID 17554300
rs2383207 GG 2 0.9 o PMID 18757290
rs5065 AG l 0.9 PMID 18212314
rs6922269 AG T 1.08 i PMID 17554300
rs7613868 AG 2 0.9 e PMID 17357071
rs7439293 AA \2 0.9 He LOCTYrHO
rs2298566 cC \! 0.9 He JOCTYMHO
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http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17478681
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http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18757290
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18212314
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17554300
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17357071

mou r&’H

Mow 'eH 3popoBbe / [NonureHHble 3abonesanns / BoneaHu cuctemsl
KpoBOOOpaLLEHNS, CEPLEYHO-COCYANCTON CUCTEMBI

rs10757274 GG T 1.17 He [0CTYrNHO

rs1333049 GG T 1.72 PMID 17554300
rs17672135 AA l 0.9 PMID 17554300
rs3798220 AA l 0.9 PMID 18775538
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MUHpapkT MmMokapaa

UHpunBnpoyanbHbIN pyUck: 27.43
Puck no nonynsiuuu: 70
CooTHOLEeHne UHAMBUAYANbHOrO LWaHca 3aboneTtb K NonynsiuMoHHomy: 0.39

WHapkToM Muokapaa HasbiBalT NPoLEce rmbenu 4act CepaeyHO MbllLbl (MMEHHO OHA HA3bIBAETCS
Muokapgom). Hanbonee yactol MpUHMHON MHpapKTa MuoKapaa SIBNSIETCs 3aKynopuvBaHUe apTepuu,
nuTaroWwel KNCNopoLoM MOKapL.

Cepaue — OTHOCUTENBHO KPYMHbIA OpraH, PacronoXeHHbIA B NIEBOMA YacTu rpynHo Knetku. B tedeHne
BCE XM3HM YenoBeka ceplle COoKpalaeTcs W, Kak Hacoc, NpokayunBaeT no opraHuamy kpoBb. KpoBb
pa3HOCWUT BCEM TKAHAM W OopraHam Tena nutatenbHble BewectBa W kucnopod. Camo cepaue Takxe
Hy>xaaeTcs B nutaHun. OHO NoCcTynaeT K HEMy MO CreuuanbHbIM apTepusiM, MOMyYMBLWIMM Ha3BaHUe
KOpOHapHbIX. Ecnu no kakvM-nmbo nmprymMHaM NpOTOKM KOPOHAPHBIX apTepuil NMepekpbIBaOTCS, TKaHU
cepaua, He nonyyarolme Kmcnopoaa, HaunHarot ymmpatb. O6pa3oBaHue o4aros OMePTBEBLIMX TKaHel B
cepaLe 1 Ha3blBalT NHAPAPKTOM MyoKapaa.

Yawe Bcero Ha nepeoit ctaguu nHdapkTa 6osbHble YyBCTBYHOT peskyto 6onb B rpyau, KoTopasi MoXeT
pacnpoCTPaHATbCS Ha NEBYIO YaCTb CMVHbI, IEBOE MNEeYo, KA4uULy, Nonatky Wam Ha BCO pyky. Ecnm B
TeyeHne 20-40 MVHYT NPUTOK KPOBM K MUOKapoy He OyneT BOCCTAHOBMEH, €ro KNETKM HAYHYT yMUPaTh.
Mpouecc rnbenu TkaHeh cepheyHON MblLbl MOXET 3aTsHYTbCs Ha 6-8 YacoB. [ocTeneHHo (B TeyeHne
HECKOMbKMX MECSILeB) Ha MecTe normbwmx Knetok cdopMmmpyeTcss M ynnoTHutes pybel U3
COEOVHUTENBHOM TKaHW. B 0Tnnyme OT MbllleYHOoR, coeanHNTENbHAs TKaHb He crnocobHa cokpalatbes, a
3HauunT, Nocne nHgapkTa cepaue byneTt xyxe BbINMONHATL CBOW (PYHKLIMU.

Hanbonee pacnpocTpaHeHHOW NPUYMHON UHGAPKTa MMOKapaa SIBNSEeTCS 3aKyrnopvBaHUMe KOPOHApPHONA
apTepnn XoNecTeprHOBO BnswKor. XonecTepuH — 370 XnponofobHOe BELECTBO, KOTOPOE HEOBXOANMO
opraHvwaMmy, Hanpumep, Ons CUHTE3a HEeKOTOpbIX ropMoHoB. OOHAKo y MHOrMX naen ypoBeHb
XonecTepumHa B KPOBMW MOBbIWEH, YTO MNPUBOLAUT K OTNOXEHWUIO 3TOr0 BelecTBa Ha CTEHKax COCY[LOB.
MocTeneHHO UX MPOCBET CYXaeTCs BMNOTb A0 MOMHOM 3aKyrnopku. KpoMe TOro, XonecTeprHoBble Bnsiikm
MOryT OTpblBaTbCS OT CTEHOK COCYHOB M C TOKOM KPOBW MEpeHOoCUTbCH B Apyrue 4actu opraHuama.
Monagas B y3kme cocydbl, ONAWKM MOryT MNOMHOCTbIO Onokmposatb ux. [lopaxeHwe apTepwit
XONECTEPMHOBLIMU BnslkaMu Ha3bIBAETCS aTepoCKnepo3oM. Puck atepockneposa Bollle y nogein ¢
N30bITOYHLIM BECOM, MOBLIWEHHLIM apTEPMalbHbIM OaBneHneM, Yy O0nbHbIX OuabeToM, a Takxe Yy
KypunblukoBs. B pa3sutum aTon Natonorum BbICOKa Posib HACNEACTBEHHOCTMU.

B Poccumn guarHo3s «MHdapkT Mrokapaa» ctaBmTcs 11 npoueHTam B3poCnoro HaceneHms crpaxbl. Ciona
BXOOST W CNyd4anm MOBTOPHOrO MHGApKTa B TeYeHMe roaa nocne nepsoro cryyas 3abonesaHusi. B
CpelHeM B PasNUyHbIX PerMoHax pacnpocTpaHeHHOCTb 3aboneBaHus NpUMEPHO onuHakosa. Bonbuwe
BCEro cryyaeB WHgapkTa (21 npoueHT HaceneHusl) oTMedeHo B KocTpomckoi obnactu. Pexe Bcero
(okono 1 npoueHTa HaceneHus)) MHKPAPKT Mrokapha AauarHoctupytoT B Pecnybnvke ToiBa. Crerka
MOHMXEHa YactoTa WHAAPKTOB B HekoTopbix pernoHax CesepHoro Kaekaza, B uenom B HOXHOM
henepanbHOM okpyre 1 B KanuHuHrpanckon obnact. B MockBe nHdpapkT Mrokapaa ouarHoCTUpyeTcs
y 7 NpOUEHTOB XuTeneir. Y kypswmx 3abonesaHve OTMevaeTcs B 2-5 pas valle, YEM Yy HEKYPSLWMX,
MPUYEM YEM MOJOXE KYPUNbLUMK, TEM BbIlE AN HEFO PUCK pa3BUTUS 3ab0neBaHMS.

Lns neyeHust MHgapkTa Mnokapaa 60MbHOMY 0A0T CPEnCTBa, PACTBOPSIOLME 3aKyNOPUBLLMKA apTeputo
TpoMb, a Takxe CPencTBa, CHUXaloWWe Harpy3ky Ha cepiue (Hanpumep, Bpay MbiTaeTcs NOHWU3UTb
apTepvianbHoe [aBfeHVe WM YMEHbWWTb 4acTOTy CepAeyHbiX cokpaleHuid). Yem paHble HayaTo
neyeHve, TeM MeHee TsXenbiMu OymoyT mnocnefActeus uMHdpapkTa. Ho Hukakue nekapctBa He MoryTt
BOCCTaHOBUTL MOrnbmne KNneTku cepaeyHol MbllwLbl.
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SNP FeHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus
rs1010 AG T 1.54 e PMID 16690874
rs1333042 GG \2 0.88 e PMID 17478679
rs619203 CC \! 0.88 > PMID 16175505
rs17465637 CC \2 0.88 e PMID 19198609
rs1800629 GG \2 0.88 > PMID 16319659
rs1063192 AA \! 0.88 > PMID 19272367
rs11881940 T \2 0.88 e PMID 16690874
rs1800888 GG \2 0.88 > PMID 18940527
rs1927911 AG 1 > PMID 18549840
rs483223 GG \2 0.88 e PMID 16175505
rs11206510 AG l 0.88 PMID 19198609
rs1746048 GG \! 0.88 o PMID 19198609
rs17228212 AA l 0.88 i PMID 17634449
rs10845271 AA T 1.39 > PMID 16175505
rs1376251 AG T 1.08 > PMID 16175505
rs3918242 AA \2 0.88 e PMID 17893005
rs8089 AC T 1.05 PMID 18178577
rs1333040 AA \! 0.88 i PMID 17478679
rs501120 AA \2 0.88 HEe LOCTYMHO
rs599839 AA \2 0.88 He [OCTYrHO
rs10757278 GG \! 0.88 He JOCTYMHO
rs2331291 AG T 1.22 He [OCTYMHO
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UHcynbT

Puck no nonynsauuu: 4.2

WNHcynbTOM Ha3blBalOT HapylleHue pyHKLUIA MO3ra, BbI3BaHHOE pe3kmM nepeboeM ero KpoBOCHaBXEHUS.
KpoBb [ocTaBnsieT K Knetkam Mo3ra — HelpoHaM - KMCMOPOL U TMoko3y. bes aTux BewecTs HeipoHsbl
normbaloT B TeyeHue nATM MUHYT. [lOMUMO TepMUHA «MHCYNbT» WHOTAA WCMONMb3YT Takue
HaVMeHOBaHWsl Kak yoap Wiv aronnekcus (MHoraa roBOPSAT «arnorjiekcu4eckuin yaap», HO Takoe
BblpaXeHUe HeBEPHO, Tak Kak CNoBO «arnoniekcus» B NepeBoae C rpeveckoro camo no cebe o3Havaet

<<yﬂap>>)_

lMpekpalieHne Toka KpOBW MOXET MPOMCXOAUTb MO HECKONbKMM MpuynHam. B 3aBMCUMOCTM OT TOrO,
KakoW ¢pakTop Bbi3Basl HapylleHWe KPOBOCHAOXEHWs, pasnmyatoT HEeCKONbKO TUMOB MHCYNbTOB. Yalle
BCEro ypap MpPOMCXOOUT MK3-3a CYXEHWa WM MNOMHOro nepekpbiTUa nuTalowmx MO3r COoCynoB B
pesynbTaTe WX YMIOTHEHWS WM OTIOXEHWUS aTepockriepoTndecknx Onswek. OB6blMHO MopaxatoTcs
MefKne Ccocynbl, KOTOpble MOryT ObiTb [LOMONHUTENbHO CYXeHbl MOo4 BO3AEMCTBMEM Takux (DAKTOPOB
pucka, Kak BbICOKOE apTepuanbHOe [OaBneHne W KypeHue. OTOT TWM  WUHCynbTa HasbiBatoT
TPOMOOTNYECKUM. OMOONIMYECKMIA WMHCYNbT Cly4aeTcsl Mpu 3akyropke OAHOr0 W3 MNUTAIOWMX MO3r
COCyLOB CrycTKOM KpOBM WM OTOPBAaBLIEACS aTepocknepoTnyeckoin 6nsiwkoin. OB6bIMHO CrycTKu
obpasytoTca B cepaue npu HapyweHUn cepaevyHoro putma. TpoMboTmyeckuii n aMOONNYECKNin NHCYNbTbI
06beanHAIOT B KaTeropuio NWEMUYECKMX MHCYNbTOB. MemMns — aTO rpeyvyeckuin TepMUH, 03HaYatowWnii
npekpalleHne KpoBoCHabXeHNst kKakoi-nnbo Yactun Tena.

Mpn remMopparMyeckoM MHCYNbTE MPOVCXOANT PaspblB CTEHKM KPOBEHOCHOro cocyna B Moary. Momumo
TOro, 4TO YacTb MO3ra, CHabXaBlWasiCa KPOBbl OT 3TOr0 Cocyna, NMWaeTcs NUTaHus, nocTynawowas
KPOBb CO3[aeT MOBbIEHHOE LaBneHue, KoTopoe narybHo ckasbiBaeTcsi Ha paboTte HelpoHoB. Ecnu
KPOBb M3 MOBPEXAEHHOTO COCyda CKamiMBaeTCsl MeXAy LByMsi BHYTPEHHVWMU obonoykamy Mmosra —
MSITKOWA 1 apaxHouaanbHON (MayTUHHOI) — TO roBOPSAT 06 apaxHOULabHOM KPOBOTEHEHMUN.

B 3aBUCMMOCTU OT TMMa anonnekcuyM ee CUMMTOMbI MOFyT OTINYaTbCs. TeM He MeHee, O pPasBuTUM
MHCYNbTa MOXHO CyAUTb MO MOSIBIEHWIO PE3KOIM ronoBHOM 6onu, BHE3amnHoW HemOoTbl Unu npobrnem ¢
MOHUMaHNEM MPOVCXOASLLEr0, HAPYWEHMIO 3PEeHUs, cnabocTi MbIlWL, LA U KOHEYHOCTE (0COBEHHO Ha
O[ZHOI CTOPOHE Tena), roNIoBOKPYXXEHUIO, TPYAHOCTSIM C NoaaepXaHueM koopauHaumu. MNpy nossneHum
ntoboro 13 aTX CUMNTOMOB 60/IbHOMY HEOHX0AMMO Kak MOXHO BbICTpee okasaTb MeAULIMHCKYHO NMOMOLb.
Uem paHble 6yaeT HayaTto nevyeHune (CYeT aeT Ha MUHYThI), TeM MeHbLe ByayT NocneacTsus oT yaapa.

Hanbonee Taxenble HapylweHWs BO3HMKAIOT NpPW remMopparnyeckoM uHcynbTe. MNpu aToM Tune ynapos
CMEPTHOCTb B MePBbIA MECSL, NOCNe anorniekcun coctaBiseT okono 33 npoueHToB. B gpyrux cnyyasx
oHa He npesblwaet 15 npoueHToB. VHCynbTbl No6Oro TMna NPUMBOLAT K HAPYWEHWSM TEX WU WHbIX
hyHKUMIA. HYacTo niogn, NepeHecIuMe MHCYNbT, UCMbITLIBADT TPYAHOCTU MPW NMEPEnBUXEHUMN, TEPSIOT
CNocobHOCTb rOBOPUTb U yxaxmeaTb 3a coboir. Okono 20 NPOLEHTOB CO BPEMEHEM MOTYT BEPHYTHCS K
06pasy Xn3HW, KOTOPbIA OHU BENW [0 yaapa.

B pasBuTbiX CTpaHax WHCYNbT 3aHWMaeT TpeTbe MecTO Cpedn MNPUYUH CMEpPTHOCTU nocne
CepLEeYHO-COCYAUCTLIX U OHKonormyecknx 3aboneeaHuit. B Poccuu uHeynbT nuarHoctupyetcs y 0,275
npoueHTa xutenen. B kpynHbix ropopax ata umdppa sodpactaer o 0,42. VMwemuyeckme WHCYNbThI
COCTaBnsAT 0kono 80 NPoUEHTOB OT BCEX TUMOB MHCYyNbTOB. B uenom no Poccum atoT TmMn yoapos
oTMeyvaeTcsa y 0,218 npoueHTa xutenein, B KpynHbix ropogax —y 0,35 npoueHra.

Anonnekcmsa MOXeT NPOoBOLMPOBATLCA PSAOOM (PAKTOPOB. BeposATHOCTb MHCynbTa Bbllwe Yy fA04eiR C

BbICOKUM apTepuanbHbiM gasneHumem (ot 4 oo 10 pas B 3aBMCMMOCTU OT CTEMEHW MpPEeBbIWEeHWs), Y

Kypsiwmx (KypeHne cnocobCTByeT NMOSIBNEHUIO aTEPOCKNIEPOTUYECKNX BrsileK 1 yBENMYMBAET PUCK yaapa

B 1,5 pasa), y nofeli C HapylweHHbIM CEPAEYHbIM PUTMOM, Y AMABETVUKOB, y NioLei, Yeil ypoBeEHb

X0necTepuHa B KPOBW MOBbIWeEH. PUCK MHCyNbTa yBennyMBaeTcs C BO3PacTOM, a Takxe B cryyae, ecnm
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Mow 'eH 3popoBbe / [NonureHHble 3abonesanns / BoneaHu cuctemsl
KpoBOObOpalleHNs, CEPAEYHO-COCYAMCTOM CUCTEMBI

onpenensieTcs HacNeaCTBEHHbIMM cpakTopamm).

SNP FeHoTMN BnusiHue Bknap, JocTtoBepHOCTb UccneposaHus
rs12425791 AG T 1.06 e PMID 19369658
rs11833579 AG T 1.06 e PMID:19369658
rs2071559 AA \2 0.81 PMID 19520980

rs966221 AG T 1.22 ** PMID 18694398

rs6797312 AT T 1.63 ** PMID 17961231

rs1401296 AG \2 0.81 He [OCTYMHO
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@ Mo 'eH 3popoBbe / [NonvreHHble 3abonesanns / BonesHu cuctemsl

KpoBoOGpalLeHN s, CepaAeYHO-COCYANCTON CUCTEMDI
mou rc&'H

MepuartenbHasa aputMms (chmbpunnsaumus npeacepaun)

MHousnayanbHbin puck: 6.1
Puck no nonynsiuuu: 10
CooTHOLWEeHNe MHOUBUAYaANbHOrO WaHca 3abonetb K NoNynsuMoHHomy: 0.61

MepuatenbHast aputMusi, unu UbpunnauMs npencepmnuii, - 310 3aboneBaHWe, NpU KOTOPOM
HapywaeTcsl HOpMasbHbIA cepaeyHbin puTM. CokpalleHus cepiua MPOUCXOAST MoJL BO3LEWCTBUEM
3NEeKTPMYECKOro paspsna. B HopMme paspsanbl CTUMyNMPYOT TKaHW cepaua Yepes paBHble MPOMEXYTKM
BpeMeHu. [Npu MepLaTenbHON apuTMN paspsiabl NPOUCXOAAT HEPETYNSIPHO M HAMHOro BbiCTpee, YeM B
300POBOM cepaLe.

Cepaue — 370 opraH, KOTOpbI NMPOroHsieT KpoBb MO BCeMy opraHuamy. Cepaue Oenutcsl Ha veTbipe
oTOoena: [OBa BEPXHUX HA3bIBAOTCS MpPeacepauMsMu, OBa HUXHMX — Xenypodkamu. ObepHeHHas
KNCNOPOAOM KPOBb MOCTynaeT B MpaBoe NpeAcepave, KoTopoe, CoKpalasch, BbiTankuBaeT KpPOBb B
npa.blii xenypodyek. CokpalleHWe MpaBoro Xenynoyka 3acTaBnsieT KpoBb WMAOTWM B NErkue, roe oHa
HacbllaeTcs kucnoponom. M3 nerkux KpoBb MOCTyrnaeT B feBoe Mpencephve, a oTTyna — B NEBbINA
xenynouek. CokpalleHue nocnefHero BbITaNkMBaeT KPOBb B apTEPUM, HECYLLME €€ KO BCEM TKAHSIM U
opraHam Tena. B HopMe yacToTa cokpaleHns Npeacepanii 1 Xenyno4koB OANHAKOBA.

ONeKTpUYECKMii 3aps, Bbi3blBAKOWMA CEpAEYHble COKpaLWeHUs, B HOpMe 06pasyeTcsl B ONpeaeneHHOM
yyacTke CepleyqyHON Mbillbl, MOAy4yMBILEM Ha3BaHue BoauTenb putMma. [lpyn MepuaTenbHon apuTMum
paspsiobl Ha4YMHalT reHepmpoBaTbCsl U B OPYyrux 4actax cepua. Takue “nocTopoHHME” paspsgbl
3acTaBnsOT Npeacepans 1 Xenynooyky cokpalarbCcs B HEECTECTBEHHOM PUTME U HECUHXPOHW30BaHHO.
Ecnn B HopMe cepiue cokpalaeTcs ¢ YyactoTor 70-80 yoapos B MUHYTY, TO Npy aputMumn npeacepams
MOryT cokpauwarbcs ¢ YyactoTon fo 350 yoapoB B MUHYTY, a Xenynoykn — ¢ yactoton o 150 ynapos B
MUHYTY. B nTOre KpoBb U3 Mpencepauii He ycrieBaeT HamoNHUTL Xenynoyku, U nocnenHue pabortatot
HEeaPEKTMBHO - BbIBPACHIBAIOT CAMWKOM Mano KPOBK.

BonbHble ¢ MepuaTenbHON apuTMMER XanyloTCS Ha CAWWKOM BbICOKMIA CEPAEYHbIA PUTM; UM KaxXeTcs,
yTo cepaue kak 6bl Tpenbixaetcs, unM Mepuaet. M3-3a HepoCTaTOYHOrO MOCTYNNeHUs oboralleHHoM
KACNOPOAOM KPOBM B OpraHuam MoryT Habniogatbcs cnabocTb, FONOBOKPYXEHUe, 06MOpoKM,
3aTpynHEHHoe AbixaHue. [euuut KACNopona B CEPAEYHON MbllLe MOXET Bbi3biBaTb 6011 B rpynu.
Hepenko y 6onbHbIX pasBuBaeTCs cepaevHasl HeoCTaToO4HOCTb. V3-3a HapyweHns cnaxeHHon paboTol
XenynoykoB 1 Npeacepinin B cepaue MOXET 3actamBaTbes kpoBb. Co BpeMeHeM oHa rycteet. Cryctku
MOryT NyTewecTsoBaTb Mo opraHnamy. [pu nonagaHum B y3KMA COCy, OHM nepekpbiBatoT ero. Ecnm ato
npoucxoamnT B nerkmx, To obpasoBaBwascs KpoBsHas «npobka» MOBPeXAaeT NeroyHyio TkaHb. [Mpu
3aKynopusaHuy COCya0B B MO3ry MOXET pasBUTbCS UHCYNbT.

B Poccun MepuatenbHasi apuTMmsi OMarHOCTMPYeTCS Yy KaXnOoro coToro Xutens. Passutuio atoro
Hegyra cnocobCTBYIOT NMPEKNOHHBIA BO3PACT, NOBbIWEHHOE AABNEHUE, HEKOTOPbIE CEPAEYHbIE NATONOMM
(HanpuMep, MHMaPKT MUOKapaa, HapylweHus B pabote MATPANbHOrO knanaHa), 6onesHn nerkmx. Kpome
TOro, pUck oubpunnsuMn NPeacepauii Bollle y Nioaen ¢ runepdyHKUMENR WIMTOBUAOHOM Xenesbl 1y nuL,
3/10yNnoTPEONSIOWNX anKoroneM.

Lns yMeHblIeHNs CMMNTOMOB MepLaTtefibHoN apuTMUM HeoBX0oMMO, BO-MePBbIX, YCTPaHUTL Bbi3BaBlINeE
ee pakTopbl. B uoeane Bpay MOXET MOMbITaTbC BOCCTAHOBUTb HOPMasbHYIO YacTOTy SNEKTPUYECKMX
paspsinoB B cepaue (HO caenaTb 3TO BO3MOXHO He BCerna). TeM He MeHee, Mpu MOMOLWW NeKapcTs
BO3MOXHO CHW3WUTb CepAeyHbli pUTM M NpenoTBpaTuTb 06pasoBaHMe CrycTkoB KPOBU. B HEKOTOpPbIX
cnydyasx 6onbHbLIM YCTAHABNMBAIOT UCKYCCTBEHHbIN BOAUTENb PUTMA.

Tak Kak NpUYMHO MepLaTenbHON apUTMX SBASKOTCS HapYLWEHNS ANEKTPUYECKMX NPOLLECCOB B CepaLe,

LONIroe BPEMsi Bpayy He MOrnv MaeHTMguumMpoBaTtb 3aboneesaHne. 310 cTano BO3MOXHbIM B XIX Beke
nocne Toro, Kak y4eHble NPOLBMHYINCD B U3YYEHUN SBNIEHMS 9NEKTPUYECTBA.
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SNP FeHoTMN BnusiHne Bknan, IocToBepHOCTb UccnenosaHus
rs13376333 GG \2 0.93 He [OCTYrHO
rs7193343 GG 2 0.93 PMID 19597491
rs10033464 CC \2 0.93 i PMID 17603472
rs2200733 GG \2 0.93 PMID 17603472
rs35594137 GG \2 0.93 He OOCTYMHO
rs10465885 AG \2 0.93 HEe LOCTYMHO
rs6843082 AA \2 0.93 He [OCTYrHO

www.i-gene.ru 71


http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19597491
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17603472
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17603472
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3aBMcmMocTmn

Ankoronusm

MHousnpayanbHbin puck: 1.24
Puck no nonynsiuuu: 16
CooTHOLWEeHNe MHOUBUAYANbHOrO LWaHca 3aboneTb K nonynsumnoHHomy: 0.08

AnKOronn3mMoM Has3biBAKT TSXENoe PacCTPOWCTBO, MPWU KOTOPOM YENOBEK WCMbITHIBAET HYPE3BblH4aiHO
CWNbHYIO TSTY K CIMPTHOMY. B oTnnyme o1 300poBbIx ntofer (nycTe aaxe u ynotpebnsiowmx 6onblive
[l03bl CMIUPTHOr0) ankorofiIK He MOXET OTKa3aTbCs OT BbINMBKU, NAXE €CNMU MbSHCTBO YXe MPUBENO K
cepbeaHbiM npobremam co 300POBbEM, a TaKXe Heypsamuam B ceMbe U Ha pabote. XenaHue BbIMUTb Y
ankoronvka rno cune Moxert BblTb CPaBHMMO C YyBCTBAMIM OCTPOrO rofiofa U CUMBbHON Xaxapl.

OCHOBHbIM [EACTBYIOWMUM KOMMOHEHTOM CMMPTHBLIX HANUTKOB SIBNSIETCS 3TW/OBLIA CNUPT, UAM 3TaHON.
970 BelwecTBO crnocobHO BO3LENCTBOBATL HA MO3r YeroBeka, Bbl3biBasi YyBCTBO aligpopun. Kpome Toro,
aTaHon cnocobcTByeT paccnabneHunio u co3naeT YyBCTBO YBEPEHHOCTH B CBOMX cunax. Mpu ysennyeHum
[l03bl CMUPTHOIO 3CPPEKT MEHSIETCS: YENOBEK TEPSIET CNOCOOHOCTb NOMMYECKM PacCyXnatb, HE MOXET
KOHTPONUPOBAaTb CBOW ABWXEHNS U PEYb, ¥ HETO HapyLaeTcs NamsThb.

STaHon B 60OMbLIMX KONMMYECTBAX 0KA3blBAET TOKCUYECKOE AEMCTBUE, MPUYEM HE TONBKO Ha MO3r. Tak Kak
OCHOBHbIM OpraHoOM, OTBETCTBEHHbIM 32 BbIBEEHWE U paspyLlieHne 3TaHona, SIBNsSeTcsl neYeHb, MMEHHO
OHa cTpagnaert valle Bcero. Y perynsipHo MblowWyx Nofelt Hepeako pasBuBaloTCS ankoroNbHbIi renatuT —
3aboneBaHvie, NpY KOTOPOM KNETKM MEYEHU YMUPAIOT 1 NEPEPOXAAIOTCS B XMpPOBble KneTku. Ewe onHo
TUNMYHOE NopaxeHue nevYeHn — umppo3. OH xapakTepusyeTcs 3aMelleHEM HOPMarbHON TKaHW NeYeHu
Ha py6LOBYIO TKaHb, KOTOPAs HE MOXET BbIMONHSATL (OYHKLMM paclenneHns U BblBeOEHUS TOKCUYECKIMX
BelecTB. Ha ¢poHe umppo3a 4acto pa3BMBaETCs pak neveHu.

MomMMMO nedyeHn npu YacToM npueme OONbWKX [O3 ankorons CylWecTBEHHO MOBLIWAETCS PUCK
CepaeyHO-cocyaMCTbiX 3aboneBaHuii, Takux, kKak aTepocknepo3 u uwemmyeckas bonesHb cepaua.
Kpome TOro, aTaHon ysenMumBaeT puUck pasBuTvs NaHkpeaTuTa — BOCManeHns noaxXenynoyHom Xenesol.
STa naTonorus CONPOBOXAAETCH OYEHb CUNIbHBIMM BONEBLIMM OLYWEHUAMY 1 NPEACTABNSET ONACHOCTb
nns Xxn3Hu. OcobeHHO BpeeH 3TaHoN Ana aeTel u 6epeMeHHbIX XeHIWMH. YnoTpebneHre 60nbwmnx 003
CMUPTHOrO MNepen M BO BpeMsi BEPEMEHHOCTM CMOCOOCTBYET pPa3BUTUIO Yy MNOAA MHOTMUX TSXENbIX
natonoruii. MoBpeXxaeHUs Mo3ra K3-3a PEerynsipHoro npvema ankorons MpUBOAAT K MOCTENEHHOM
Lerpagaumm MMYHOCTU.

ANKOronua3M MOXET pas3BUTLCA MO HECKONbKUM npuyvHaMm. Cepbe3HbiM (hakTopoM pucka sBnsieTcs
HacnencTBeHHOCTb. [leTn poouTteneid, cTpajalowmx ankoronm3mMoM, Yalle HayMHalT PErynspHO NnTb,
YeM OeTV 300pOBbIX poauTeneil. YyeHble BbIOENUAN PAQ FEHOB, U3MEHEHUS B KOTOPbIX MOBbIWAOT
BEPOSATHOCTb PA3BUTMS 3aBUCMMOCTU OT crMPTHOro. K npounm ¢paktopam pucka 0THOCAT 06pas XW3HM,
nerkyrlo OOCTYMHOCTb ankorons, 4acTtble CTPecChl (4enoBeK CTPEMUTCS C MOMOLbIO CMMPTHOrO CHATb
HanpsixeHue).

B Poccun ankoronmamom ctpagatot okono 1,6 npoueHTta xutenei. Kaxabiii ron gnarHo3 «Ankoronvmam»
ctasutcs 0,12 npoueHTa HaceneHns. B pernoHax ctpaHbl MPOLUEHT BONbHbIX HE CUMBHO OTANYAETCS OT
cpenHero. B KOxHoOM cbenepanbHOM OKpyre 9TOT NokasaTeNlb HECKObKO MeHbLUe, YeM B OPYrux OKpyrax,
— 0,08 npoueHTa. Ha [HanbHem Boctoke exeronHo 3abonesaHve nposiensetcs y 0,19 npoueHTa
xutenein. B Mockee un CaHkT-lNetepbypre exerogHblli NPUPOCT YWCna ankorofvkoB COCTaBnsieT
0,05-0,06 npoueHTa Xutenen.

BbineunTb ankoronmam OKoHYaTenbHO Henb3sd. [laxe ona Ttex 60ﬂbeIX, KOTOpble MHOro netr He

ynoTpebnsnm ankoronb, BCErAa eCTb PUCK BHOBb HayaTtb NTb. CylecTByOT NEKAPCTBEHHbIE Npenaparsl,

KOTOpble nomorakwT 60NbHbIM OTKa3aTbCs OT BbINMBKK. WX nencrteme Moxert 6bITb pPa3nnyHbIM:
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HEKOTOpbIE NIEeKapCTBA YMEHbWAIOT TAry K CNMPTHOMY, OPYrve MOryT MpOBOLMPOBATb TOLWHOTY Mocne
ynoTpebneHns aTaHona, Bbl3biBasi OTBPALLEHWE K 9TOMY MPOLIECCY.

Ot ankoronmama cTpaganv MHorme na3secTHble noau. CBOK CTpacTb K CMMPTHOMY HE MO CAEpPXuBaTb
noat Cepreit EceHnH, nucatenn 3pHecT XamuHryai, Yunnosam donkHep, Spmx Mapusa Pemapk, noat n
My3blkaHT Bnagumup Bbicoukui.

SNP FeHoTMN BnusHue Bknan, JoctoBepHOCTb WccnenosaHus

rs13025591 AC 2 0.91 HEe LOCTYMHO
rs1869901 AG \2 0.91 He [AOCTYrNHO
rs1879248 GG \! 0.91 He LOCTYMHO
rs10894294 AA 2 0.85 HEe LOCTYMHO
rs12699131 AA \2 0.92 He [OCTYMHO
rs1572299 AG l 0.92 HEe AOCTYMHO
rs2252865 GG l 0.85 HEe AOCTYMHO
rs4765905 cC \2 0.85 He [AOCTYrNHO
rs4775413 GG l 0.85 HEe AOCTYMHO
rs1009080 AA 2 0.85 HE LOCTYMHO
rs1502844 AG \2 0.93 He [OCTYMHO
rs4624519 GG \! 0.85 He LOCTYMHO
rs6703335 AG 2 0.93 He OOCTYMHO
rs16915157 GG \2 0.85 He OOCTYMHO

rs433598 AA \! 0.96 He LOCTYMHO

rs569214 AC 2 0.97 HE LOCTYMHO
rs10761482 GG \2 0.85 He OOCTYMHO

rs536841 AG l 0.99 HEe AOCTYMHO
rs7045881 T l 0.85 HEe AOCTYMHO
rs11082304 AC 1 He OOCTYMHO
rs11191580 AG T 1.02 He [OCTYMHO
rs12989701 cC 2 0.85 HE LOCTYMHO
rs4538475 AG T 1.06 He [0CTyrNHO
rs6902771 AG T 1.06 He [OCTYMHO
rs10792830 GG 2 0.85 HE LOCTYMHO
rs1344694 cC \2 0.85 He OOCTYMHO
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rs13160562 GG \! 0.85 He OOCTYMHO
rs1635 cC 2 0.85 He [OCTYMHO
rs11038167 AA \2 0.85 He [OCTYMHO
rs2810114 AC T 1.1 He OOCTYMHO
rs1000579 AG T 1.11 He [OCTYMHO
rs947211 AG ) 1.11 He [OCTYrHO
rs10887741 AG T 1.12 He OOCTYMHO
rs10464059 GG \! 0.85 He OOCTYMHO
rs4770403 AG T 1.13 He OOCTYMHO
rs36563 cC \! 0.85 He OOCTYMHO
rs7590720 AA \! 0.85 HEe LOCTYMHO
rs8097348 AA \2 0.85 He [OCTYrHO
rs1864982 cC \! 0.85 He JOCTYMHO
rs11007350 AG T 1.17 He [OCTYMHO
rs11931074 cC \2 0.85 He OOCTYMHO
rs12491921 AG T 1.18 He JOCTYMHO
rs1994090 AC T 1.18 He JOCTYMHO
rs17552189 AA T 1.19 He OOCTYMHO
rs10207628 CG T 1.2 He JOCTYMHO
rs1431318 GG \! 0.85 HEe LOCTYMHO
rs11012 GG \2 0.85 He [OCTYMHO
rs12612420 GG \! 0.85 He JOCTYMHO
rs257016 AG T 1.22 He OOCTYMHO
rs8065311 AC T 1.22 He OOCTYMHO
rs1019238 AG T 1.23 He JOCTYMHO
rs2969775 AA \! 0.85 HEe LOCTYMHO
rs3764640 AC T 1.25 He OOCTYMHO
rs11252926 GG \! 0.85 He JOCTYMHO
rs753129 AG T 1.29 He [OCTYMHO
rs4038131 AA \2 0.85 He [OCTYMHO
rs9507041 GG \! 0.85 He JOCTYMHO
rs10850408 AG T 1.35 He JOCTYMHO
rs11006923 AA \2 0.85 He [OCTYrHO
rs12388359 cC \! 0.85 He JOCTYMHO
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rs8111589 AG T 1.4 He OOCTYMHO
rs9805786 AA \! 0.85 He LOCTYMHO
rs10989661 AA T 1.43 He JOCTYMHO
rs28372448 GG \! 0.85 He OOCTYMHO
rs237899 GG \! 0.85 He JOCTYMHO
rs340849 AC ) 1.44 He [OCTYrHO
rs3827730 AA \! 0.85 He OOCTYMHO
rs12811699 GG 2 0.85 He AOCTYMHO
rs7702187 TT \2 0.85 He [OCTYMHO
rs2221154 AC T 1.49 He OOCTYMHO
rs10911902 GG 2 0.85 He AOCTYMHO
rs912330 GG \2 0.85 He [OCTYrHO
rs2242330 AA \! 0.85 He JOCTYMHO
rs62209 AC T 1.74 He OOCTYMHO
rs5922838 AA \2 0.85 He [OCTYrHO
rs5968205 AA \! 0.85 He JOCTYMHO
rs1480597 GG 2 0.85 He AOCTYMHO
rs10090288 AA \2 0.85 He [OCTYrHO
rs9427573 GG \! 0.85 He JOCTYMHO
rs956225 AG T 2.83 He [A0CTYNHO
rs10501570 AA \2 0.85 He [OCTYrHO
rs7577851 GG \! 0.85 He JOCTYMHO
rs1076560 AC T 1.11 > PMID 17196743
rs1948 AG l 0.85 PMID 18163978
rs27048 AG ) 0.85 > PMID 18070248
rs27072 AG 2 0.85 > PMID 18070248
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HukoTnHOBasi 3aBUCUMOCTb

Puck no nonynsiuuu: 630
CooTHOLWEeHNe NHOUBUAYANbHOrO LWaHca 3aboneTb K NonynsuMoHHomy: 0.78

HukoTuHOBas 3aBMCUMOCTb — NPUCTPACTUE K YNOTPEONEHUIO HUKOTMHA B TOM WX UHOW HOPME, yalle
BCEro — MnyTeM KypeHusi curapet. HUKOTUH — 3TO XMMMYEeCcKoe BELLeCTBO, COLEPXALLEecs B NNCTbSX
Tabaka. OfiHa curapeTa B CpeLHEM COAEPXUT 0kono 10 MANNMIPaMMOB HUKOTMHA. Tak Kak npu KypeHuu
He BeCb [blM OT CrOpeBlEl curapeTbl NnornagaeTt B Nerkme, YenoBek nonyyaer npubnmautenbHo 1-2
MUANIrPamMMa HUKOTUHA NOCNEe BbIKypUBaHWS OLHOM CUrapeTol.

PerynsapHoe nocTynneHne B OpraHvWaM HWKOTVHA Bbl3blIBAET W3MEHEHUSI HEKOTOPbIX OMOXMMUYECKMX
MPOLECCOB, U Yy KypwibluMka BO3HMKAET douaunonormyeckas 3aBMCUMMOCTb OT curapet. Mo cBoemy
CTPOEHWIO MOfeKyna HUKOTMHA HaNOMUHAET MOMEKyNy aueTUNXonvHa — BewecTea, KoTopoe HeobxoaMMo
LN nepegayn MHGopMaLunM Mexay HelipoHaMu. ALETUNXONWH NPUCOEONHAETCS K 0COBbIM CTPYKTYpaMm
HEMPOHOB, Ha3blBaeMbIX peuenTopamu. M3-3a CTPYKTYPHOrO CXOACTBA HWUKOTUH Takxe crnocobeH
MPUCOELOMHATECA K peuenTopaM aueTUNoXOnuMHa, CTUMYNMPYs Takum ob6pasoM akTMBHOCTb HEPBHbIX
KNeToK. Y KypwrbluvKa yyallaeTcsi CEPLEYHbI PUTM 1 YacToTa OblxaHus, a B KPOBb BblBpachbiBaeTCs
6onblie caxapa rnoKo3bl. Bce 3TM M3MEHEHWS NMPMBOLSAT K TOMY, YTO MOCNE BblKypUBaHWS CUraperth
YenoBek owylaeT npunue 6oapocTu.

Kpome Toro, HUKOTWH 3acTaBnsieT HeMpoHbl BolpabaTbiBaTh GONbWOE KOMMYECTBO €lle OAHOr0 BaXHOro
BelecTBa — pogpamuHa. JodpaMvH OTBeYaeT 3a 4YyBCTBO YLOBONbCTBUS, @ TakXe CrnocobcTByeT
KOHLEeHTpauuyu BHMMaHUs. B Hopme HelpoHbl «3abupatoT» nodaMnH obpatHo Yepes HeKOTopoe BpeMms
nocne ero Bbibpoca, 0HaKo HEKOTOPble KOMMOHEHTLl Taba4yHoro AbiMa (noka yyeHble He MOryT ckasartb,
Kakue MeHHO) NPensaTCTBYIOT aToMy npoteccy. COOTBETCTBEHHO, YeNIOBEK A0Sblie UCMbITbIBAET YyBCTBO
yOOBONbCTBUS U owywaeT cebs 6oapbiM. MNpMBBIKHYB K MOCTOSIHHO BbICOKOMY YPOBHIO AodhamMuHa, MO3r
CHUXaeT ero npou3sBoacTBO. [103TOMY Mpy 0TKase OT CurapeT KYPWbLUMKW OLWyLWAoT OEenpeccuio u
npebblBalOT B pa3fpaxmTenbHOM HACTPOEHNN.

PasnuyHble KOMMOHEHTbI CUrapeTHOro fbiMa MOryT Bbl3biBaTb TsXenole natonorun. OOHUM K3 CaMbix
TSAXENbIX MOCNEACTBUIA KYpPeHUs SBNSeTCS pak Nerkoro — oHKonorunyeckoe 3abonesaHue, cTosiuee Ha
NepBOM MeCTe Mo CMEPTHOCTM CPELM BCEX BUAOB paka Kak Y MyXUYuH, Tak U Y XeHLWMH. Y 60NbHbIX pakoM
NErkoro Knetkn OpOHXOB (ogoHA W3 4acTel Nerkux) HaumHaloT BECKOHTPONbHO OennTbes, 06pasys
onyxonu. HekoTopble pakoBble KNETKM MOryT MyTewecTBOBATb MO OpraHuaMmy M o6pa3oBblBaTb HOBblE
onyxonu B Lpyrux MecTtax (MX HasblBaloT MeTtacTasbl). [pu pake nerkoro Metactasbl Yalle BCero
06pasyloTcsl B MOLXENyLOYHOW Xenese, KOCTSX W nedeHn. [nsi KypunblMKOB TakXe CylecTBEHHO
MOBbIWEH PUCK CEPAEYHO-COCYAMCTbIX 3aboneBaHwii, B TOM 4WCNe atepocknepo3a W apTepuanbHoii
rMnNepTeH3nn.

B Poccum OT HMKOTMHOBOW 3aBUCMMOCTM CTpagaltoT OKOMO 63 MpoueHTOB MyX4mH M 20 MPOLEHTOB
XEHWWH. MHorve 13 HWX MbiTanncb BPOCUTb KypPUTb, OOHAKO 3T MOMBLITKA HE 3aKOHYUNCH YCTEXOM.
OpOHOM M3 NPUYMH Heyday 4acTo SABNSEeTCs He huanonormdeckas, a ncuxonornyeckas 3aBMCUMOCTb OT
KypeHus. Jliooy npuvBbIKAKT KypuTb B ONPEOENEHHbIX XUSHEHHbIX CUTyauusx (3a YTPEHHEW Yalkomn
Kodoe, BO BPEMSI BaXHbIX pa3roBopoB, NepekypoB Ha paboTe u Tak Aanee), n uM 6biBaeT HEKOMOPTHO
6e3 curaper.

lMocnenHne nccnepoBaHusa nokasanu, 4YTo BEPOSATHOCTb OTKasa OT KYPEHUs HUXe Yy Nioden, NMeIoLWmX

M3MEeHEeHNAa B onpeneneHHbIX reHax. Peyb npget, B 4aCTHOCTW, O reHax, Kogupyowmnx nogpaMmHoBbIEe
peuenTopbl, a Takxe O reHax, oTsevHarlmnx 3a npouecc paspyweHnsa Monekynbl HUKOTUHa B opraHmn3me.
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Mow N'eH 3popoBbe / MNonureHHble 3aboneeaHunst / 3aBMCUMOCTM

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs17041183 GG \2 0.89 e PMID 17158188
rs11145338 TT 2 0.89 i PMID 17158188
rs16969968 GG \2 0.89 b PMID 17135278
rs2836823 AG T 1.2 PMID 17158188
rs6474413 AG T 1.2 i PMID 17135278

rs951266 GG \2 0.89 b PMID 17135278
rs10490162 AA \2 0.89 e PMID 17158188
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@ Mow 'eH 3popoBbe / MNonureHHble 3aboneeaHuns / 3peHne

mou rc&'H
3peHue

BnunsopykocTtb

MHousnayanbHbin puck: 31.79
Puck no nonynsauuu: 17

BnnsopykocTb, unyu Muonus, - LedeKT 3PEHUs, KOTOpblA He MO3BONSET YETKO BUOETb YAaNeHHbIe
npenmetbl. BAM30pykocTb BO3HMKAET K3-3a TOrO, 4TO M3obpakeHue npedMeToB MornagaeT He Ha
ceTtyatky, a nepell Heit. CeTyatka oTBeYaeT 3a NpeobpasoBaHNe CBETOBOrO pasfpaxeHust B HEPBHbIE
MMMy/bChI, KOTOPbIE MOCTYNaT B MO3r U oopMuMpytoT n3obpaxeHue. Korna cBeToBbie Ny4n CXOOSTCS He
TOYHO Ha ceTyaTke, YENOoBEeK BOCMPUHMMAET NpenMeTbl Pas3MbIThIMU.

Muonus BO3HMKAET MO HECKONbKMM MpuymHam. BonesHb MoxeT ObiTb cBA3aHa C HeboNMbWwUM
yONVHeHMeM rnasHoro sibnoka (ecnv npencTaBMTb, 4YTO 3LOPOBbIA a3 — 3T0 cdpepa, TO Mpwu
6nn3opykocT aTa cdpepa cnerka ynnowaetcs). ViameHeHue opMmbl rnasa MOXET MPOUCXOAWTb MO
npuyrHe ocnabneHus UM BPOXOEHHON cnabocT COEAMHWUTENbHOW TKaHW, LAMTENbHOrO HamnpsiXeHus
rnas, HempaBWNIbHOTO OCBELLEHMSI Ha paboyeM MecTe. B HeKOTOpbIX Crydasix yOAUHEHWE rnasa MOXeT
MPUBOANTL K HAPYLWEHWUIO MUTAHUS TKAHEW rnasa MU OTCNOEHUIO ceTyaTku. Takxe 6nm3opykocTb MOXET
BO3HMKATb, KOrga poroeuua (MEpemHsis BbiNyknas npo3padHasl 4YacTb rnasa) ClUWKOM CUbHO
npenoMnsieT nornagarolme B rnas iydu CBeta M OHU POKYCUPYIOTCS, He JocTuhras cetyaTtku. Yaue Bcero
MMetoT MecTo 06e OnUcaHHbIE NMPUYKHBI.

O6bI4HO 6NM30PYKOCTb AMArHOCTUPYIOT B Bo3pacte 7-12 net. Hepenko CMMNTOMbI MOSIBASIOTCS NOCne
TOro, kak pebeHok mAaeT B LWKOMAY WM Harpy3ka Ha rnasa ysenuyusaeTcsi. B nocnegHee Bpemsi Muonusi
cTana vawe nposiBNSiTbCS Y B3POCHbIX M3-3a TOrO, Y4TO NoAM nomjonry paboTaloT 3a KOMMbIOTEPOM U
MPOBOLAT MHOrO BpeMeHu y Tenesmsdopa. B Poccunm pons 6nmsopykux ntopein coctaensier 2,27
npoueHTa. Y peter mmonuns BCTpedyaetcsa B 3,6 mpoueHta cnydaes. Cpedn B3POCNOro HaceneHus
3abonesaHve pnmarHoctupyetcs B 1,7 npoueHTe cnydaeB. B pasnnuHbix pervoHax CcTpaHbl [ons
cTpaganlyx MUonven npubnuanTtenbHO oOMHaKoBa. MckniodeHusiMm sienstoTcs YykoTka v ArvHCKui
BypsiTCKuMiA aBTOHOMHBIV OKPYT - TaM BN30pyKMM SIBASIKOTCS OKOMO MATU NMPOLEHTOB XMUTENE.

CuuTaeTcs, 4TO OCHOBHOM NMPUYMHON 6NM30PYKOCTM SBNSIETCS HAcnencTBeHHoCTb. PoonTtenu nepepatot
CBOVM [OETSM OedoekTHble reHbl, OTBevawlwye 3a cuHTe3 6enka CoeaMHUTENbHOM TKaHu konnareHa. K
LpyrvM goakTopam, CrocobCTBYOWMM MOSIBNEHWIO 6NM30PYKOCTU, NMOMUMMO YPE3MEPHOro HanpsiKeHUs
rnas, OTHOCSIT HenpaBWIbHOE MWTaHME: HEe#oCTaTOK BUTAMMHOB M MUKPO3MIEMEHTOB MPUBOAMT K
ocnabneHuio CoOeANHUTENBHOM TKaHW.

Bnn3opykocTb KOPPEKTUMPYETCS MNPW MOMOWM OYKOB MAW KOHTAKTHBbIX NIMH3, KOTOPblE «3acTaBnsoT»
CBETOBbIE Ny4YM (POKYCMPOBATbCS TOYHO Ha cetyatke. Kpome TOro, Muonuid MOXHO BbINEYUTb
onepaTtuBHbIM NyTeM. MNpy OTCYTCTBUM NEYEHUS MUOMUS MOXET NMPOrPeECCPOBaTh.

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus

rs4803455 AA T 1.17 > PMID 19365037
rs17853500 AA \! 0.78 He JOCTYMHO
rs913275 AG T 1.62 He [OCTYMHO
rs2839471 AG T 1.25 He OOCTYMHO
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Mow 'eH 3popoBbe / MNonureHHble 3aboneeaHuns / 3peHne

mou r&’H

Fnaykoma

MHousmnayanbHbin puck: 35.1
Puck no nonynsiuum: 9
CooTHOLIeHne MHAUBUAYaNbHOrO LWaHca 3aboneTb K NONynsiLUOHHOMY: 3.9

Mon TEPMUHOM «rnaykoma» 06 beOUHSAIOT HEeCKONbKo 3aboneBaHuii rnas, npmeooswWKMx K MOBbIWEHUIO
BHYTPUINa3HOro pgasneHns n NoBpeXOeHUD 3pUuTenbHOro Hepsa. Ecnu rnaykomy He ne4dnTtb, OHa
npmeoOUT K cnenoTe.

a3 npepnctasnsietr cobovi 3aMKHYTyt0 000NOuKY, 3anONHEHHY XuAKoCTbio. LlapoobpasHas dhopma
rnasa obecne4ynBaeTCs NMOCTOSHHLIM LABMEHWEM BHYTPW HEr0 Ha ypoBHE 8-22 MUNNMMETPOB PTYTHOrO
ctonba. MNpeBblleHNe 3TOr0 3HAYEHNs NPUBOAMT K CLABAMBAHUIO HAXOASWErocs B rnasy 3puTenbHOro
HepBa. 3puTeNbHbIA HEPB — 3TO KOMMNNEKC HEPBHbIX BOIOKOH, Nepefalolmx CUrHanbl OT nonaswero Ha
cetyaTky rnasa cBeTa B [ONOBHOW MO3r, KOTOPbIA HAa OCHOBE 3TON uHGOPMauun doopmupyet
n3obpaxeHue. 3puTENbHbI HEPB SBNSETCS O4YEHb YyBCTBUTENbHOW CTPYKTYpOW, M YpesmepHoe
BHYTpUrnasHoe nasneHue yxyawaet ero paboTy BNAOTb 40 MOMHON atpodnm.

Mpn rnaykome BHYTPWUINa3HOE LABMEHME MOXET pPacTt MO HECKONbKUM MPUYMHAM, HO MOCNEeACTBUS
3TOro npouecca Bcerna oanHakosbl. dakTopamu puckamn ans passutns 3abonesaHns, B YACe NpoUux,
cuMTaloTCca  BO3pacT cTapwe 45 neT, TpaBMbl fnasa, HanMiue pPoACTBEHHUKOB, Yy KOTOpPbIX
AunarHoctuposaHa rnaykoma. B Poccun rnaykoma BcTpevaetcs B cpenHeM y 0,9 npoueHTa HaceneHums.
Yucno 6onbHbIX Bhilwe B ViBaHoBcKkoW obnactn u B CaHkT-lNeTepbypre — okono 1,5 npoueHTa Xxutenei.

CoBpeMeHHble MeToAbl TeYEHUS He MO3BONSIOT BEPHYTh OCTPOTY 3peHUsi, KoTopast 6bina y 6onbHOro no
Hayana pasBuTUS FnaykoMbl. TeM He MeHee, C X NMOMOLLbIO MOXHO JepXaTb pasBuTue 3abonesaHuns Nog
KOHTponeM. CyllecTBYIOT 1Ba OCHOBHbIX NOAX0AA K NEYEHUIO FNayKOMbl: MEMKaMEHTO3HbI (Mpy NOMOLLM
cneumanbHbIX Kanenb) 1 XUPYPruyecknii (C UCNonb30BaHWEM CTaHAAPTHbLIX MHCTPYMEHTOB MU Nasepa).

SNP FeHoTUN BnusHue Bknan, JocToBepHOCTb WccneposaHus
rs7865618 AA l 0.35 HEe AOCTYMHO
rs1048661 CC \2 0.35 > PMID 18385788
rs3825942 AG T 9.33 b PMID 17690259
rs2165241 GG T 3.46 e PMID 18287813
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@ Mo M'en 3popoBbe / [MonureHHble 3abonesaHusi / KoxHble 3abonesaHus

mou r&'H
KoXxHble 3abonesaHus

Mcopunas

MHousnayanbHbiA puck: 4.58
Puck no nonynsiuuu: 30
CooTHOLWEeHNe MHOUBUAYANbHOIO WaHca 3abonetb K NONynsAuMoHHomy: 0.15

Mcopuas, unu Yewynyatbld Nvwamn, — XpoHU4Yeckoe 3aboneBaHne KOXW, MPUBOASWEE K MOSIBNEHWIO
3yOAWMX PO30BbIX UM KPACHBIX MSATEH, MOKPbIThIX cepebpucToiMm yewyiikamu (nanyn). Yewyimnkn nerko
oTwenywnBaTcs, obHaxas koxy. OkasaBlMecs OroNeHHbIMU Y4acTKM MOryT TpeckaTtbes, a B 0cobo
TSXENbIX cnyyasix rHoutbcs. Kpome TOro, nmpu ncopvase MOryT ropaxatbCsi HOTTW U CyCTaBbl
(ncopuatuyecknii apTpuT).

Mcopuas MoXeT nposiBUTbCS B NoOOM BO3pacte, HO 4alle BCEro CMMNTOMbl pa3BMBalOTCS B
MOAPOCTKOBOM Mepuroae Unm 4ytb nosxe. Hanbonee TMNMYHBIMU MecTaMm, Fae NOSIBASIOTCS BbIChINaHMS,
ABNSIOTCS NOKTW, KONEHW W BOMOCMCTasl YacTb ronosbl. [pu TsSxenom tedyeHun 3aboneBaHunst MoryTt
nopaxaTtbCs 3Ha4mTeNnbHO 6Gonee oOBWWPHbIE Yy4HacTku Koxu. [lcopuaTnyeckme BbIChIMAHMST MOTYT
MPUCYTCTBOBaTb Ha Tefie MOCTOSIHHO, HO Yy MHOTMX ntogeli 3aboneBaHne NposiBNsieTcs nepuoanyeckiu.
O6ocTpeHns Yale cny4atTcs B 3MMHIE MecsLbl.

PasnnyatoT aBa OCHOBHbIX TuMna ncopunasa. CumnTombl ncopuasa nepsoro Tuna nposBnATCA B paHHEM
BO3pacTte, a caMo 3abonesaHue npoTeKaeT TAXeno. I'Icopmas BTOPOro tuna pas3suBaeTCa y NOXWUNbIX
nogen n npoTeKaeT HaMHOro ner4ye. OnHako npu ncopunase BTOPOro tuna puckK nopaxeHus HOrTen m
CyCTaBOB Bbllle, 4eM MNMpun ncopunase nepsoro tmna.

B Poccuu oT ncopuasa cTpaaaloT NnpubnuanTtensHo Tpu npoueHTa xuteneii. 3abonesaHune BcTpeyaercs
Y MYXYMH W XEHWWH NpuBRM3NTENbHO C OLMHAKOBOW 4YacToToil. [puumHa passuTMs ncopuasa —
YpE3MEPHO aKTVBHbIE PA3MHOXEHWE W POCT KNETOK KOXM, U3BECTHbIX KaK KepaTuHouuTbl. 1o ogHol 13
rMnoTes, Takoe HEHOPManbHOEe MOBEOEHNE KEPATVHOUMTOB SBNSIETCA BTOPWYHOW peakuueid Ha
HapyweHns B paboTe MMMyHHOW cucTembl. OfHAKO [O KOHLUA Npupoaa ncopuasa He sicHa.

BonesHb 4acTo HabnoaaeTcs B CEMbSIX, U B HACTOSILEE BPEMS reHeTMYeckasl npenpacnonoXeHHOCTb K
ncopuasy cumtaeTcsl nokasaHHoi. Bonee Toro, yyeHble cMOrM MOEHTUULMPOBATL HECKOBKO MEeHOB,
CBSI3aHHbIX C Pa3BMTMEM CUMIMTOMOB.

MonHocTblo M36aBMTbCS OT Mncopuasa Henbas. CyllecTBylowmne MeToabl feHeHuUsl NO3BOMSIOT CHU3UTb
WHTEHCMBHOCTb CUMMTOMOB W MPOANUTb Nepuolbl pemuccun. Ecnu 3aboneeaHvie npoTekaeT B Nerkoin
goopMe, ans obneryeHusi ero NposiBNeHuin ObiBaeT OOCTAaTOYHO NMPUMEHEHNS TOCLOHOB, Masei U opyrux
CPencTB, HAHOCKUMbIX HEMOCPEACTBEHHO Ha KOXY. B 6onee TsxXenbix Crlyyasx MCMONb3yoT npenapartbl,
ynoTpebnsemble BHYTPb.

SNP FeHoTMN BnusiHue Bknan, JocToBepHOCTb WccneposaHus
rs2395029 AA \2 0.82 HE LOCTYMHO
rs3213094 AG \! 0.82 i PMID 19169255
rs6887695 CG \! 0.82 > PMID 18369459
rs610604 AA \2 0.82 HE LOCTYMHO
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Mo N'eHn 3popoBbe / [MonureHHble 3abonesaHunsi / KoxHble 3abonesaHust

mou r&’H

rs4085613 CC ) 0.82 i PMID:19169255
rs3212227 AC l 0.82 > PMID 19035472
rs361525 GG l 0.82 > PMID 17553030
rs1265159 GG ) 0.82 i PMID:19169255
rs4112788 GG T 1.16 i PMID:19169253
rs10484554 AA T 1.98 i PMID 18369459
rs1265181 cC \! 0.82 He OOCTYMHO
rs2201841 AA l 0.82 HEe LOCTYMHO
rs2066808 AA \2 0.82 He [OCTYrHO
rs11209026 GG \! 0.82 He OOCTYMHO
rs20541 GG \2 0.82 HEe LOCTYMHO
rs7993214 GG \2 0.82 He OOCTYMHO
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&'H
OHko3abonesaHus

HexopxXkuHckass numcooma

MHousnayanbHbin puck: 0.12
Puck no nonynsiuuum: 0.2
CooTHOLWeHe NHOUBUAYANbHOrO WaHca 3abonetb K NONyNALMOHHOMY: 0.62

Mon TEPMUHOM «HEXOIXKMHCKME NMMAOMbI» 0O BEOMHSIOT LIENYIO FPynny OHKONOrM4eckmx 3abonesaHni,
MPU KOTOPbIX MPOUCXOANT 3/10Ka4ECTBEHHOE NEPEPOXAEHNE KNETOK MMMYHHOM CUCTEMbI — MMADOLIATOB.
B 3aBnCKMMOCTM OT TNa HEXOOXKUHCKOW NMMAOOMbI MPOrHO3 A NauMeHTa MOXET BapbUpoBaTbCs OT
BecbMa 6naronpusiTHOro [o kpariHe HebnaronpusTHoro. HaseaHue aToi rpynnbl GonesHen ykasbiBaerT,
yTO WX cnemyeT OTAMYaTb OT NMMMAPOM XOAXKUHA — OHKONOrn4yecknx 3abonesaHuii UMMYHHO CUCTEMDI,
BMEepBble OnM1caHHbIX BpayoM TomacoMm XoaxkuHoM B 1832 rogy, KoTopble TpebytoT MHOMo NeveHus.

Numdbatnyeckas cuctema SBNSETCH YACTbO UMMYHHOW cUCTEMbI YenoBeka. OHa COCTOWT U3 NUMbI,
NMMEPATMHECKUX Y3MOB 1 CBA3LIBAIOWMX Y3Mbl nUMdaTyeckmx cocynos. o cocynam nmmdaTnyeckon
CVCTEMbI, KOTOPbIE «3aX0AsT» BO BCE OPraHbl, NEPEMELLAOTCS NMMEATUHECKME KNETKM, NN NMMAPOLNTDI.
MonaBwwue B opraHn3m HONE3HETBOPHbBIE areHTbl C TOKOM NUMADbI MPUHOCSATCS B IMMADATUHECKUE Y3Nbl,
raoe nuMgoLuThl y3HatoT UX. C 9TOro MOMEHTA HAYMHAET Pa3BUBATLCS MMMYHHbIV OTBET.

Korna npoucxoomT 3/M0Ka4eCTBEHHOE MepepoXneHne NMMEOLUTOB, OHW MEepPecTarT BbIMOMHATL CBOM
OYHKUMU M Ha4vHaloT 6eckoHTponbHO HenuTbecsl. HoBooBpasoBaHHble KneTkM Mo cocynam
NMMPaTMYECKOM CUCTEMbl PasHOCSITCS MO BCEMy TENy W CKanauealoTCs B NUMdatMyeckux ysnax, a
Takxe B TeX opraHax, KOTopble CBs3aHbl C NMMdPaTMYeCcKOl CUCTEMOl (Hanpumep, B KOCTHOM MO3re,
ceneseHKe, XenyaoyHO-KUWEeYHOM TpakTe). CKonneHus NMMJ@OUMTOB MewarT HopManbHoi pabote
Pa3NNYHbIX OPraHoB M cUCTeM opraHuama. HekoTopble pasHOBUOHOCTV NMMCOOM MOTYT MHOrMe rogpl
npoTekaTb MpakTU4eckn GecCMMNTOMHO W He TpebyloT HeMeLfeHHOro nedyeHus. B opyrux cnydasix
6onbHoMy TpebyeTcs cpoyHas Tepanusi.

B Poccun guarHos «HexonoxkuHckas numdpoma» cTaButcs 0gHOMY U3 NSATU ThiCAY Yenosek. Yale scero
3abonesatoT ntoau ctapuwe 60 net. B 3aBUCMOCTU OT TVMNa NMMEIOMbI BPay MOXET BbiOpaTh Ty UM NHYHO
cTpateruto nedeHms. Yawe BCero HasHayaloT KypC (MAM HECKOMbKO KypCcOB) XuMmoTepanuum C
BO3MOXHOCTbLIO MOCNEAyWEro NoKaibHOro BO3LEMCTBUS Ha ovary 3abonesaHns nNpy NoMoLy Ny4eBoi
Tepanun. Mpu Kypce xmMmoTepanum nauMeHT NpUHUMaET npenapartsl, youBawwme pakoBble KNeTKn no
BCEMy opraHmnamy. Jlyuesas Tepanusi npeacTasnseT coboi BO3LeCTBME HA OMyXONu N3/y4EHUs BbICOKOM

3Heprun.

SNP F'eHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus
rs10008492 AG \! 0.95 e PMID 19029192
rs1052576 GG \2 0.87 > PMID 17071630
rs1800629 GG \! 0.87 > PMID 18990758
rs4661636 GG \! 0.87 o PMID 19414860
rs4833103 AC T 1.15 e PMID 19029192
rs6736233 CC \! 0.87 i PMID 19414860
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Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

MeHuHrmoma

MHousnayanbHbin puck: 2.02
Puck no nonynsiuum: 1

MeHVHrmomMa — onyxonb, pas3BrBaloLWLAsCS U3 KNETOK MO3roBbix obonoyek. 3abonesaHne LONroe BpeMs
MOXET npoTekaTb 6eCCUMNTOMHO. MpPY3HAKM MEHWHIMOMbI MPOSIBASIOTCS TOMbKO MOCNe TOro, Kak oHa
LOCTUraeT 3HaYNTENbHbIX Pa3MepoB.

Onyxonu obpasytoTcs, Korha HeKoTopble KNeTKM OpraHn3Ma HaudMHalT HEKOHTPONMPYEMO LENVNTLCS U
nepecrarT rmbHyTb. Ecnu onyxonb 3noka4yecTBeHHasl, TO OHa MOXET npopacTtatb B 6nmanexalme TkaHu
1 opraHbl, a ee KNeTky MOryT OTpbIBaThCsl 1 [aBaTb HOBbIE OMyxOnu B APYruX 4acTsix Tena (MetacTasbl).
JobpokayecTBeHHbIE OMyXonn nocne oopMMPOBaHUS He CMOCOBHBI MPOHMKATL B ApPYrMe opraHbl U He
Lal0T MeTacTasos.

MeHUHr1oMbl B GONbWIMHCTBE Clyyaes SBASOTCS AobpokadecTBeHHbIMU. OHM 06pa3yroTcs Mexay AByMs
13 Tpex 0b0NoYEK, OKPYXAOWMX MO3F, — MEXIy HapyXHOl TBEPLOW W CpedHelr nayTuHHoW. Onyxorb
MOXeT OOPMMPOBATBLCS B PasHblX 4acTax 4yepena, U CUMMTOMbl 3aBUCAT OT TOro, Ha Kakue y4acTku
MO3ra OHa [HaBWT. Tak, MEHVWHIVOMbl MOTYT BbI3blBaTb YXyAWEHWE 3peHus, cymoporu, cnaboctb B
KOHEYHOCTSIX, FONoBHbIE Bonu.

O6bl4HO [OBPOKAYECTBEHHAS OMyXONb MO3roBbiX 06onouyek obpasyetcs nocne 30-40 net. Y XeHWwuH
MEHUHIMOMbI BCTPEYaloTCs NPuONM3MTENbHO BABOE Yalle, YEeM Y MyX4YMH. TOYHble MPUYUHBLI 3TOM
naTofnorMM He BbISICHEHbl, OLHAKO YYeHbIM YOanocb WAEHTUUUMPOBATb HECKONbKO TEHOB,
ornpeneneHHble BapuaHTbl KOTOPbIX YBENUYMBAIOT PWUCK Pas3BUTUS MeHWHrnoMbl. Kpome Toro,
BEPOATHOCTb o6pa303aH|/|9| OI'IyXOJ'IGI7I Bbllle Yy J'IK),EI,GI7I, MMEBLINX TpaBMbl roONoBbl MK NoaBepraBlWNXCA
PannoakTMBHOMY 06Ny4YEHMIO.

OCHOBHbIM METOLOM JIEHEHNS MEHWHIMOM SBASIETCS WX XWUPYprudeckoe ypaneHue. BeposiTHOCTb
MOBTOPHOIO MOSIBNEHWUST ONyXOnW MOCRe onepauuy HeBenuka, OCOBEHHO ecnv Bpay CMOr yaanuTb
HOBOOOpPAa30BaHUE LIENVKOM. VIHOraa AOnonHWTENbHO MCMONb3YHOT NYYEBYIO TEPANUIO — BO3LENCTBME Ha
OMyX0nb BbICOKOSHEPreTMHECKOr0 U3NydYeHusl, ybuBatowero knetku. Ecnm onyxonb HEBO3MOXHO yaanuTh,
NCMOMb3YIOT TONMbKO fy4yeBylo Tepanuto. [NporHo3 MpyY MEHWHrMoMax OOblMHO XOPOWWiA, OOHAKO Ha
MO3LHUX CTaAUsIX NOMHOE N3NeYeHne MEHee BEPOSITHO U3-3a 6onee CylecTBEHHbIX MOBPEXAEHNA MO3ra.

SNP FeHoTuMn BnusiHue Bknap, JocToBepHOCTb WccnenosaHus
rs12770228 AA T 1.11 He OOCTYMHO

rs4968451 AC T 1.18 ** PMID 18270339
rs11012732 GG T 1.15 He OOCTYMHO

rs699473 GG T 1.34 = PMID 18682580
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

MenaHoma u nosbiLLeHHas YyBCTBUTEJIbHOCTb KOXM K COJTHLUY

MHousnayanbHbin puck: 0.05
Puck no nonynsuuu: 0.05

MenaHoma — OHKOnormyeckoe 3360J'|eBaHVIe, nopaxatoluiee KneTtkn KoXwu. MenaHoma BXOOMT B 4MCnO
Haubonee 4acTo BCTpe4alWmnxcsa pakos. BonesHb vawe BCTpe4YaeTCca y XeHWWnH, XoT4a nioan pa3Horo
nona 6onee CKNOHHbI K pa3nnyHbIM TUNAM MeNaHOMbl.

Koxa — 870 camblit 60MbLIO opraH 4enose4yeCckKoro opraHma3ma. OHa 3auumuaet ero ot nospex,u,ean?l,
perynupyeTt TemnepaTtypy W nNpensatcTByeT NMPOHUKHOBEHUS UHEeKuMin. Koxa COCToUT M3 ABYX ClOEB:
Hapy)KHbII7I Ha3blBaeTCs annaoepMmunc, a BHyTpeHHVII?] — aepma. B nepMe HaxogsaTca KpoBeHOCHble COoCyabl,
MOTOBbIE M CaNlbHbIE Xenesbl, a TakXe BONOCSAHble DONNMKyNbl. SNMAEPMUC B YACNE MPOUUX CPYHKLMIA
obecneynBaet 3awnTy KoxXu. OT MexaHun4eckux nospex,ueHmﬁ ee orpaxparT oporoseslne KnNetkn
KepatunHouuTbl, a OT BO3OENCTBUSA COMHUA — MENaHoUUTbI. MeﬂaHOLI.VITbI cogepxart B cebe NUrMeHT
MEenaHuH, KOTOPbIA CrnocobeH mMornowarb BbICOKOIHEPTETUYECKME YNbTPadOUONETOBbIE Nlyyn, He
gonyckas nx npoHMKHoOBeEHUA B bonee rny60Kv|e cnoun Koxu. Yem 6onblue MeNnaHoUunToB COOEPXUTCA B
KOXe, TEM OHa TeMHee (1 TeM Bonee 3awmiLeHa).

HekoTopble MENaHOUMTbI MOTYT 06 bEAVHSATLCS C «TOBApULLAMU» 1 (DOPMUPOBATb POLMHKU (Bpayn Takxe
Ha3bIBaOT NX HeBycamu). B HopMe HeByCbl MOryT BbiTb MAOCKMMU NN BBICTYNAKOWWMA, OHU PABHOMEPHO
OKpalleHbl, UMEIOT CMMMETPUYHBIE OYepTaHusl U POBHYO rpaHuly. OBbIYHO HEBYCbl HE MPEeLCTaBnsoT
ornacHoctu gans 3n0poBbsl. OOHAKO B HEKOTOPbIX W3 HUX MENaHouMTbl MOryT MpeBpatuTbcsl W3
HOpManbHbIX KNETOK B pakoBble. OTNMYMe pakoBbIX KNETOK 3aKNoyaeTcs B TOM, YTO OHM CMOCOBHbI K
HeorpaHWYyeHHOMYy gOeneHwto. B utore n3 ogHoi knetku MoxeT o6pasoBaTbCsl Lenas Onyxonb.
HekoTopble KneTkm MOryT OTpbiBATbCs M MEPEHOCUTbCS B APYre 4acTu opraHuaMa, rae OHM
3aKpennsTcs 1 06pasytoT HOBblE ONYXOMKW (UX HA3bIBAKOT MeTacTasamu).

MaTtonornyeckme HeByCbl, KOTOPbIE COCTOSAT M3 PAKOBbLIX KNETOK, BbIMMAAAT HE TaK, kak 06blyHble. OHU
6onblie MO pa3Mepam, MMEIOT HEMPaBWIbHYI OPMY, pBaHble kpasi M 4acto Yewytcs. Ha nosgHux
cTanusix 3a6oneBaHns HEBYC MOXET KPOBOTOHMTb MU X€E BOKPYr HEro 0BpasytoTcst S3BOYKM.

3noKa4yeCcTBEHHOE NepPepoXAeHNe MENAHOLIMTOB MOXET NMPOVCXOAUTE HE TOMBKO B YX€ MPUCYTCTBYHOWMX
Ha KOXe pPOoAMHKax. B HekoTopbIx cryyasx MenaHoMa NposBNseTcs kak HoBoe obpasoBaHue. Penko
3aboneBaHre pa3BYBAETCS HE Ha KOXe, a B POroBuLE rnasa v B APYrux opraHax, rae npucyTcTBytoT
MenaHoLMTbI.

B Poccuun menaHoma BeTpedaeTtcs y ofHoro Yenoseka u3 200 Toicsiy. XXeHwwyHbl 3abonesatoT NpyMepHo
B 1,5 pasa vawe, 4eM MyXuuHbl. CYATAETCS, YTO OOHWUM U3 OCHOBHBLIX (PaKTOPOB, CMOCOBCTBYIOLLMX
Pas3BUTUIO MENAHOMbI, SIBNSETCS LNUTENbHOE NpebblBaHWe Ha COMHLE WM MOL WCKYCCTBEHHbLIMU
NCTOYHUKaMW ynbTpadproneToBoro nany4eHns (Hanpumep, B conspun). B rpynne pucka Haxogsatcs nogu
CO CBETNON KOXel, BOnbWmMM KONMYECTBOM POAMHOK, OCOBEHHO HEMPaBWbHOM (POPMBbI, @ TakxXe Te, Y
KOro korpa-nmbo OblBanu CONMHEYHbIE 0XOrW. HemanoBaxHyio ponb B pas3BUTAM MENAHOMbI MrpaeT
HacnenCcTBEHHOCTb — 3TO 3aboneBaHne Hepenko BCTPEYaeTCs B CEMbSIX.

Lns nedyeHusi MenaHoMbl CyLLECTBYET HECKONbKO BO3MOXHOCTER. Yaue Bcero onyxonb ynansercs
Xupyprudeckum nytem. BmecTe ¢ Hell Bpay ynanseT OKpyXalowuii y4acToK TKaHW U Hepeako
HaxoAsWuiics NobnnsocTn NUMATUYECKnii yaen (Mo NMMdaTNHeckoli CUCTEME PaKoBble KNETKU MOryT
nepemewarbcs no opraHvwamy). B nononHeHne K onepauun UM OTAENbHO OT Hee MOryT MPUMEHSTbCS
nydyeBass u xumuotepanus. lNepBas noapasymeBaeT oOny4YeHMe MauneHTa BbICOKOIHEPreTUYEeCKNM
N3nyyeHneMm, rybutenbHbIM AN pakoBbix knetok. [pu Kypce XxumuoTtepanuu 60nbHON MpUHUMaeT
npenaparbl, ybrBatowme pakosble KNeTKK.

SPPEKT NeYeHNs U NPOrHO3 MPU MeNnaHoOMe OYeHb CUbHO 3aBMCST OT TOrO, Ha Kakoi ctagumn 6bino
BbISIBNEHO 3abonesaHue u Kak 6bICTpO Ha4aTo nevyeHune. ,ﬂ,)‘lﬂ MenaHOoMbl XapakTepHa BblCOKas 4acTtoTa
www.i-gene.ru 84



Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus l

mou r&’H

MeTacTa3oB, N €CNIN OHU YXXe NOABUINCD, BbINNeYNTb 3aboneBaHve 6bIBAET HAMHOIO CIIOXHEe.

SNP FeHoTMN BnusiHue Bknap, JocTtoBepHOCTb WUccnenosaHus
rs1801516 GG \2 0.91 He OOCTYMHO
rs1393350 GG l 0.91 HEe AOCTYMHO
rs7023329 AA \2 0.91 PMID 19578364
rs1126809 GG 2 0.91 i PMID 18488027
rs401681 AA T 1.04 i PMID 19151717

PMID 19578363
rs1408799 GG \! 0.91 > PMID 19384953
rs4845618 AC \2 0.91 ** PMID 18781131
rs4845622 AC 2 0.91 ** PMID 18781131
rs6684439 AG \! 0.91 > PMID 18781131
rs258322 AG T 1.52 PMID:19578364
rs1799944 AA 2 0.91 ** PMID 18024013
rs2228145 AC T 1.53 He [OCTYMHO
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Henpo6bnactoma

MHousnpayanbHbin puck: 0.0049
Puck no nonynsiuuu: 0.01
CooTHOLWeHe MHOUBUAYANbHOrO WaHca 3abonetb K NonynsuMoHHomy: 0.49

Heipobnactoma — camoe 4actoe OHKOMornyeckoe 3aboneBaHWe y MNafeHUeB U OOMH W3 CaMbiX
pacnpocTpaHeHHbIX BUOOB paka y geTeil. Yawe Bcero Hepobnactoma BbisiBNSeTCs 0O nsATM net. B
penkux cnyyasx CUMMNTOMbl ObHapyxwusaioTcs nocne 10-netHero Bo3pacTta. B Poccum pmarHos
HelpobnacTomMa cTaBUTCS OOHOMY U3 CTa ThicsY geTeit oo 15 ner.

PakoBble 3a6oneBaHnsl CBSI3aHbl C NaTONOrMYECKMM U3MEHEHUSIMU B HEKOTOPbIX KNeTKax, B pesynbrare
KOTOPbIX OHM HayuHaloT GEeCKOHTPONbHO pasaMHoxaTtbes. O6pasyloTcsl OMnyxonu, KoTopble AaBsAT Ha
cocefH/e opraHbl MU MOryT pacrnpoCTPaHAaTbCs Ha HUX. Onyxonesble KNETKW MOTyT OTPbIBATbCA OT
OCHOBHOW Macchl U MepeHOCUTbLCS B ApYre 4acTu opraHvmaMa Mo KPOBEHOCHBLIM MU NUMAATU4eCcKM
cocynaM. 3aKpenuBLIMCb Ha HOBOM MECTe, OHWU CPOPMUPYIOT HOBblE OMyXONW, KOTOPblE MPUHSATO
Ha3blBaTb MeTacTasamu. [ns HelpobnacToMbl xapakTepHa BblcOKasi 4acToTa NosiBfeHUs METACcTa30B.

NaMeHeHns npu HepobrnactoMe 3atparvBaloT HEPBHbIE KNETKM HALMOYEYHVKOB (Xenesa opraHusma,
MPOM3BOASWAS FOPMOHbI AOPEHANMH W HOpaLpeHanuH), a TakXe HEKOTOPbIX COCEOHUX OpraHoB
(pacnonoxeHHbix B Tak Ha3biBAaeMOM 3abplOWMHHOM MpocTpaHcTBe). KpoMe Toro, onyxonb MOXeT
pa3BMBaTLCS B HEPBHbIX KNETKax Weu, rpyam v Tasa.

HelpobnacTtoma 4alue BCero pasBuBaeTCsl yXe Mpu POXAEHWWU, OJHAKO LONroe Bpems 3abonesaHue
npotekaet 6eccumnTomMHO. B nopaBnsiiowem GONbLIMHCTBE ClyyaeB AMAarHO3 CTaBUTCA Torga, kKorna
onyxornb gana Metactasbl. Havbonee TUNMYHbIMKM MecTaMy Mx 0Bpa30BaHMS SIBASHOTCS KOCTHbIA MO3T,
KOCTW, NMMdpaTnyeckune y3nbl, neveHb, NPOCTPaHCTBO 3a 0pOWTOM rnas.

MprunHbl PasBMTUS HERPOBNacTOMbl HEACHbBI, OAHAKO YCTAHOBAEHO, YTO PUCK 3aboneTb Bbile y OeTen,
MMEIOLWMX ONPELENeHHbIE MyTaLum.

NeueHne HeMpobnacToMbl Yawe BCEro BKIOYAET XMPYPrMYECKOE YIaneHVe OMyxonum B COYeTaHuu C
XumpoTepanuein u nyd4esori Tepanvein. [pu onepaumy Bpad yoanseT Onyxonb WM ee 4acTb.
XumnoTtepanus (NMpuMeM O4YeHb CUNbHbIX NpenapatoB, YyOMBAKOWWUX pPaKOBble KNETKW) noMoraer
YHUYTOXMUTb OCTABLIMECH OMyXoneBble Knetku. Jlyyeeasi Tepanvsi — BO3OENCTBME Ha ONyXosb
BbICOKOSHEPreTUYeCckUM U3Ny4YeHUeM — NMPUMEHSIETCS Pedko, Tak Kak OHa HaHOCWUT Haubonbluii Bpep
LIeTCKoMy opraHuaMmy. B HekoTopbix cnyyasx nocne npoBeleHUs nedeHusi pebeHky TpebyeTcs
nepecaika KOCTHOrO Moara. Yem paHblie HayaTo fieyeHue M 4eMm Mnapgwe pebeHok, Tem 6Gonblue
BEPOSTHOCTb Bbl3[0POBNIEHUS.

B oTnmuve oT apyrvx BULOB paka Hepobnactoma MOXET mncyesaTtb cama no cebe gaxe B TOM Cryyae,
korpa y pebeHka ecTb MeTacTasbl.

SNP FeHoTMN BnusiHne Bknap, JocToBepHOCTb UccnenosaHus
rs3768716 AA \2 0.84 > PMID 19412175
rs4712653 AG \! 0.84 ** PMID 18463370
rs6939340 AG \! 0.84 ** PMID 18463370
rs9295536 AC \2 0.84 ** PMID 18463370
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Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak xenynka

MHousnayanbHbin puck: 1.55
Puck no nonynsauuu: 1.66
CooTHOLWEeHe MHOUBUAYANbHOrO LWaHca 3abonetb K NonynsuMoHHomy: 0.94

Pak xenynka — BO3HUKHOBEHUE 3M10KAYECTBEHHbBIX OMyXOMEN, MPOMCXOASWMX U3 KNETOK Xenyaka. d1oT
TN paka SBAsSeTCs OOHVMM M3 CaMblX PACMPOCTPAHEHHbIX OHKonornyeckux 3abonesaHuii. Ons paka
XenynKa XapakTepeH BbICOKWIA YPOBEHb CMEPTHOCTM.

)KeﬂWJ,OK — 3TO NOJbIA OpraH B 6pIOLIJHOI7I NnosioCTw, y4acTBYIOWMNIA B NPOLIECCEe MNepeBapvBaHnUs NULN.
CreHku Kenyanka COCTOAT M3 HEeCKO/IbKUX CloeB. OI'IyXOHb MOXET pa3BUTbCA U3 KNETOK ntoboro cnosi,
O[QHAKO 4alle BCero rnepepoXxnoarTcsa KNeTtkn BHYTPEHHEero cnos. Haunbonee 4acto npu pake Xenyaoka
onyxoJib OTHOCUTCA K rpynne ageHokapunHOM.

Bbicokasi CMepTHOCTb MNpM  pake Xenyoka OMpefensieTcs  0T4yacTW, BbICOKOW  4acToToMn
MeTacTa3npoBaHus. TM TePMMHOM 0603HavaloT 06pa3oBaHNE OMYXONU TOFO Xe TUMa B APYron 4actu
opraHuama. MeTtactasbl BO3HMKAKOT Cneaylowmum obpa3oM: HECKONBbKO KNIETOK OMyXONuM OTPbIBAIOTCS OT
OCHOBHOI MacCbl U BbIXOOSAT B KPOBOTOK. [lomagasl Ha TOT WM HOW OpraH, PakoBble KNETKM
3aKPENNSIOTCS HA HEM U HAYMHAIOT LEeNUTbCs, HOPMUPYs HOBYIO Omyxonb. B cnyyae paka xenygka
MeTacTasbl MOTYT BO3HVKATb U MO LPYroMy MexaHu3My: Onyxofb MpOCTO mpopacTtaeT B 6nusnexaiwme
opraHbl, HaNpUMep, NOLXENyN0YHYIO Xenesy, NULEBOL UKW KNWEYHNK.

CvMNTOMbl paka Xenyoka, OCOOEHHO Ha paHHUX CTagusix, HesicHble. BonbHble XanylTcs Ha
IMCKOMPOPT B OPIOWHOM MONOCTU, OllylleHWe HaMOMHEHHOCTW Xenymaka nocne npueMa Hebonblioro
KOMnyecTBa NUILW, TOLWHOTY, OTCYTCTBME annetmta v notepto Beca. [1o3xe K 3TUM MNPOSBAEHUSAM
3abonesaHns MoryT fobaeuntbcs anapes, cnabocTb, 6011 B 06nacTu XUBOTa U KPOBOTEYEHUSI.

Pak xenygoka uvawe BCero pasBMBaETCs y MOXWIbIX MIOOEN, MPUYEM MyX4uHbl 3aboneBatoT valle
XeHwwmH. OOHMM 13 (PaKTOPOB pUcKa SIBNSIETCS HanMuue y Yyenoseka B Xenynke baktepuii Helicobacter
pylori. [leatenbHOCTb 3TUX MUKPOOPraHN3MOB MPUBOAMUT K MOCTOSIHHbIM BOCNANUTENbHbIM NpoLeccam B
Xenygke, YTO yBENMYMBAET WAHC pPas3BUTUS paka unu A3Bbl Xenyaka. Y Kypswmx nogen pak xenyoka
passuBaeTcs npnbnuantensHo B 1,5 pasa yae, YeM y Hekypsiwmx. HemanoBaxHyo ponb nrpaet aneta
— yacToe ynoTpebneHne CONEHOMN, KOMYEHON, KOHCEPBUPOBAHHOM, NepeXapeHHon nuwm cnocobeteyeT
pasBUTUIO CUMNTOMOB. HekoTopble TuMbl paka Xenyoka SBASOTCA HacneacTBeHHbiMu. B Poccun
nnarHos «Pak xenygka» crtaeutca B cpegHem 0,03 npoueHta >xwutenei. Okono 50 npoueHToB
3a60MeBLWKX yMUPAIOT B TEYEHWE NATU NeT nocne obHapyxeHus 3abonesaHus.

Mpun neyeHun paka xenynka NpUMEHSIOT XUPYPruyeckne MeTodbl, a TaKXe JIYYEBYIO Y XMMMOTEPAMNUIO.
Ycnex neveHns HanpsiMyto CBA3aH CO BPEMEHEM BbiSIBNEHWS 3aboneBaHus.
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@ Mow N'eH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHuUst

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs2236852 AG \2 0.83 * PMID 19552756
rs760805 TT 2 0.83 ** PMID 19552756
rs2275913 AA T 2.48 ** PMID 19414056
rs232228 GG \2 0.83 PMID 19072568
rs2229094 AA 2 0.83 i PMID 18700950
rs1801133 AG \2 0.97 b PMID 18162478
rs2333227 AA \2 0.83 He LOCTYrHO
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Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak nerkoro

UHpunBnaoyanbHbIn puck: 8.98
Puck no nonynsuuu: 48.99
CooTHOLWEeHne UHOMBUAYANbHOrO WaHca 3abonertb K nonynsiuMoHHomy: 0.18

Pak nerkoro 3aaHMMaeT NnepBoe MecTo Mo YUCY CMepTei cpean BCex BULOB paka Kak Cpeay MyX4uH, Tak
1 cpean XeHwwH. CyuecTByeT HECKOMbKO TUMOB paka Nerkoro, 04Hako B oOlWeM cnyyae nporHo3 ans
NauneHToB C 3TUM 3a060NEeBAHNEM MIIOXON.

MprynHOM PasBUTUS paka Kak TakoBOTO SIBNSIOTCS HapyLWeEHUs B MEXaHU3Max OENeHUs TexX Win UHbIX
KNeToK opraHvnaMa. PakoBble KNeTku, B OT/M4YME OT HOPMAalbHbIX, HAaYMHAKT HEKOHTPONUPYEMO
nennTbcs, obpasysa onyxonu. Knetkn 3noka4yecTBEHHON OMyxonu MOryT OTOENSTbCS OT HEee U BbIXOAUTb B
KpoBoTOK. [Monanas B Apyrylo 4acTb Tena, OHW 3aKpennaloTcs U MoryT o6pa3oBbiBaTb HOBbIE OMyXOnu,
HasblBaeMble MeTacTazamu. Pak nerkoro otnmyaeTcsi 04eHb BbICOKOV 4aCTOTOM NOSIBNIEHUS] MeTacTa3os.
Hanbonee TMNUYHBIMK MecTamu, roe POPMMPYIOTCA HOBLIE OMYXONMW, SBASKOTCA MO3, MOOXEenynoyHas
Xenesa, NevyeHb 1 KOCTW.

Mpn pake nerkoro nepepoxgarbCs (CTAHOBMTbCA PakKOBbIMM) MOMYT KNETKW PasfNyHbIX TKaHew,
cocTaBnsowmx 3ToT opraH. Yawe Bcero — ot 90 oo 95 MpOUEHTOB Cny4yaeB — MaTONOrMyeckue
MN3MEHEHNA NponcxonsaTt B Knetkax anutennd, BbiCTUNaoWmx 6pOHXI/I n 6pOHXI/I0ﬂbI. 5p0HXVI — 9TO OBe
ObixatenbHble Tpybku, oTxopsiwme oT Tpaxen. HuxHue otoensl OpoOHXOB BETBATCH, 00pasys
6p0meaanoe Opeso. 5p0HXI/IOJ1aMI/I Ha3blBAOT €ro KOHe4YHble BeTBU.

B 3aBnCKMMOCTU OT XapakTepUCTUK PakoBbIX KNETOK BbIAENSIOT MENKOKNETOYHbIA 1 HEMENKOKNETOYHbINA
pak nerkoro. [MepBblii TMN BcTpevaeTcs y 20 npoueHToB 3abonesBwux. 910 Hanbonee arpeccuBHas
Pa3HOBUIOHOCTb paka. HeMenkokneTouHbli pak anarHocTupytoT y 80 NPOLEHTOB NaLMEHTOB.

OCHOBHOW NPWYMHON paka Nerkoro CcyMTaeTcs KypeHue. [lo TOro, Kak npuBbldKa KypuTb cTana
MOBCEMECTHOW, 3TOT BMA paka COCTABAAN KpalHe He3HAYWUTENbHbIA MPOLEHT OT BCEX PaKOBbIX
3aboneBaHnin. BeposiTHOCTb pasBuTUs paka TeM Bbile, YeM Oonblue CUrapeT eXeOHEBHO BbIKypuBaeT
yenoeek. B rpynny pucka Takxe nonafatT NacCYBHbLIE KYPUIbWWKW — Te, KTO HE KypUT cam, HO
PEerynsipHo BAObIXaeT CUrapeTHbln ApiM. [NoBbiWeHHAss onacHOCTb 3ab0oneTb pakoM Nerkoro y noaen,
pabotatowmx c acbectom. [prpodHbIi ra3 pamoH TakXe 3aMeTHO YBENMYMBAET BEPOSTHOCTb
NepepoXaeHNs KNeToK AblxaTenbHbiX NyTei. [MOMUMO BHEWHMX MPUYUH CYWECTBYIOT U BHYTPEHHWE —
yYyeHble MAEHTUULIMPOBANMN PSL reHOB, ONpeLnensiowmx npenpacnonoXeHHOCTb K paky nerkoro. Yactb
N3 HUX KomampyloT 6enku, B3avMOAENCTByOWME C HUKOTUHOM U OPYrMM KOMMOHEHTaMu, KOTopble
copepxarcsl B curapetHoM apiMy. s nlogein ¢ onpeaeneHHbIMM BapuaHTaMmn «onacHbIX» FeHOB PUCK
pa3BUTKSA paka Bbie AaxXe B TOM Cllydae, ecnivi OHU He KypsT.

B Poccun pak nerkoro guarHoctupyetcs y 0,071 npoueHta Myx4uH n 0,013 npoueHTa XeHwwuH. MNpn
3TOM y KypsWwuUx rpaxpaH 3aboneBaHve BcCTpedvaeTcss OoT 8 0o 25 pas vauwe, YeM Yy HeKypslwmXx.
BbiIX1BaeMOCTb B TEYEHWE NSATY NET NOCHE BbISIBNEHNS 3a6oneBaHnst cocTaensieT okono 35 npoueHTos. B
nocnefHve rodbl ata ungpa HEMHOro yBenmynsaeTcsl.

B HEKOTOpPbIX cnydasiX pakK nerkoro MOXHO MNOSIHOCTbIO Bble4YnTb, HO MHOrga Tepannsa MoXeT TONbKO
obneruntb CTpanoaHunsa nauneHTa. OnOHVM 13 MeTonoB 60pb6bl c 3aboneBaHnem siBnsieTcs Xmpyprmyeckoe
yaaneHme onyxonu. Onepauvlﬂ 6biBaeT adoheKkTMBHA B TOM cny4ae, ecnun pak ele He fan mMertacrtasbl.
ﬂyquaﬂ N XMMMoTepanusa MoryT MCnonb30BaTbCs NapanfienbHo ¢ onepaumen nam Kkak CaMocTosATENbHblE
mMeTonbl ne4eHuns.
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs140693 GG \2 0.85 ** PMID 18495292
rs212090 AA \! 0.85 ** PMID 19107762
rs2308327 AA \! 0.85 ** PMID 17957803

rs3842 AG T 1.66 i PMID 19107762
rs7626795 AA \! 0.85 i PMID 18385676
rs7975232 AC \! 0.85 ** PMID 19644412
rs17483929 GG \2 0.85 PMID 18385738
rs2273535 TT T 1.34 i PMID 16926177
rs17487223 GG \! 0.85 b PMID 18385738

rs664143 GG \2 0.85 i PMID 16497724
rs951266 GG \! 0.85 i PMID 18385676
rs2333227 AA \! 0.85 ** PMID 17304047
rs401681 AA l 0.97 i PMID 19151717
rs17483721 AA \! 0.85 i PMID 18385738
rs8034191 AA \! 0.85 b PMID 18385738
rs1801133 AG \2 0.99 PMID 18162478
rs17576 AA \! 0.85 He JOCTYMHO
rs1695 AG 2 0.85 He AOCTYMHO
rs763317 AG T 1.04 He OOCTYMHO
rs2250889 GG \! 0.85 He JOCTYMHO

www.i-gene.ru 90


http://www.ncbi.nlm.nih.gov/pubmed/18495292?dopt=Abstract
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19107762
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17957803
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19107762
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18385676
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19644412
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18385738
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16926177
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18385738
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=16497724
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18385676
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=17304047
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=19151717
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18385738
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18385738
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=pubmed&dopt=Abstract&list_uids=18162478

Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak Tonctomn v NPpAMONA KULLKKX

MHousnayanbHbin puck: 41.65
Puck no nonynsauuu: 27.6

Pak ToncTon 1 NpsMOW KWIWKM — 3TO BO3HUKHOBEHWE 3M10KA4ECTBEHHbIX ONyXOnei u3 KneTok TONCToro
knweyHrka. OBbweynoTpebuMbIM CMHOHVMMOM paka TOACTOM U MPSIMOM  KWWKWA SIBNSIETCS TEPMUH
KONOpeKTaNbHbliA pak (HasBaHWe NPOUCXOAUT OT NATMHCKMX CNOB, 0003HAYAIOWMX TONCTYIO W MPSMYIO
KULLKY).

ToncTbld KUWEYHMK — 3TO oTaen I'II/ILI.I,eBapI/ITeJ'IbHOIZ CNCTEMbI, roe npoxooAaT 3asepuarouune ctagun
npouecca nepepa60TK|/| nnn. npﬂMOIZ KNWKOW Ha3blBAOT KOHEYHbIA OTAEN TONCTOro KUIEYHuKa, B
KOTOPOM OKOHYaTe/bHO (POPMUPYIOTCA N HaKanIMBartTCA KanoBble Macchbl Nepen Ux BbiBeOeHUNEM.

O 3n0KayecTBeHHbIX 006pa30BaHMsIX TONCTONO KULWEYHMKA rOBOPSIT, KOrAa YacTb KNEeTOK ero BHyTPEeHHel
CTEHKWM Ha4YMHAEeT HEKOHTPONUPYEMO LEeNuTbCs W MpoHMKaTe B Onuanexawme tkaHu. Kpome Toro,
3/10KQ4YECTBEHHbIE OMyXOnM CMOCOBHbI K MeTacTasvpoBaHwio. YacTb COCTaBMSOWMX WX  KIETOK
OTPbLIBAETCS, MUTPUPYET B APYryt0 HaCcTb OpraHnama, NpUKPEenseTcsl K KakoMy-nmbo opraHy Unm TKaHu u
Ha4MHaeT 6ECKOHTPONbHO OeNUTLCS.

Yaule Bcero nosiBNEeHMO 3N0Ka4eCcTBEHHbIX HOBOOOPAa30BaHWiA B TONICTOM U MPSIMO KULWKE NpewecTsyeTt
BO3HUKHOBEHWE MONMMMNOB. DTUM TEPMWHOM Ha3blBalOT O0OPOKAYECTBEHHbIE OMyXOMNW, HECMOCOOHbIe K
MHBa3UM 1 He Jatowume MmetactaszoB. Camy no cebe nonunbl HeonmacHbl ONS 300POBbS, OLHAKO CO
BPEMEHEM COCTaBnsilolMe WX KNeTKM MOryT HakannMeaTb MyTauuu, NpuBoAsWMe K ManurHusaumu
nonvna. Opyrumu cnoBamm, aTu MyTauum crnocoOCTBYlO NpeBpalleHnio 0o6poKaYecTBEHHOM OnyxXonu B
3/10Ka4eCTBEHHY!HO.

CuvMNTOMBI KONOPEKTANBbHOrO paka SBAAOTCS PasMbiTbIMA U MOSBAAIOTCA Ha OTHOCUTENbHO MO3OHUX
ctanusix 6onesHn. Yenosek xanyetcs Ha cnabocTb, FONOBOKPYXEHUE, PACCTPOCTBa nuileBapeHus. Mo
Mepe pocTa onyxonu B cTyne 60NbHOro MOXeT 0bHapyXmBaTbCs KPOBb, a MpoLecc Aedpekaunm Hepeako
conpoBoxpnaetcs 6GoneBbiMU owyweHnsaMn. [ns MOCTaHOBKM [MarHo3a Bpady MpPOBOAWT ManbLEBON
OCMOTP MPSIMOIA KULWKK U/MIN KONOHOCKOMNMIO — OCMOTP KMLIEYHMKA NPY NOMOLLM ONTMYECKOro npubopa,
YCTaHOBNEHHOMO Ha KOHLEe rmbkoi TpyoKm.

NeyeHue paka NpsSMOiA 1 TONCTOM KMWKK NOApa3yMeBaeT XMpypruyeckoe yaoaneHue onyxonu. MNaumneHty
BbIPE3aloT 4acCTb KWLWKW, MOPaXKEHHYIO OMyXOMblo, a TakXXe MPOBOAAT NCCEYEHNE UNK yaaneHne Lpyrmx
OopraHoB B TOM Cllyyae, ecnv onyxonb fana metactasbl. Lo nnu nocne onepaumm Hepenko HasHavaloT
Ny4eByl0 UM XUMWUOTEPANUIO NS TOrO, YTOObl YMEHbWWUTL PasMepbl OMyXONU U CHU3UTb BEPOSTHOCTb
MOBTOPHOrO MOSBNEHUS HOBOOOPA30BaAHUIA.

KonopekTtanbHblii pak SBNSETCS BECbMa pacnpocTpaHeHHbIM 3abonesaHreMm: Tak, B CLIA a1oT Bug paka
SABASIETCA TPETbMM MO PacnpoCTPaHEHHOCTU CPpedn MyX4YUH U 4eTBEepTbiIM cpeln XeHwuH. B Poccun
3abonesaHve guarHoctupyetcs y 0,04 npoueHTa HaceneHus. [Lns nogelri ctapleid BO3pacTHOM
Kateropmm pucK pasBUTUS KONOPEKTaNbHOrO paka Bblwe, 4em Ons Mmonodbix. [locne nocTaHoBkM
IMarHosa BbIXXMBAEMOCTb B TeyeHne nstun n bonee net B Poccum coctaensieT 45-50 npoueHToB (OaHHbIe
LN cnyyYaeB paka 060404HON KUMKW, NPSIMOA KULLKK, PEKTOCUFMOVAHOIO0 COeANHEHUS!, aHyca).

B pas3BuTUM KONOHOPEKTANBHOrO paka Hemanyto pofb UrpaeT HacneacTBEHHOCTb — 0Kono 20 NPOLEHTOB
6ONbHBIX MMEeT BnAMXanmx PoOCTBEHHMKOB, KOTOPbIM TakXe Obin MocTaBfeH 3TOT AMarHo3 (OaHHble
ons CLA). B kuweyHuke nogeri C TakoW HACNeOCTBEHHOCTbIO HAMHOrO Yalle, YeM B CPELHEM,
obpasytotcs nonunbl. Ewe oanH doaktop pucka — ameta, boratas Xupamu u Bkiovarowas Hebonbloe
KONMYeCcTBO KneTyatku. B pesynbTaTe pacnaga XumpoB obpasytoTcsl BewecTBa, CnocobHble yBenm4neathb
yacTtoTy MyTauuii B KieTKax KuweyHuka. [ns Toro 4Tobbl YMEHbWWTb BEPOSTHOCTb Pa3BUTUS
KOMIOHOPEKTaNbHOro paka Wi ycrneTb «MnoMaTb» 3aboneBaHMe Ha paHHel cTagun, PekoMmeHaoyeTtcs
MPOBOOMTb PErynsipHbli OCMOTP KMwevHuka. Ecnn npu Takom ocmoTpe ByayT BbisiBNIeHbI NMOAWMbI, Bpad
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l @ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

CMOXET ynoannTb Ux, He npméeraﬁ K onepauun.

SNP FeHoTMN BnusiHue Bknap, JocTtoBepHOCTb WUccnenosaHus
rs36053993 GG \! 0.89 He OOCTYMHO
rs2665802 TT \! 0.89 e PMID 19064544
rs2167270 GG \2 0.89 PMID 18059035
rs1049174 GG \! 0.89 ** PMID 18174257
rs11466345 AA \! 0.89 ** PMID 18281501
rs10795668 GG \2 0.89 PMID 18372905
rs16892766 AA \! 0.89 i PMID 18372905
rs12953717 GG \! 0.89 e PMID 17934461
rs719725 AC T 1.34 PMID 18056436
rs828907 AC T 2.23 ** PMID 19528488
rs2273535 TT T 1.34 e PMID 15802297
rs2306536 AG \2 0.89 ** PMID 18079053
rs3802842 CC T 1.04 i PMID 18753146
rs4939827 GG T 1.22 e PMID 17934461
rs4464148 AA \2 0.89 PMID 17934461
rs6983267 AC T 1.12 b PMID 18268117
rs4779584 GG \! 0.89 e PMID 18084292
rs7903146 AG T 1.11 PMID 18268068
rs1800734 AG \! 0.89 b PMID 18712731
rs9929218 AG \! 0.99 He LOCTYMHO
rs1801278 GG \2 0.89 HE LOCTYMHO
rs10505477 AG T 1.34 He [0CTYrNHO
rs3093059 AG \! 0.89 HE JOCTYMHO
rs10411210 GG l 0.89 HEe AOCTYMHO
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Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak nogxenynouyHou xenesbl

MHousnpayanbHbin puck: 0.47
Puck no nonynsuuu: 0.48
CooTHOLWEeHNe NHOUBUAYANbHOrO LWaHca 3aboneTb K NonynsiuMoHHomy: 0.98

Pak nopxenynoyHol Xenesbl — OHKONOrM4Yeckoe 3abonesaHve, nopaxaroLwee o4Hy U3 CambiX KPYMHbIX
Xenes 4enoBe4yeckoro opraHuama. Ha gonto aToro Buga paka npuxoguTCs OKONO TPex MPOLEHTOB OT
obuero yncna pakosbix 3aboneBaHuii. 13-3a 04eHb BLICOKOM CMEPTHOCTM paK NoOLXenyLo4YHOW Xenesbl
nonagaeT B YUCNO CaMblX OMACHbIX OHKONOrMYeCKnx 6onesHel.

MopoxenynoyHas xenesa npenctaensieT coboil mpomonroeathiii NNOCKWMA opraH Maccoit okono 100
rpamMMOoB, PacronoXeHHbI No3aan xenyaka. @yHKUUM NoaXenya04YHON Xenesbl MOXHO pasfenntb Ha
nBa Tuna. MepBblii — 370 BblipaboTka NMWEBAPUTENBHBIX (PEPMEHTOB, KOTOpPble HEeobGXoAMMbl Anst
nepepaboTky nonasLweli B Xenynok eabl. Bropas doyHKUMS — CMHTE3 FOPMOHOB MHCYNMHA U FNoKaroHa.
ST FOPMOHbI PEryNMpPYIOT YPOBEHb caxapa rMioKo3bl B KPOBW.

Mpy pake B HEKOTOPbLIX KNETKax MOAXENYOOYHON Xenesdbl MPOUCXOAST NaTONOrMYECKME U3MEHEHWS, U
OHM HayMHatoT BEeCKOHTPONbHO pa3MHoxaTbes. Obpasylolwascs macca KNeTok — OMyxofb — MOXET
BTOpratecs B 6nusnexawpe TkaHu u opraHbl. Kpome TOro, OTheNbHble PakoBble KNETKM CMOCOOHbI
OTOENATLCA OT OMyXONU U MepeMellaTbecs Mo OpraHW3My BMECTE C TOKOM KpoBw. [lonae B «ynobHoe»
MECTO, OMyXOneBble KMETKM HauMHalT AenuTbCs U (POPMMPOBATH HOBbIE  3/10KAYECTBEHHbIE
06pasoBaHusi. OHU NoMy4UnM HasBaHWe MeTacTasos. [Mpy pake NomXenyno4YHOW Xenesbl BEPOSITHOCTb
UX MOSIBNEHNS BecbMa Bbicoka. Ho 3TOT BMA paka onaceH He TONbKO MeTacTasamu. o Mepe pocra
OMyXONy MOTYT aKTUBU3UPOBATLCS (DEPMEHTHI Xenesabl, KoTopble B HopMe 6e30eiCTBYIOT 0O Tex nop,
noka He MOCTYyNAT K MecTy cBoeli «paboTbl». depMeHTbl B OyKBanbHOM CMbICNE NEPEBapMBaloT Xenesy u
oKpyxawowue ee TkaHW. OTa 0COBEHHOCTb paka MoMXeNyAo4YyHOW Xenesbl TakXe CylWecTBeHHO
3aTPyoHSET NPOBEAEHNE ONepaLmii.

My>uuHbl CTpagaloT OT paka MoAXenyno4yHON Xenesbl NpuONM3NTENbHO BABOE Yalle, YEM XEHLWMHbI.
O6bl4HO 6one3Hb pa3BMBAETCS B MOXWIOM BO3PAcTe, HO B PEOKMX Chyyasix HOBOOOPa30BaHUS MOryT
nosBuTbCs y nmogent monoxe 50 net. MNpuynHbI BOSHUKHOBEHNS 3TOMO BUAA paka [0 KOHUa He SACHbl. Ha
CerofHAWHWIA AeHb Bpayun nonaratot, Yto, No KparHen Mepe, B HEKOTOPbIX Cnydaax nosiBfieHne onyxonemn
00YyCnOBNEHO M3MEHEHMSMM B HEKOTOPbIX reHax. Puck pasBuTus OONEe3HW YBENMUUBAKOT KypPEeHue,
obunue B oUeTE XMPHOMA Nuwm, 3abonesaHmns NoAXenyno4HO Xenesbl (HanpuMep, caxapHblii ouaber).

B Poccun ot paka nomoxenynoyHoi xenesbl cTpagatot okono 0,01 npoueHTa xuteneir. Cpeam MyX4mH
yacToTa BcTpedaemocTn 3abonesaHus coctasnset 0,011 npoueHTa, cpean XxeHwmH — 0,009 npoueHTa.
Y KypsWwmx nogein pak nogxenynoqHon xenesbl 06HapyXMBaloT B 2-3 pasa yalle, YeM Y HEKYPSALUX.

I'Ipm nedeHun paka I'IO,D,)Ke)'Iy,EI,O‘-IHOVI Xene3bl MOryT MCnonb30BaTbCA pa3/iMyHble NMoaoxonabl. YnaneHme
OMyXOnu BO MHOTUX Cny4asix OblBaeT HEBO3MOXHO, MOSTOMY Yalle Bpayy NMPUMEHSIIOT Ny4eByO Tepanuio
(BO3peicTBME Ha OMNyxONb XECTKMM W3Ny4eHueM) u XummuoTtepanuio (HasHadyeHwe npenapaTos,
ybuBalowWMX PakoBble KNeTku). T Mepbl He Bcerna CrnoCobHbI MOMHOCTLIO YHUHTOXMWTb ONyX0fb, HO C UX
noMowbo MOXHO 3amMelnnTb pPocCT HOBOOﬁpa30BaHVII7I n yMeHbwnTb WHTEHCUBHOCTb CUMNTOMOB
3aboneBaHus.
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus

rs1801516 GG l 0.89 > PMID:19147782
rs401681 AA T 1.07 He OOCTYMHO
rs162049 AA \2 0.89 HEe LOCTYMHO
rs3790844 AG T 1.19 He OOCTYMHO
rs9543325 AG T 1.12 He OOCTYMHO
rs10380 GG l 0.89 He [OCTYMHO
rs657152 AC T 1.12 He OOCTYMHO
rs2227928 GG \! 0.86 He OOCTYMHO
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Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak sinuka

MHponBnpoyanbHbin puck: 0.86
Puck no nonynsuuu: 1.38
CooTHOLWEeHne UHAMBUAYANbHOrO LWaHca 3aboneTtb K NONynsiLMoHHOMY: 0.62

Pak suyka — 3abonesaHue, Npy KOTOPOM HEKOTOPbIE KNETKU B OOHOM WNM ABYX sitdkax npuobpeTatoT
natonornyeckne cBocTea. OHM HAYMHAIOT HEKOHTPONMPYEMO OENUTLCS 1 0B6Pa3ytoT OMNyXosb.

Pak simyka gBnsietcs OTHOCUTENBHO pe,D,KOI7I rnatonornen — Ha ero Ooso npuxoaonTcs BCcero oavH-gBa
npoueHTa OTO BCEX OHKOJIOrn4yeckmx 3abonesaHnii. OOHAKO VMMEHHO pak sanHKka SABNnAeTcs OCHOBHOM
I'Ipl/l‘-ll/lHOI7I CMepTn OT paka MyX4unH BO3pacToOM OT 15 no 34 nert. Pak saunuka npakTnyeckn HukKornga He
BCTpe4yaeTCd y NOXUnbiX. I"Ipv|6nv|3|/|Teano TPpeTb BCEX Cliy4aes paka sgn4dka otMedeHa y neten.

Ha naHHbIi MOMEHT Bpayn He BbISCHWNN TOYHON NPUYMHBI Pa3BUTUS 3TOro 3aboneBaHns. TeM He MeHee,
6bIN0 BbIOENEHO HECKONbKO (DaKTOPOB pUCKa, KOTOPbIE YBENUYMBAIOT BEPOSITHOCTL MEPEepOXaeHust
Knetok sindka. OOMH U3 HUX — KPUMNTOPXM3M, UM HEOMyCKaHne sindka B MOLWOHKY. B HopMme oba sindka
pasBMBAlOTCS B OPIOWHOM MOMOCTW, HO OO POXAEHUS pebeHKa OHW «Mepee3XatoT» B MOLWOHKY.
BeposTHocTb pa3BnTis 3abonieBaHns NOBbIWEHA Y My>XYUH C BPOXAEHHBIMU aHOMaNUsSIMK SIMYeK, neHuca
Unm novek. Takxe yyeHble YyCTaHOBMAM Hanu4me reHeTn4ecKor npenpacnonoXeHHOCT K paky avyka.B
Poccu 3aboneBaHne BctpedaeTtcst y 0,001 npoueHTa MyXX4YuH.

B oTnnume OT MHOrUX APYrMX BWOOB OHKOMOrMYeckuii 3aboneBaHuii pak sndyka XOpowWo nonnaercs
NIeYEeHNI0 1 PeaKo AaeT MetacTtasbl (TO eCTb KNEeTKM ONyxonv penko OTPbiBAKTCS OT Hee U He obpaaytoT
HOBbIE OMyXONMW B OPYrMX 4acTsx Tena). Bpay MoXeT npuHATb peleHve o6 yaaneHwn onyxonu nmbo
AnyKa uenukoM. B 6oMblUMHCTBE ClydaeB aTa onepauuns He cKasblBaeTcsl Ha MOTEHLUMM U CnocoBHOCTY
umeTb [HeTteli. Yacto 0T HOBOOOpa3oBaHWS B SIMYKE MOXHO W36aBMTbCS, WCMOMb3ysS TONMbKO
XuMmoTepanuio (npuemM ocobbix Mpenapartos, yOuBaOWMX pPaKoBble KNETKW) WAU NyYeByld Tepanuio
(BO3LEMCTBME HA ONYXOMb MOHU3UPYIOLWMM U3NTYyHEHNEM).

SNP FeHoTMN BnusHue Bknan, JoctoBepHOCTb WccnenosaHus
rs210138 AA \2 0.8 e PMID:19483681
rs4624820 GG T 1.1 i PMID 19483681
rs4324715 GG T 1.21 b PMID:19483682
rs4474514 AA l 0.8 e PMID 19483682
rs2059693 AG T 1.05 > PMID 18413775
rs6897876 AA \! 0.86 He LOCTYMHO
rs3782179 AA \2 0.8 HE LOCTYMHO
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak poTtoBow nonoctu

MHousnayanbHbin puck: 14.22
Puck no nonynsiuum: 5.1
CooTHOLLIEeHUe UHAMBUAYaNbHOrO LWaHca 3aboneTb K NONynsiLUOHHOMY: 2.79

Mon TepmuHoM «Pak poToBO NONOCTU» OBBELMHAOT Uenblii psin 3aboneBaHWl, BbipaXatowmxcs B
HEKOHTPONMpPYyeMOM pocTe kneTok. Obpasyrowmecst onyxonu crnocobHbl NpopacTate B COCEAHNE OpraHsbl
1 noBpexpatb nx. Kpome TOro, OTOpBaBWMECS OT OMyXOMei KNeTKM C TOKOM KPOBW UK NIMMCPbI MOTYT
nonagatb B OTHANIEHHbIE YACT OPraHu3Ma 1 oOpMMPOBaTh TaM HOBble 06Pa30BaHUS — MeTacTasbl.

Yaue Bcero onyxonu 06pasytotcs Ha rybe (06bI4HO HUXHENR), S3bike, Hebe, CN3NCTON WekK, AHe POTOBOM
nonoctu n ropne. CUMNTOMbI paka POTOBO MOMOCTU HECMeunduyHbl — TO €CTb OHW XapakTepHbl U Ans
opyrux 3abonesaHuii. TUNMYHBIMU NMPOSIBNEHNAMU SIBASIOTCA HE3aXMBaloWme S3B04KM BO PTY, OnyxaHue
1 obpasoBaHMe YTONWEHWA Ha CNN3WUCTON (MnW, HaNPOTWB, €e WCTOHYEHMWE), MosiBieHne Oenbix unu
KpacHbIX nsTeH, 3ybHas 6onb n/vnu BeinaneHne 3yOoB, 3aTpyLHEHNUS NPU XEBAHUW, M3MEHEHWS Fronoca.
Hepenko 6onbHol obpalwaeTtcs K Bpady, Korga 3aboneBaHve yXe Haxogutcs Ha Mo3fHux crtagusx. B
3TOM Clyyae Benvka onacHocTb 06pa3oBaHns METacTas3os.

HekoTopble nogu nogoBepXeHbl PUCKY Pas3BUTWS paka POTOBOM MOMOCTM Bonblie, 4em gpyrue.
BeposiTHOCTE 06pa30BaHUS OMyXOMnei Bbile y KYPWUNbLIMKOB (MPWYEM HE TOMbKO CUraper, HO Takxe
TpyboK M curap) v nogein, KOTopble WCMONb3ylT comepXawue HUKOTMH MacTUNKU WU XKBauKu.
3abonesaHue yvalwe OMArHOCTUPYIOT y Nul, YNOTPebnsiowmMx 3HAYUTENbHbIE KONMWYECTBA ankorons.
LnutencHoe npebbiBaHNe Ha COMHLE YBENUYMBAET BEPOSITHOCTb pasBuTUSt paka rybel. Kpome Toro, B
rpynne pucka HaxoasTcs Noau, Y YbMx POACTBEHHMKOB Obiny pakoBblie 3aboneBaHus.

B Poccun pak potosoi nonoctu Bctpedaetca y 0,005 npoueHta HaceneHus. [na Kypsawmx nonen
yacTtoTa passuTns 3abonesaHuns B 2-3 pasa Bblle.

Lns neyeHns paka poTOBOM MOMOCTW UCMOMb3YIOT XUPYPrMyeckue MeTodbl, a TakXxe JyYeByto Tepanuio
(BO3LEWCTBME HA OMyXONb BbICOKO3HEPreTUHECKNM U3NYYEHVEM) W XUMUOTEPANUIO (NMPUMEHEHKE
npenapaToB, ybusalowmx pakoBble Knetku). Bo MHoOrux cnyyasix Bpady HasHadaeT KoMOMHaUMIO 3TWX
MeTonoB. [pv MpoBedeHUM onepauun ynanseTcs cama Omyxonb, a Takxe npuneraipowme TkaHu. B
3HaAYNTENbHOM MPOLEHTE CNy4aeB Mocne ornepauun nauMeHTam HeobxoAuMbl YCIyr niacTUHecKoro

xvpypra.

SNP FeHoTMN BnusiHue Bknap, JocTtoBepHOCTb UccneposaHus
rs1229984 AG T 1.56 b PMID 18500343
rs1573496 CG T 1.28 PMID 18500343
rs828907 AC T 1.4 PMID 19217823
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Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

Pak npocrarbl

MHousnayanbHbIn pUck: 52.65
Puck no nonynsuuu: 20.7
CooTHOLLIeHWe MHAVBUAYaNbHOrO LWaHca 3aboneTb K NONyNsLMOHHOMY: 2.54

Pak npocTaTbl — 3/710Ka4eCTBEHHAs! OMyXOJfib, Pa3BMBAIOWANACS Y MYX4YMH M3 KNETOK MpenctatenbHomn
Xeneabl (Opyroe HasBaHue npocTaThbl). Ha paHHUX cTaousix 3aboneeaHne pasBuBaeTcsi 6€CCUMMTOMHO.
Mo mepe pocTa onyxonu y OOMbHbLIX MOSBNSIOTCS OONE3HEHHbLIE OLWYLWEHNS MPW MOYencnyckaHuu, a
TaKkXe apekTUnbHasa aucdyHkuus. Elle nosxe nepepoxneHne MoXeT 3aTPOHYTb He TONMbKO MpocTarty,
HO 1 Bnmanexawue TkaHW. 3anyweHHoe 3aboneBaHMe YpeBaTo MeTacTa3amu, Yalle BCEro B KOCTSIX,
NMMAATUYECKUX Y3Nax U Nerkux.

Oxkono 10 NpoLEHTOB CMEPTE MyXUYMH OT paka Bbl3BaHbl pakoM NpocTaTtbl. BeposaTHOCTb ero passutus
yBENM4MBaeTCcsl ¢ Bo3pacToM — 0o 45 net cnyvam 3abonesaHus YpessblyaliHO peaku, ogHako nocne 80
neT pak npocTaTtbl OUArHOCTMPYIOT y Kaxporo BToporo. Puck passutus 6GonesHu 3aBucut OT
MPOUCXOXIOEHUS U pernoHa npoxmeaHus. [lo HegasHero BpemeHun 3abonesaHune BcTpeyanocb B Poccum
BOBOE pexe, yem B EBpone unm CWA, ooHako B nmocnefHue rofbl 4actota BCTPEYaAEMOCTM paka
npocTaTbl B CTpaHe BbICTPO pacTeT.

B HacTosiwee BpeMs BpayyM He MOryT Has3BaTb OAHO3HAYHYID TMPUYMHY PasBUTWSI paka NpocTaThbl.
OCHOBHbIMU (DaKTOPaMU PUCKa CHATAIOTCS MOXUNON BO3PACT U HACNEACTBEHHOCTb.

SNP FeHoTMN BnusiHne Bknap, JocToBepHOCTb WccnenosaHus
rs10090154 GG \’ 0.88 = PMID 18231127
rs6983561 AA \2 0.88 b PMID 17401364
rs2740574 AA \2 0.88 He [OCTYMHO
rs12079081 AA \’ 0.88 b PMID 17876339
rs2011077 AA T 5.29 ** PMID 18756523
rs10896449 GG \2 0.97 PMID:18199855
rs1056836 CC T 2.94 * PMID 18544568
rs7920517 AG T 1.01 b PMID 18264097
rs6763931 GG \2 0.88 He [OCTYrNHO
rs4430796 AA \’ 0.88 b 10.1056/NEJM0a075819

PMID 18701471

rs17562004 AG T 1.06 b PMID 17876339
rs10763546 CG T 1.01 e PMID 18264097
rs351855 GG \ 0.88 ** PMID 18756523
rs16260 AC T 1.5 b PMID 14961571
rs20415 GG \2 0.88 ** PMID 18974063
rs2171492 CC \2 0.88 e PMID 19245716
rs7000448 AA T 1.05 b PMID 17401364
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@ Mow MeH 3popoBbe / [MonureHHble 3abonesaHusi / OHko3abonesaHus

mou r&’H

rs3782179 AA ) 0.88 i PMID 19483682
rs9623117 GG l 0.97 > PMID 19117981
rs4962416 AG l 0.88 i PMID 18264096
rs2987983 AA ) 0.88 i PMID 16921512
rs401681 AA T 1.06 i PMID 19151717
rs1859962 AC l 0.88 PMID:18199855
rs1930293 AA ) 0.88 i PMID 17876339
rs3760511 CC T 1.02 i PMID 17603485
rs7017300 AA l 0.88 i PMID 17925536
rs6983267 AC T 1.11 i PMID 17401363
rs6501455 AA l 0.88 i PMID 17603485
rs1571801 CC l 0.88 i PMID 18073375
rs1447295 CC ) 0.88 i PMID 18231127
rs12255372 AC l 0.88 i PMID 18302196
rs7837688 CC l 0.88 i PMID 17925536
rs486907 AA T 1.76 i PMID 12415269
rs2107301 AG l 0.88 > PMID 17932346
rs1126643 GG \2 0.88 He OOCTYMHO
rs1456315 AG \! 0.88 He JOCTYMHO
rs4054823 AG l 0.88 He AOCTYMHO
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Mow 'eH 3popoBbe / MNMonvreHHble 3abonesanunst / Ctomatonornyeckme
3aboneBaHms

mou r&’H

Crtomartonornyeckue 3aboneBaHus

MaponoHTO3

MHousnayanbHbiA puck: 7.13
Puck no nonynsiuuu: 20
CooTHOLWeHe MHOUBUAYaNbHOrO WaHca 3abonetb K NonynsumMoHHomy: 0.36

MaponoHTO3 — 3aboneBaHne, NPUBOASLIEE K UCTOHYEHWIO TKaHEeW, oKpyxatwowmx 3ybel.. B otnnume ot
NapoOOHTUTOB, MPU NAapOLOHTO3€ OTCYTCTBYET BOCMANMNTENbHbIV NPOLEcC, 60NEBbIE OWYLEeHUS B AeCHaX
N UX KPOBOTOYMBOCTD.

MaponoHTO3 pasBuBaeTcs MenneHHo. OCHOBHbIM CHMMMTOMOM 3aboneBaHusl SIBNSIETCS MOCTEneHHoe
ob6HaxeHne 3y6OB: CTAHOBATCA BUIHbLI YacTu, KOTOpble B HOpME MPUKPbLITHI TKaHsMK napogoHTa. Mog
3TM TEPMUHOM MOHUMAIOT Mpunerawolyo K 3ybam [OecHy, KOCTHoe noxe 3yba Ha 4enocTu, CKBO3b
KOTOpOE MPOXOAST KPOBEHOCHbIE COCYAbl, 3amnonHsoWas NpoCcTPaHCTBO Mexny 3yOOM U ero noxem
COoeuHUTENBHAsA TKaHb, a TakXe TKaHu camoro 3yba. Mpy napodoHTo3e cTpajaloT BCe COCTaBasiowme
napogoHTa. 3ybbl NpuobpeTaloT NOBLIWEHHYIO YyBCTBUTENBHOCTb, @ AECHbI UHOrLA 3yasT. Ha no3gHmx
ctagusix 3abonesaHusi, korga 3ybbl MPaKTUHECKU MONHOCTLIO TEPSIOT CBOK «OMOpPY», OHWU CTaHOBSTCS
MOABUXHbBIMU 1 MOTYT BbiNanaThb.

MaponoHTO3 — AocTaToNHO penkoe 3aboneBaHue: B Poccun OHO BCTpevaeTcsl MprbnnanTensHO Yy ABYX
MpPoLEHTOB Ntoaer. MpuyrHbl NapoLOHTO3a OKOHYATENBbHO HE BbISICHEHbI. CunTaeTcsl, 4To 60ne3Hb MoryT
MPOBOUMPOBATL pasfuyHble HapylweHuss obMeHa BelwecTB, Takue, Kak auaber, U XpoHU4eckne
NopaxeHUsi BHyTPEHHUX OpraHoB. Hemaryio ponb UrpaeT HacnenCTBEHHOCTb.

OcTaHOBWTb pasBUTUE NapOLOHTO3a HEBO3MOXHO, HO COBPEMEHHble MeTOAbl NIeYeHUs MO3BONSHOT
ocnabutb nposisneHust 6onesHu. Mpu Tepanmu NapoLoHTO3a NCMOMb3YIOT HECKOMBbKO MNoAX0n0B. YToOb
3aMenNuTb paspylleHue MapoaoHTa, Bpayu CTUMYNMPYOT KpoeoobpalleHve B HeMm. [Lns aT0ro
MPUMEHSAOT Maccax u domamoTtepanuio. 3ybbl 3aWMWART NPW MOMOWW CRELMANbHbIX MNOKPbITUN.
MauuneHTam TakXe Ha3HaYaloT BUTAMUHBI.

SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb UccnenosaHus
rs1333048 cC \2 0.71 He OOCTYMHO
rs1047031 GG \! 0.71 He JOCTYMHO
rs419598 AA 2 0.71 ** PMID 18321309
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@

mou r&’H

MoHoreHHble 3aboneBaHus

Mow N'eH 3popoBbe / MoHoreHHble 3aboneBaHus

B wnccnenosaHumn «Moii NeH 30opoBbe» NPUHSATHI Cnedylowme OopMyIMPOBKM pe3ynbTaToB aHanvsa

nonUMOpPON3MOB, CBA3aHHbIX C MOHOMeHHbIMU 3aboneBaHUaMUA:

«HeT MyTauum» -MyTauunin He obHapyXeHo;

"
‘I’ «HOCUTENDb MyTaUnn» - 06Hapy>KeHa MyTauua, KnnHn4eckas 3Ha4MMoCTb KOTOpOVI nogrteepxneHa.

3abonesaHune

MyTauunin He
obHapyXeHo

MyTauum
o6HapyXeHbl

Y

KepatokoHyc 1

CuHppom Snepca-Lannoca,
rmnepnonBn>XHOCTb CyCTaBOB

AKpoLepmMaTuT aHTeponaTn4ecKmnii

MNepBrnyHasa cncTemMHas HeLOCTaTO4HOCTb
KapHWUTMHA

HepoctatouHocTb anbdpa-1
aHTUTpUNCUHA

CuHapom cnabocTyi CUHYCOBOro yana

Rh-null cungpom

MonukncTo3 noyek

10

[MponroHoBas aunaemmns

11

CTtepongpe3ncTeHTHbIn HedPOTUYECKUIA
CUHOPOM

12

MomoumcTnHypmusa cblE Tnna

AR YR R YR Y Y Y Y Y I Y I

13

14

MeTtnnmanoHoBas aumoemus

A

15

Mykonnnngos IV

S

www.i-gene.ru

100




mou r&’H

Mow N'eH 3popoBbe / MoHoreHHble 3aboneBaHus

16 Cunapom MNypnepa Y
17 Oedouunt MMIr-KoA-nmasbl Y
18 MHoXeCTBeHHbI aedouunT kapbokcnnas ]/
19 FemMoxpomaToa Y
20 BoneaHb Canaxoda Y
21 Mykonunuoos I Y
22 Mykonunuaos |l Y
23 M1-raHrnmosnmos Y
24 HenocTaToyHOCTb ranaktokmHasbi Y
25 BoneaHb Momne Y
26 neuumnt Y
rNIOKO30-6-choccharoerngporeHasbl
27 MnukoreHos 1A Y
28 Leguunt npotpomMbuHa Y"
29 MNcesnosutamH-D-pedpnunTHBIN paxmuTt Y
30 LlepebpocyxoXunnbHblii KCAHTOMATO3 Y"
31 HenocTato4yHOCTb KOPTUKOCTEPOH METUN ]f'
okcnaasbl
32 HacnencteeHHas noteps cnyxa (pasHble y"
doopMbl)

33 OncTtpodomsa poroeuLbl (pasHble oopMbl) Y
34

35 Knaccuyeckasi roMoLMCTUHYpUS Y
36 BpoxaeHHas ctabunbHasi HoYHast Y

cnenota (pasHble OopMmbl)

37 BuotuHnpasHas HeooCTaTo4HOCTb ]/
38 CwHaopom Bnyma Y
39 Cunopom MakKbtocuka — Kaydomana Y
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40 BonesHb KaHaBaHa

41 HepocTtato4yHoCTb
aprMHMHOCYKUMHATAMA3bI

NN NN

42 HacnencTtBeHHbI cdpepounTos
43 STunManoHosas aungypus
44 Y’
45 [lepMaHeHTHbIN HeoHaTabHbIN Y"
caxapHblii onabet
46 CuHapom [abuHa-IxoHcoHa Y
47 dDeHnnKeToHypUs Y
48 CvHapOoM DaHKOHN Y
49 CuHapom Mowe Y
50 CvHOpPOM Y

BopaoxecoHa-dopcmaHa-JlexmaHa

51 Y’

52 CvHppom Anbctpema Y"
53 AyTOCOMHO-OOMWUHAHTHBIA MUTMEHTHbIN y"
PETVHNT
54 HacnencteeHHas octeogmctpoouns Y
Onbpalita
55 MyKoBMCLMO03 Y

56 v

57 BonesHb Tes-Cakca Y

58 BonesHb KNEHOBOro cupona Y

59 Bera-tanaccemus Y

60 AyTOCOMHO-PELIECCUBHBIA MUTMEHTHbIV y"
PETUHNT

61 Atpocpus 3putensHoro Hepsa Y

62 AMMNOMO03 (GPUHCKWIA TIN) Y

63 v
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1 o
64 |1 CeMeiiHas cpean3eMHOMOpCcKast Y
nuxopagnka
- ~ ~
65 {li BokoBol aMnoTpPOgOMYECKIMIA CKNEPO3 Y"
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dapmakoreHeTuka (3o eKTUBHOCTb JIeKapCTB)

B nocnenHue rofbl, C UHTEHCUBHBIM Pa3BUTUEM MONEKYNSPHON reHeTMKM 1 hapMakonorum, BO3HUKNA HoBas
obnacTb 3HaHUS — dpapmakoreHeTuka. W3BecTHoO, 4YTO MpW BBEAEHMW CTaHAAPTHOW [03bl NlekapcTea
KOHLIEHTpaUns ero B KPOBM Y HEKOTOPbIX MWL, Yepes3 ornpenesieHHbI NMPOMEXYTOK BPEMEeHW OKa3blBaeTCs
HVXe ONTMManbHOW, a y APpYrux nauuMeHTOB OOCTUraeT TOKCUYECKOro YpOBHS. YCTaHOBMEHO, YTO Takas
BapuabenbHOCTb B 3HAYUTENBHON CTENEHW OETEPMUHMPOBAHA reHetudeckun. dapmakoreHeTvka uayvaet
BUSIHNE TEHETMHYECKUX (PaKTOPOB Ha 3CPIEKTUBHOCTb nekapcTB. CerofHs M3BECTHO, YTO BOMbLIMHCTBO
NeKapCTBEHHbIX NpenapaTtoB apdeKTUBHO nub y 25-60% naumeHToB, NpU 3TOM BKNad reHEeTUYeCcKux
(bakTOPOB B peakLuio opraHMama Ha iekapcTeo coctasnseTt 0o 95% .

OnHMM 13 Hambonee M3y4YeHHbIX C TOYKM 3PEeHUs PapMaKOreHeTUKW NeKapCTB SBASIETCS BapgapuH —
npenapar, MOHMXaoWWiA CBEpPTHIBAEMOCTb  KpoBW. BapdapuH npumMeHsitoT npu  Tpombosax u
Tpomboambonusax. Heckonbko OAHOHYKIeoTuAHbIX nonumopcpuamoB B reHax VKORC1 un CYP2C9
3HAYMTENbHO BAMSIOT HA 3QPPEKTMBHOCTL Mpenapata M ero Heobxoaumble A003bl. CTOUT OTMETUTb, YTO
adpchekTMBHbIE [03bl NpenapaTa, B 3aBNCUMOCTW OT FEHETWKK, BapbMPYIOT B BECbMA WNPOKOM Anana3oHe. B
pasBUTbIX CTpaHax CyLeCcTBYOT pas3paboTaHHble U WUPOKO MPUMEHSIEMblE METOLMKW 0N ONpeneneHus
3PPEKTNBHON [03bl BapdapuHa C Y4eTOM WHAMBUIyalbHbIX TFEHETUYECKMX ocobeHHocTel. B Hawem
1ccnenoBaHUM Mbl ONpenensieM Hanbonee 3HaYNMble OOHOHYKNEOTUIHbIE NonuMopdouamel B reHax VKORC1
n CYP2C9.

MomuMo BapdpapuHa, 3PPEKTUBHOCTb psaa APYrUX NEeKapCTBEHHbIX MpenapaTtoB, MPUMEHSIEMbIX ONs
NeYeHns $3Bbl  XeNynKa, CEepOEeYHO-COCYAUCTBbIX W OHKONOrMYecknx 3aboneBaHuil, ncuxmaTpu4eckmx
paccTPOWCTB, TakXe 3aBUCWT OT reHeTnyeckux oakTopoB. Kpome nedebHoro adhgpekrta, reHeTnyeckas
cocTaensiowas okasbiBaeT BAMWSHME Ha TSXeCTb NMoBoYHbIX peakumin. MHorma y nuiy ¢ TeMU WAM UHBIMU
reHeTV4eckUM 0COBEHHOCTSIMU MOBOYHbIE aCPAIEKTbI NeKapcTB OblBaloT oveHb TsxxenbiMu. K npumepy, y
HeKOTOpbIX Ntofel rnasHble Kanau, coaepXallne rnoKoKOPTMKOUAbI, Bbi3bIBAIOT rnaykoMy. B opyrux cnyyasx
npenapatbl OT Mansapuu MNPUBOAST K TsXenbiM 3aboneBaHWsM KPOBW, a CPELCTBA, HanpaBfeHHble Ha
neyeHve Tybepkynesa — K MOpaxeHWo nepudpepryeckux HepsoB. M Bce 310 3aBUCUT OT HeboMblMX
reHeTnyeckux Bapuaumia! [losaToMy nporpecc B  (PapMakoreHeTWkKe BO MHOrOM  onpegensiet
WHOMBMAYanu3aumio nevebHbix MeponpusThii (BbIBOp Npenaparta unu ero aHanora, no3a, cnocob BBeLeHUS ).

A Ons 04HOro 13 Npenapartos - BapgapuHa Mbl Mpeanaraem onpenennTb agocpeKkTuBHyto anst Bac nosy atoro
nekapctea. Metogvka pacyeta [003bl SBNSETCS OOWENPUHATOW U, MOMMMO, TEHETUYECKMX (DaKTOpPOB,

y4uUTbIBAET M Apyre 0cobeHHOCTN (BO3PACT, BEC U APYrMe XapakTepUCTUKK).

OpHako, ONs MPUHSITUS OKOHYaTeNbHOrO pelleHVsl O [03e fiekapcTBa, Heobxoauma KOHCynbTauus
NpPogOUIBLHOro Bpaya.

MpennoxeHne becnnaTHo 1 OEACTBUTENbHO ONsi BCEX KNMEHTOB, 3akasaBwux naket aHanusa JHK «Moii reH
300pPOBbE» N HEOrPaHUYEHHO NO BPEMEHWN.
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BonesHb Mpenapar SNP FeHotun Pacwundpposka
Tpomb60o3bl, TpoMBo3MbONUN BapdbapwH rs1799853 GG 3HOpMa
(CYP2C9*2)
Tpombo3bl, TpoMO603MBONNM BapgpapuH rs9923231 AG Hopma
(VKORC1-1639/367
3)
Tpombo3bl, TpoMO603MBONNM BapopapuH rs1057910 AA Hopma
(CYP2C9*3)
Tpombo3bl, TpoMO603MBONM BapopapuH rs2108622 GG Hopma
(CYP4F2 V433M)
'mMnepxonecteponemus, CraTtuHbl: aTopBacTaTUH, CMMBACTaTWH, NpaBacTaTuH rs17238540 AA 9O PEKTUBHOCTD Bbllle
cepaeyHo-cocyancTble
3abonesaHns
Pak no4km NHTepdepon-anbga rs4796793 CC 3P JPEKTUBHOCTb
npenapara 3Ha4uTenbHO
Bbllle
JleyeHre HMKOTUHOBOM, BynponuvoH (BennbyTpuH, 3nbaH) rs1800497 AG 6ynponnoH
anKorosibHo 3aBMCUMOCTH HeapdpeKTnBEH
ApTepuanbHas Pamnupun, 6nokaTopbl KanbLMEBLIX KAaHANOB, rs4344 AG Hopma
rmnepTeHsus u opyrue aurngponvpuanHel L-tuna (amMnonuavH, HUpeannuvx,
cepaeyHo-cocyanucTble HUKaPAUMNWH 1 Op.)
3aboneBaHns
ApTepuranbHas Pamnupun, 6nokatopbl KanbLmMeBbIX KaHaNoB, rs4359 AG HopMa
rmnepTeHsus u opyrue aurngponvpuanHel L-tuna (amMnonuavH, HUpeannuvx,
cepaeyHo-cocyanucTble HUKaPAUMNWH 1 Op.)
3aboneBaHns
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ApTepuanbHas Pamnupun, 6nokaTopbl KanbLUeBbIX KaHanos, rs312481 GG Bbllle adopeKTUBHOCTb
rmnepTeH3ns u opyrue anrngponupuanHel L-tuna (amMnonmavH, Hudpeannux, nevyeHns rmnepTeH3nm
cepaeyHo-cocyancTble HUKapOunuH n gp.) 6nokatopamu
3abonesaHus KanbLMeBbIX KaHanos
Jenpeccus n gpyras LinTanonpam, napokCUTeH, aMUTPUMNTUINH rs7787082 GG HopMa
ncuxuarpums
Henpeccus n opyras Lintanonpam, napokCcUTeH, aMUTpUNTUINH rs12720067 GG Hopma
ncuxuarpums
Henpeccus n gpyras LinTanonpam, napokCuUTeH, aMUTPUNTUNNH rs10248420 AA HopMma
ncuxuarpus
Denpeccus n gpyras LinTanonpam, napokCuUTeH, aMUTPUATUNNH rs10897346 GG uuTanornpam MeHee
ncuxmatpus ahPeKTNBEH 0N

nevyeHusa penpeccun

Denpeccus n gpyras LintTanonpam, napokcuTeH, aMUTPUATUNNH rs11983225 AA 30PPEKTMBHOCTb
ncuxuarpus npernaparos Bbille

Henpeccus n gpyras Lintanonpam, napokCUTEH, aMUTPUNTUANH rs4148739 AA HopMa
ncuxuarpus

Henpeccus n gpyras Lintanonpam, NnapokCUTeH, aMUTPUNTUANH rs4148740 AA 3o PEKTUBHOCTb
ncumxuarpums npenaparos Bbille

Henpeccus n opyras Lintanonpam, NnapokCUTeH, aMUTPUNTUANH rs1954787 AG HopMma
ncuxuarpums

Henpeccus n gpyras Lintanonpam, napokCcuUTeH, aMUTPUNTUINH rs2235067 GG Hopma
ncumxuarpus

Denpeccus n gpyras Lintanonpam, napokCuUTeH, aMUTPUATUNNH rs2032583 AA HopMma
ncuxuarpums
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Henpeccus n gpyras Lintanonpam, NnapokCUTeH, aMUTPUNTUANH rs2235040 GG HopMma
ncuxmarpus
Pak redprHUTUO (NPOTMBOPAKOBHLIM Npenapar) rs2231142 CC Hopma
HeobxonumocTb aHecTe3un CyKUMHUNXONUH (MHTMBUTOP XONMHICTEPA3bI) rs1799807 AA HopMma
LUnzodppeHns, bunonsipHoe KnosanwvH, pucnepuaoH, onaH3anuH rs1414334 CC HopMma
paccTponcTBO
LUnzodppeHns, bunonspHoe KnosanuH, pucnepnaoH, onaHsanuH rs4606 CG HopMa
paccTponcTBo
WHdapkT Mnokapaa, Mnasukc rs4244285 GG Hopma
WHCYNbT, UX NpochrnakTnka
3Ba xenynka, Owmenpason, naHconpason rs4244285 GG HopMma
racTpoayoneHasnbHbIn
pedoniokc
Pak nogxenyno4yHon emMumnTabuH (XMMMOTEpPANEBTUYECKMIA Npenapar) rs521102 GG Hopma
xenesbl
Pak sinuka BneomMnumnH (XMmnoTepanesTNYECKMiA Npenapar) rs1050565 AA HopMma
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dusnyeckme xapakTepucTukm

OKpYXHOCTb Tanuun

B cpenHeM 6onblue Ha 1 cm 1 MM

N3MepeHne oKpyXHOCTU Tanum — 370 OAMH 13 cnocoboB OnNpeaenuTb, ECTb NN Yy YenoBeka N3bbITOYHbIE
XUPOBbIE OTNOXEHMS. DTOT NokasateSib MOXET NUCMOMb30BaTbCs Kak OTAENbHO, Tak Y B COBOKYMHOCTU C
n3mepeHnem niaekca maccol Tena (MMT) — yncneHHoro nokasaTens, KOTopbIvi NonyYaeTcs Npu AeneHnn
Beca B KuiorpamMMax Ha keagpart pocta B Metpax. Ecnm IMT okasbiBaetcsa 6onblie 25, T0 roBopaTt 06
n36bITOYHOM BeCe, a ecnu H6onblue 30 — T0 06 OXMpPeEHUN.

OpHako MT He Bcerna no3BonsieT afekBaTHO ONpPenenuTb, eCTb M Y YenoBeka npobnembl ¢ NMWHUM
Becom. Hanpwumep, y cnoptcmeHoB UMT o6blyHO OblBaeT Bbllle HOPMbI, Tak Kak y Hux 6Honbuwoe
KONMYECTBO MbIlL, KOTOPblE MHOro BecsiT. [1pu 3TOM OLeHKa OKPYXHOCTW Tanuu o6bl4HO NO3BONSIET
NOHATb, 4TO yBenuumaaeT IMT, — MbIWwLbl MW XNPOBAS TKaHb.

OnpepnenuTb, yknaabliBaeTcs NN OKPYXHOCTb Tanuu B «MpaBuibHbie» 3HA4YEHWS, MOXHO MO cneumanbHbiM
Tabnmuam. Ecnn okasbiBaetcs, 4TO M3MEPEHHOe 3HauyeHue Oofblle HOPMbl, TO 3TO yKkasbiBaeT Ha
HanMume NUWHUX KunorpammoB. 36bITok Macchl Tena YpeBaT pPa3BUTUEM OYEHb MHOMMX 3a60NeBaHWi, B
TOM unucne caxapHoro jpuaberta, MOpaxeHWin CycTaBOB W CEPAEYHO-COCYymMCTbix 3abonesaHuii. o
nporHo3am BcemupHoli opraHusaummn 3gpasooxpaHeHms, kK 2015 rogy okono 2,3 munnmapna B3pOChbIX
noger 6yoyT uMeTb N30bITOYHBIN BEC, @ OT OXUPeHUs ByayT cTpanaTb cebilwe 700 MANNMOHOB YENOBEK.

OCHOBHbIMM  MPUYMHaMU  U3BbITOYHOrO Beca sABASIOTCA 6oratas HacbIWEHHbIMU  XUpaMu U
NIErkoycBOSIEMbIMM  YrNieBodaMu  aueta, ynoTpebneHne 4Ype3MepHOro  KOnWyecTea MUWM 1
MarnonoABVXHbI 06pa3 Xn3Hu. Kpome Toro, B HAKOMNEHUW NUWHUX KUNOTPaMMOB OTHACTW «BMHOBATbI»
reHsl — Ans nofeit ¢ onpeneneHHbIMA reHEeTUYECKMU U3MEHEHUSMI BEPOSITHOCTb Takoro pasBuUTvs
cobbiTuit Bblwe. B YacTHOCTW, y4eHble YCTaHOBWAW, YTO Noau, Hecylwme HekoTopble SNP psiaoM ¢ reHom
MC4R, obnapatoT 6onbleli OKPYXHOCTbIO Tanuu Mo CPaBHEHMWIO C NIOObMU, Y KOTOPbIX HET TakKmX

N3MEHEHWIA.
SNP FeHoTMN BnusiHne Bknap, JocToBepHOCTb UccnenosaHus
rs12970134 AG T 1.01 PMID 18454146
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YposeHs IQ

-/

B CpeoHEeM MeHblue Ha 3.4

WHTennektoM Ha3sblBalOT CMNOCOBHOCTb 4enoBeka MOHMMATb W pelwatb Te WNM UHble NpPobneMmbl,
abCTPaKTHO MbICNINTb, 06y4aTbCs, CTPOWUTb MNPUYUHHO-CNEACTBEHHbIE CBS3M, NNAHMPOBaTb CBOM
nerictens. OOBEKTUBHOrO MCYEPMbIBAIOWErO KPUTEPUS OLEHKM YPOBHSI MHTENNEKTA HE CyLeCTByeT.
OpHako yuyeHble paspaboTanu psif TECTOB, KOTOPbIE MO3BONSAT ONPEAENUTb, HACKONbKO XOPOLO
YENOBEK MOXET CMpaBnsiTbCs C OTHENbHbIMU BUOAMW WHTENNEKTYanbHON AESTENbHOCTW, HanpuMep,
pewaTb MaTeMaTMYeckue UM norudeckne 3agaqu.

OnHyM 13 Hanbonee NONynsSiPHbLIX TECTOB TAKOro pPofa SBNSIETCA TECT Ha onpeaeneHne KosgduLmeHTa
uHtennekta, nnm IQ (ot aHrnuiickoro cnosocodetanus intelligence guotient). OH paspabaTtbiBancs Tak,
yToBbl €ro cpenHUM 3HadeHueMm okasbiBanocb 100 (To ecTb pesynbtathl GONbWUHCTBA NOAEN,
MPOXOASIUMX 3TOT TECT, AOMXKHbl 0Ka3blBaTbCS HNN3KMMU K COTHE).

Cumntaetcs, 4to Ha YPOBEHb MHTEN/IeKTa MOryT okasblBaTb BVGHWE BHeWHWe pakTopbl, Takue, Kak
akonormyeckasi obcTaHoBKa 1M Ka4ecTBoO OMETHI (He,ﬂ,OCTaTOK MUHepanbHbIX BeWweCcTB N BUTAMUHOB MOXeET
CHUXaTb CMOCOBHOCTH K YMCTBEHHOW ,D,eﬂTeJ'IbHOCTI/I). OpnHako 6ONbWMHCTBO CreunannucToB nonarator,
YTO OCHOBHbIM (PaKTOPOM, ONpenensdiowmm, HacKONbKO BbICOKMU 6y,D,yT CrnocobHOCTM YenoBeka K
NO3HaHWIO, SIBNSIETCS ero reHeTuka. Ha gaHHbI MOMEHT y4yeHble He Hawnu cneuuguyeckux «reHoB yma»,
OOHakKo UM yoanocCb BblOeNnTb HECKOJIbKO reHeTnyeckux ocobeHHOoCTEl, KOTOpble 4eTKO CB4A3aHbl C
YPOBHEM UHTENNEKTA.

Hanpumep, B uccnenoBaHum, NPOBEAEHHOM FONNaHACKUMU yHeHbIMU, BbIfI0 MOKA3aHo, YTO Hanudme Tex
unu mHoix SNP B reHe SNAP-25 x0opollo KOppenupyeT C MOBLIWEHHBLIM UM MOHWXEHHbIM 1Q (aBTOpbI
ncnonb3oBann MMeHHo a1oT TecT). SNAP-25 — 310 6en0K, KOTOpbIil y4acTByeT B 06pa3oBaHMn CBA3ei
mMexay HeripoHamu. Ewe oamH reH, SNP B KOTOpPOM CBSi3aHbl C YPOBHEM WHTennekta, - ato CHRM2.
Konmpyemblii aTuM reHom 6enok BAMSIET HA CBOMCTBA KOHTAKTOB MEX [y HEMPOHAMU 1 «0bLeHne» Mexay
HUMWU, @ TaKXe MOXET BANSATb HA BO36YAMMOCTb HEMPOHOB.

SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb UccnenosaHus
rs174575 CG T 1.03 PMID 17984066
rs324640 AA \! 0.97 * PMID 17081262
rs324650 AA 2 0.97 ** PMID 17081262
rs363050 AG 1 ** PMID 16801949

rs1535 AG T 1.01 PMID 17984066
rs363039 AG \2 0.99 ** PMID 16801949
rs363043 AG T 1.01 ** PMID 17908175
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BeposITHOCTb PbIXEro LBeTa BooC .’*

cpenHee 3Ha4YeHue

LiBeT BONOC y BCEX NOfel ONpPenensieTcs COOTHOWEHWEM B HWX OBYX MUIMEHTOB — 3yMeNnaHuHa U
peoMenaHnHa. dymMenaHWH MpubaeT BOMOCAM YEPHYD WAM KOPUYHEBYIO OKPacky, a (DEOMENaHuH —
pbIXyl0. Y 6NOHOMHOB B BONOCAX COAEPXMUTCA OYeHb HEBONbLIOE KONMYECTBO 06OMX TUMOB MUTMEHTOB.
HesasncuMo oOT LiBETA, BONOCHI BCEraa cogepxar B cebe NUrMeHT oeoMenaHuH.

bonbwas 4acte noOen Ha 3emne HOocAT Ha ronose YepHble BONOCHI. BnoHauHbl, WwaTteHbl
pbiXXeBoONnocCble NpPoXmearT, B OCHOBHOM, B EBpone. PbiXXne Bonochbl yaule Bcero BCTpe4arTCa y niogen,
MMeumnx KenbTCckoe nponcxoxaneHme. B Hawwm oHM NOTOMKN KENbTOB HAacensoT I/IpnaH,u,vuo 1 AHrnuo.

Pbixunin LBeT SBNsSieTca caMblM peaK/MM U3 BCeX, Tak Kak OH HacnemyeTtcsl Mo peLeccUMBHOMY Tuny. 3To
3HauuT, YTO eCnu OT OHOrO M3 poauTeneit pebeHokK MNosyYaeT reHbl, OTBETCTBEHHbIE 3a PbIXUIA OTTEHOK,
a OT BTOPOrO reHbl, KOHTPONMPYIOWME APYroi LBET, TO «PbIXXEBONOCHIE» FeHbl He ByLyT NPosBNSATL cebs.

Ha paHHbIi MOMEHT y4YeHble TOYHO HE 3HatoT, KakMe MMEHHO reHbl OTBeYaloT 3a LBeT BOMOC TOro unu
nHoro 4enoseka. OgHako nocnegHVe WCCNenoBaHWS BbISIBUAM, 4TO HAcnefoBaHME PbIXMX BOMOC
CB5I3aHO C n3meHeHueM B ogHoM reHe MC1R, pacnonoxeHHoMm Ha 16-/ xpoMocome.
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n POAO/IXUTENIbHOCTb XU3HA

B cpenHeM 6onblue Ha 1 ron 7 MecsiLeB U 2 HeJenu

MpooONXNTENBHOCTb XNU3HW — 3TO, HABEPHO, OOUH U3 CaMblX BaXHbIX Mnokasartenen, UHTEPECYLWmX
Kaxgoro 4yenoseka. B 3aBUCMMOCTM OT CTpaHbl NPOXMBaHUS CPedHEEe 3HaYeHNe MPOLOIKXUTENBHOCTM
XKMW3HM HaceneHms MOXET OTAn4aTbCs Ha Oecsatku net. Hanpumep, B 3anagHbiX rocypapcrtBax 3ToT
nokasatenb npubnuxaetca Kk 80 ropam, a y XuTeneir MHOrMX cTpaH AMPUKAHCKOrO KOHTWHEHTa
konebnetcs B paiioHe 55 net. B Poccun cpenHsis NpoaonXnTeNbHOCTb XU3HW Ha CEroaHs cocTaBnsiet
69 ner.

Ha npooonXuntenbHOCTb XW3HW BAMSIET OFPOMHOE KOMMYECTBO (PaKTOPOB, TakKUX Kak, Hanpumep,
LOCTYMHOCTb 1 Ka4eCTBO MeANUMHCKOro o6y XmBaHns, akonorndeckasi o6cTaHoBKa, ycnosus paboTsl 1
oTOblXa, MatTepuanbHbIil 4OCTATOK, Ka4eCcTBO NuLW. B OOMoNHeHne Ko BCeM 3TUM BaXXHbIM MOMEHTaM Ha
NPOLOMXMUTENBHOCTE XM3HM KaxX[Oro KOHKPETHOro 4enoBeka BIUSieT ero reHetvka. [lpuyem 3aTo
BNUSIHNE He 00s13aTeNibHO MPUBOLMT K LONrOXMWTENbCTBY — NOAM C OMNpeaeneHHbIMU reHeTUHeCKMMU
0COBEHHOCTSIMM MOTYT, HanpuMep, BbiCTpee 1 Ny4le BOCCTAHABNMBATLCS MOC/e Takux 3aboneBaHuii, kak
pak.

[MpoBeneHHOE HEJABHO NCCNEOOBAHME BbISIBUIO OOHO N3 TaKMx M3MeHeHun — nm okasancsa SNP B reHe
6enka p53. OTOT 4pesBblHaliHO BaXxHblii Ons paboTbl opraHnama 6enok, KOTOpblii He OJaeT KieTkam
HayaTb 6EeCKOHTPONbHO OenuTbcs (OHM MOryT «3axoTeTb» cebs Tak Bectw, ecnu B ux JHK nosiBsTcs
onpeneneHHble W3MEHeHWsl), 3acTaBnsis WX coBepwatb camoybuiictBo. WHbiMM cnosamu, p53
npensiTCTByeT NPEBPALLEHNIO KNETOK B pakoBble. B xone cBoeit paboThbl y4eHble YyCTaHOBUW, YTO NOAON,
KOoTOpble Hecnu KOHKPeTHbI SNP B reHe p53, B CpeHEM XUIM Ha TpW rofa [oofblie Tex, Y KOro Takoro
n3MeHeHns He 6bIno. ViccnegoBaHme NPOBOAMIOCH HA MONYNsSLMX AaTyaH.
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BeposAATHOCTb 06/1bICEHUSI (Y MYXUYUH) ;

B CpeZiHeM MeHblue Ha 12 % W

Mopn obnbiceHneM, nnu anoneunen (0T NaTMHCKOro cnoea alopecia - 0bnbiceHne, NNewmnBocTb), 0B6bIYHO
MOHMMAIOT NPOrPECCHPYIOLYIO MOTEPHKD BOMOC HA rONOBE M TENE BMIOTb A0 WX MOMHOMO UCYE3HOBEHUS.
PasnnyatoT Heckonbko TWMOB anoneuuu, Hanpumep, pybuoBas unu AaucpdysrMoHHas, HO camoik
pacnpoCcTpaHEHHOM Kak CPpean My>XYuH, Tak 1 CPean XEHLWMH SBNSETCS aHapOoreHeTnyeckas anoneums.

HasBaHue aToro Trina ob/biCeHNs oTpaxaeT ero NpUYnHbLL. TEPMUHOM aHapOoreHbl 0603HAYaT MyXCcKue
MoMoBblE TOPMOHbI, OOHUM U3 KOTOPLIX SBNSIETCS «BUHOBHMK» anoneumn — TectoctepoH. Ero aktmeHas
doopMa — OMrMOPOTECTOCTEPOH — MPOHUKAET B BOMOCSHbIE NYKOBWLbI 1 noBpexaaeT ux. MNocTteneHHo
NYKOBULIbI YTPa4MBaloT CBOK CMOCOOHOCTb HOpManbHO paboTaTb — MNPOU3BOAMMBbIE VMU  BONIOCKM
cTaHoBsITCS cHayana 6onee TOHKMMK, a MOTOM 1 BOBCE NepecTaloT pacTu. Yalle BCero My>X4mHbl TepstoT
BONMOChI HA TEMEH 1 Ha Nnby, a Yy XEHLMH UX POCT npekpalaeTcs bonee unu MeHee PaBHOMEPHO MO BCeN
rONoBe, XOTS 3TOT NPOLECC HEMHOMO UHTEHCMBHEE B 0ONACTU LEHTpanbHoOro npobopa.

PagukanbHblXx METOLOB 3aMennvnTb UMM OCTAHOBWTb MPOLIECC MOTEpPV BOMOC HE CyWEeCTBYEeT, OOHAaKO
HEKOTOpble COBPEMEHHble NeKapcTBa MOryT CHM3UTb BPEMEHHO €ro WHTEeHCMBHOCTb. Haubonee
LIeACTBEHHbIM SIBMISIETCS XUPYPruU4eckuin MeTod NedYeHusi, Mpu KOTOPOM Bpady nepecaxuBaeT Ha
Nbicelole MecTa BOMOCSHbIE NYKOBULIbI C OOKOBbLIX M 3aTblIOYHOW 4YacTeil ronosbl. OTU NYKOBULIbI
HEe4YyBCTBMTE/bHbI K BO3AECTBUIO OernApoTeCTOCTePOHa, NO3TOMY OHM HOpMarnbHO paboTatoT B TeYeHune
BCEW XXN3HW.

BoNbWWHCTBO CNELManMcTOB COracHbl B TOM, YTO OCHOBHAS NPuYMHA anoneumm NexXnT B reHax, npuyem
4acTb «BPELHbIX» N3MEHEHWA HAXOOATCA HA X-XPOMOCOME, TO eCTb HEM3DEXHO NMepenarTCcs MaTepblo
CBOMM CbIHOBbSIM (X-XPOMOCOMa — 3TO XEHCKas Nonosas XpoOMOCOMa, W BCE MYXYWHbI B S4pe KaXaown
CBOEN KNeTkn HecyT Nno OAHOW ee Konuu Hapsigy ¢ ogHom Y-xpomocomoit). Ceiyac yyeHbiM yaanoch
NOEHTMUUMPOBATL HEKOTOPbLIE PaCMONOXEHHble Ha X-xpomocome SNP, koTopble KOppenupylT C
MOBbIWEHHLIM PUCKOM noTepu Bonoc. Kpome TOro, mccnenoBaHWs Mokasanu, 4YTO BEPOSATHOCTb
obnbiceHns ysennumsatoT SNP, Haxoaswmecs Ha 20- XpoOMOcoMe.
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NHpekc macchbl Tena

kg

B CpeaHeM MeHbLle Ha 0.13 d

Mnaekcom maccel Tena (MMT) HasbiBaloT YACNEHHYIO BENMYUHY, NOKa3biBAOLWYIO, SABASETCS N BEC
yenoBeka W3ObITOYHbIM, HELOCTATOYHBIM WM XE HOpManbHbIiM. OTOT nokasaTtenb Obin npuoymaH
6enbruiickuMm coumonorom u crtatuctukom Aponbcpom Ketne B 1869 ropy. Ins pacueta UMT
HeobxoOMMO nomenuTb BeC Tena B KWNOrpamMmax Ha keBagpar pocta B MmeTpax. Ecnv nonyyeHHoe
3HayYeHWe okasblBaeTcsl MeHblle 18,5, To roBopsaT o gedomumTe Macchl Tena, ecnu 6onble 25 — T0 0
HaN4YMK UWHWX KMOrpaMMoB, a ecnu 6onblue 30 — To yXe 06 0XnpeHmu.

N xotrs WMT sBnsieTcss BO MHOrOM YCNOBHbIM WHOEKCOM (HampuMmep, OH He paboTaeT nons
npodbeccmoHanbHbIX CMOPTCMEHOB, Y KOTOPbIX BbICOK MPOLEHT “Tsxenbix” Mblwy) un  Tpebyet
KOPPEKTMPOBKN B 3aBWCMMOCTM OT TENOCNOXEHMS, OH MOMOraeT ONpenenvTb Hayano onacHoro
mpoLecca OT/IOXEHNs YPe3MepPHOro KonmMyecTBa Xupa. M3bblTok Macchl Tena yYpesat o4eHb 6onbwuM
KONMYECTBOM pasnuyHbix GonesHeir, Hambonee pacnpoCTPaHEHHbIMU M3 KOTOPbIX SIBASIOTCA caxapHblii
nmabet n cepheyHo-cocyauctble 3abonesaHns. 1o HEKOTOPbLIM AaHHBIM, PUCK Pa3BUTUS XPOHWNYECKUX
NaTonormyecknux COCTOSIHUIA Ha4YMHaeT MPOrPeCcCUBHO YBENMYMBATLCS, HauymHas co 3HadveHus VIMT,
pasHoro 21. [lo nporHosam BcemumpHoi opraHusaumun 3sgpasooxpaHeHus, k 2015 rogy okono 2,3
MUAMapa B3POCHbIX Monei 6ynyT uMeTb n3bbiTouHbIM BeC 1 Bonee 700 MunnnoHos ByoyT cTpanatb OT
OXMPEHNS.

OCHOBHbBIMW MPUYMHAMK HAKOMNIEHNS NUWHKUX KUNOFPaMMOB SIBASIIOTCS BoraTas HacbIWEHHbBIMU X1paMu 1
NerkoycBosieMbIM/  yrnesogamn  Oueta, ynoTpebneHume  4pe3MepHoOro Konmdectsa MuWM WU
MasnionoaBVXHbI 06pa3s XunsHu. OOHako y4yeHble nonaratoT, 4TO BEPOSITHOCTb U3ObITOYHOIO YyBENUYEHUS!
Maccbl Tena Bhblle y NoOel, UMELWNX onpeaeneHHble reHeTMYeckne naMeHeHusl. B ogHoM 13 HenaBHMX
nccnenoBaHuin 6blfo BbISIBIEHO, YTO Ntoau, Hecywme Hekotopble SNP Henopmaneky ot reHa MC4R
6onblle nonaBep>XeHbl pucky Habpatb NWWHWIA Bec. OTOT FeH OKasblBaeT BMSIHUE Ha pasBUTUE
OXWpEeHNs y OeTer, U XOoTa HangeHHble ydeHbiMm SNP npsmo He 3atparusaior MC4R, oHu moryt
0MnocpeoBaHHO BIUSTE Ha ero paboTy.

SNP FeHoTMn BnusiHne Bknan, JocToBepHOCTb WccnenosaHus
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rs9930506 AG \! 0.99 o plos genetics paper
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BepositTHoCcTb ponroxurenncrea (8o 100 ner)

B CpedHeM MeHbLue Ha 39 %

CpenHss nNpoOoOnXUTENbHOCTb XU3HW — 3TO O4YeHb BAXHbI nokasarteNb, CBUAETENbCTBYIOWWA O
6narononyynn TOW WAM WMHOM cTpaHbl. B 3anagHbix cTpaHax, HadmHas ¢ koHua XIX Beka,
MPOLOMXMUTENBHOCTb XM3HU NOCTENEHHO pocna. Ceyac oHa konebnetcs Ha ypoBHe 75 neT Anst MyX4uH
n 80 meT ong xeHwmH. B Poccun aToT nokasaTenb 3aMeTHO HUXE — MyX4YMHbI, B CPeLHEM, XMBYT 00 59
NEeT, a XeHWmnHbl — 0o 73 ner.

Cuutaertcs, 4TO CpenHsis MPOAONIKMTENBHOCTb XW3HW 3aBUCUT OT BHELWHWX (DAKTOPOB, TakMX Kak
mMaTepuanbHblii  [OCTATOK, KAYeCTBO MeIWLMHCKOW nomoww, ObiToBble YCNoBUS U YCNOBUS Tpyaa,
COCTOSIHME OKpyXatowei cpeabl 1 gaxe nuwesble NpuBbldkM. OOHAKO yYeHble HMKOrAa NOHOCTbIO He
WCKNIOYanu BRUSIHME TeHeTudecknx goakTopoB. OcoBEHHO BblpaXeHHoW [nonXHa ObiTb UX ponb Y
Jonroxutenen — noaen, Yo NPOLONXKMTENbHOCTb XWU3HW HAMHOMO MpPEeBbIWaeT CpefHue 3HayeHus,
MPUYeM cpefHue He TONbKO ANsi AaHHOW MEeCTHOCTW, HO U Boobwe B Mupe. OBbIYHO K LONroXMTENsM
OTHOCAT TeX, Yel Bo3pacT nepesanusaet 3a otmetky 97-100 ner.

HenaBHO aBTOpbl Cpasy HECKONbKMX HE3aBUCUMbIX WCCNEOOBaHWIA Mnokasanu, 4YTo LONrOXUTENbCTBO
KoppenvpyeT ¢ onpeaeneHHbiMM namMeHeHusimu B reHe FOXO3A. 3T0T reH kogupyeT 6enok, KoTopbii
yyacTtByeT B perynsuum paboTbl Opyrux reHoB U 3adeiCTBOBaH B TaK Ha3blBAEMOM CUMHASIbHOM MyTw
NHCYNMHa/MHCynnHonoaobHoro dpaktopa pocta. [MpoBedeHHble WU3blcKaHWs MoKasanu, YTO BAUSIHUE
FOXO3A oanHakoBO NPOSIBNSETCA ANS NOAEN U3 CaMblX PasHbIX 9THUYECKUX Fpynm.

SNP FeHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus
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JonrospemeHHasi namMsATb

LN
./

MamATblo y4YeHble Ha3biBAOT CMOCOBHOCTb MO3ra COXPaHsATb, HakanaMBaTb W BOCMNPOW3BOAMTb
MHpopMaumio. BbloensoT KpaTkOBPEMEHHBIA U LONFOBPEMEHHbIA TUMbI NAMATU, KOTOPbIE OTANYAKOTCA
Lpyr oT Apyra He TONbKO N0 ANNTENBHOCTU XPAHEHNS MHGDOPMALIMK, HO TakXe M Mo MexaHu3Mmy paboTbl.

B kpaTkoBpEeMEHHOI NaMsTy Mony4YeHHast OAVH Pa3 MHGOPMALIMS XPAHUTCS OT HECKONbKUX CEKYHI [0
MUHYTbl 6€3 MOBTOPEHUS, NMpuYemM 0O6BbEM 3TOM MHAPOPMaUMU OYeHb OrpaHuyeH. B ocHoBe paboTol
KpaTKOBPEMEHHOM NamsATu Nexat BPEMEHHbIe B3aUMOAENCTBUS MEX Y HePOHaMM rofIOBHOTO MO3ra.

JonroBpemMeHHas namsaTb HakanaMeaeT Honblume 06beMbl Pa3nnMyYHbIX CBEAEHWUIA, NPUYEM NOTEHLMANBHO
BPEMS MX XPaHEHUS HE OrpaHNYeHo (HanpruMep, YENOBEK BCKO XU3Hb MOMHUT CBOV AOMALHWIA aapec nnn
HoMep TenedooHa). DTOT TUM NaMAT OCHOBaH Ha (DOPMUPOBAHMM MPOYHbIX CBA3E MeXay OTAENbHbIMU
HepBHbIMM KNeTkamu. B HacTosllee BpeMsl yyeHble He 3HalT BCeX (PakTOpOB, BAMSIOWMX Ha paboTy
nonroepeMeHHoin namsiTi. OgHako HenaBHO UccrnedoBaTenu OoOHAPYXWAW, YTO fydwas wuian Xynwas
CcnocobHOCTb Ntofel LONro NOMHWUTL MHCPOPMaLUMIO CBS3aHa C ONPeAeNeHHbIMU U3MEHEHUSMUN B FEHe
PRNP. 3T0T reH koavpyeT Tak Ha3blBaeMblii NMPUOHHLIA HeNok, MyTaHTHas chopMa KOTOPOro CBsidaHa ¢
pasBuTEM Heunaneunmoi 6onesHn Kpentudpenbara — Skoba.

B xome onbiToB Ha 340p0BbIX NOOPOBOMbLAX OblNO BLIACHEHO, YTO NIOAW, HECYWUe OnpeLeneHHbie
«BapuaHTbl» reHa PRNP, cnycTts cyTku nocne 3HakoMcTBa C HEKMMU CBEOEHMAMMW BCrOMUHAT Ha 17
NpoueHTOB  Oonblle  MHGOPMaLUWM, YEM  Y4yacTHUKM  SKCMepuMeHTa, obnagamowue  Oopyroin
pasHOBUAHOCTbIO 3TOr0 rexHa.

SNP FeHoTMN BnusHue Bknan, JocToBepHOCTb WccneposaHus
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CKNOHHOCTb K MOUCKY HOBU3HbI

\_/

Monck HOBM3HBLI B MCUXOMOTUN — 3TO OAHA W3 YETbIPEX KIYEBbLIX JIMHHOCTHBIX YepT, OnpeaensitoLmx
xapakTtep 4Yenoseka. K TpeM opyrum oTHocsTcs: nsberaHvne Bpena, 3aByCUMOCTb OT BO3HArpaxKaeHus v
yNopCTBO.

MHorve yyeHble NPUOEPXMBAKOTCH TOYKM 3PEHNS, HTO BCE 3TW CBOWCTBA NMMYHOCTW MPEOONPenensoTcs
TEMU WM WHBIMW TEHETUYECKMMU OCOBEHHOCTAMWU. Hampumep, CKMOHHOCTb K MOUCKY HOBMW3HDI
CBA3bIBAIOT CO CBOWCTBAMM Mepenadv B MO3ry Hepomegmatopa [LodamuHa, KOTOpble HanpsiMyto
3aBUCAT OT rEHETVKN.

BblpaXeHHOCTb KaX[OM W3 YeTbipeX Ha3BaHHbIX Bbllle YEPT MOXHO OMpeaennTb Mpu NoMoLn
crneuvanbHo paspaboTaHHbIX OMPOCHWMKOB. HenaBHO KOMNEKTUB YYeHbIX CPaBHUN  pe3ynbTaTthl,
nony4yeHHble AobpoBonbLAMM MOCAe OTBETA Ha BOMPOCHl, U WX FEHETUYECKME XapaKTepUCTUKMU.
Viccneposatenu BbiiCHMAW, 4TO Hanuuve onpegeneHHoro SNP B reHe podbamunHoBoro peuentopa D4
KOppenupyeT C NOBbIWEHHOR CKNOHHOCTbIO N0AEN NCcKaTtb YTO-TO HOBOE.

SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb UccnenosaHus
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SKcTpasepcusa

OKCTpaBepcns N UHTPOBEPCUS — 3TO WUPOKO MCMONb3yeMble B MCUXONOTMN XapakTepUCTUKN OLLEHKM
TMNa NMYHOCTW. PasHble NCMXONOrM HEMHOro NO-pasHOMy TPaKTYIOT 3TW ABa MOHATUS, O4HAKO yaue
BCEro crneumanncTbl UCMOMb3YIOT ONpeaeneHunsl aKCTpaBepcun 1 MHTPOBEPCUU, NpeanoXxeHHble Kapnom
N'yctasom FOHrom nnm MaHcom KOpreHom An3eHKoM.

HecMoTpsi Ha OTNIMYNS B TONKOBaHWN 3TUX TEPMUHOB, BOMBWNHCTBO Y4YEHbIX NPU3HAIT OCHOBHbLIE YepThl
3KCTPaBEpPTOB U WHTPOBEPTOB. DKCTPABEPTbl XUBO MHTEPECYOTCS OOWECTBEHHOM XWU3HbIO, ONS HUX
BaXHO MPUHMMATbL Yy4acTve B MPOMCXOIAWMUX BOKPYr cOObITUSAX, ObiTb MPUYACTHBIMU K 4eMy-nubo,
obwaTtbcs ¢ OPYruMU NioabMU. OKCTpaBepThl 0ObIYHO OMTUMUCTBI, CKNOHHLI PUCKOBATb, Y HUX MHOMO
3HAKOMBbIX, OHM NETKO MPOSABSAIOT CBOW 3MOLIMK, U UM TSXENO KOHTPONMPOBAaTb WX.

NHTpoBepTbl, HaMpoTWB, MPeAnoYMTaloT OAMHOYECTBO, Y HWX HeT MoTpeBHOCTVM MNOCTOSIHHO ObiTb
3apeiicTBOBaHHbIMM B npoucxonsiueM. ObwaTbCs NHTPOBEPTLI MPELNOYUTAIOT C Y3KUM KPYroM B6amnskux
NoAeN, NPUBA3AHHOCTb K KOTOPbIM MOXET COXPaHATbCA OONrMe rogpl. Yale WHTPOBEPTbI SABASIOTCS
MEeCCUMNCTaMU, OHW CKNOHHbI OBecLeHMBaTb OKPYXaloWwux noael U Npoucxopswme cobbitns u
NCMbITHIBAIOT HEOBXOAMMOCTb B PECRNEKCUN.

«HucTble» WMHTPOBEPTbI M 3KCTPABEPTbl BCTPEYAOTCA [OBOMBHO PenkKo — O0ObMHO B YenoBeke
MPUCYTCTBYIOT MPU3HAKM U TOTO U OPYroro Thna NMYHOCTW, HO 3a4acTylo OOWH U3 HuX npeobnapaer.
HenaeHue  wccnemoBaHus  mokasanu,  4TO  Hanudme  onpeneneHHoro SNP B reHe
6eTa-1-anpeHopeuenTopa (ocobble CTPYKTypbl, OTBEYAOWME 3a YyBCTBUTENIbHOCTDL KNETOK K FOPMOHaM
afpeHanviHy U HopaapeHasuHy) XOpoLIO KOPPENNPYET C MHTPOBEPTMBHBLIM TUMOM NIUYHOCTMW.

SNP FeHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus
rs1801252 AG YypOBEHb > PMID 15312808
aKCTpaBepcun
HUXxe
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KpeaTMBHOCTb
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Mon TBOPYECTBOM OObIYHO MOHMMAIOT MPOLECC FEeHepaunn HOBbIX MAeR, paspaboTkM OpUrMHanbHbIX
peweHnin kakon-nmbo npobnemMbl MAN Xe peanu3aumio HOBOro, camobbITHOrO noaxoda K yxe
MMeloLWMMCS NpoLeccam.

CnocobHOCTb K TBOPYECKOW OeATEeNbHOCTV 4acTO HasblBaloT KpeaTuBHOCTbIO. OOHUM M3 MepBblX, KTO
onncan npoLecc TBOPYEcKol OeatenbHocTw, 6bin Matematvk AHpu [lMyaHkape. OH Bbloensin Yetbipe
OCHOBHbIE CTaANN: Ha NEPBOM YeNnoBek OOPMYNNPYET 3aaady U NpeanpuHMMaeT nonbiTku ee pewmnTs. Ha
BTOPOW, HanpoTuB, OTBNEKaeTcs OT NpobnemMbl U He OyMaeT O Hel (cYuTaeTcsl, 4TO B 3TO BPeMs Hap
3apavelt “paboTatoT” beccosHaTenbHble npouecchl). HakoHel, Ha TpeTbeil cTagumn, NPOUCXOAUT TO, YTO
MHorga HasblBalOT 03apeHneM — YenoBek BOPYr NOHMMAET, Kak crnedyeT pewaTb NoCTaBleHHYo 3ataqy.
Ha yeTtBepToii cTagun nponcxoamnt nopabotka v oTWNNGOBKA BO3HMKLWEN NOE.

CoBpeMeHHble y4eHble He 04YeHb Aaneko NPOABUHYNMCH B M3y4YeHWM TBOPYECTBA — OHW BCE elle MoXo
MOHUMAIOT, Kakme MexaHW3Mbl NexaT B OCHOBE KPEeaTMBHOCTU M MOYEMY OOHWU MNOAU CMOCOOHbI
nepelwarHyTb HEKUiA MOpPor U co3aaTb YTO-TO HOBOE, @ APYrue He B COCTOSIHUM 3TOrO COenatb. TeM He
MEHee, CyLECTBYIOT TECTbl, CMOCOBHbIE MPUBNN3UTENBHO OLEHUTb, HACKOMBbKO TOT MW WHOW YenoBek
CKJIOHEH K TBOPYECKOM LEeSTENbHOCTU.

B oaHoit 13 HepaBHMX paboT reHeTukn cpaBHMBANKU pe3ynbTaTbl, HAbpaHHble NIOAbMY B TakMx TecTax, ¢
X reHeTudeckmmm ocobeHHocTsaMu. Okasanocb, 4TO Hanuuue onpeneneHHoro SNP B reHe
HelperynnHa-1 KoppenMpyeT C MOBbLIWEHHON KpeaTMBHOCTbI0. OCOBEHHO BblpaxXeH 3TOT adodhekT Ans
nopnein, 8 OHK kotopbix 0be konuu reHa HewperynuHa-1 HecyT a1o SNP (MHTepecHo, 4TO B Gonee
paHHUX paboTax MPUCYTCTBME [HOBYX KOMWUIA CBA3LIBANW C MOBbIWEHHLIM PUCKOM pPasBUTWS MCUXO30B).
Benok HenperynuH-1 BbINONHAET B OpraHM3Me MHOXECTBO (PYHKUWIA, W, B YACTHOCTW, OH y4acTBYeT B
paboTe mMo3ra.

SNP FeHoTMN BnusiHne Bknap, IocToBepHOCTb UccnenosaHus
rs6994992 AA nosbllweHa > PMID 19594860
KpeaTMBHOCTb
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TonwunHa Bonoca

TonwwuHa Bonoca 3aBMCUT OT MHOXeCTBa PakTOPOB U MOXET O4EHb CUNBbHO PasnmyaTbCsl B 3aBMCMMOCTH
OT pacoBON MPUHALNEXHOCTW, LBeTa Bonoc M Bo3pacTta. CpefdHee 3HayeHWe TOMWMHBI BOMoca B
yenoseveckon nonynsuun coctasnset okono 0,1 munanmetpa. OOHako KpaiHue nokasaTenu BecbMa
Laneko yxonst B 06e CTOpoHbl M npocTupatotcs ot 0,04 munnumeTpa no 0,25 munnumetpa.

Haunbonbluas TonwuHa Bonoca xapakTepHa Ons npeacTaBuTeneil asmatckmx nonynauuii, a takxe ons
niofen HerponaoHoM packl. B cpenHeM Bonoc asmnarta Ha 40 npoueHTOB TOMLWe BONoca esponeriua. Ecnu
roBOpMTb O Bapuaumsix Mo LBETy LIEBENopbl, TO caMbiMK TONCTbIMKA Bosfiocamy obnafatoT pbiXue, Ha
BTOPOM MecTe Haxoasitcs OptoHeTbl, HA TPEeTbeM — WaTeHbl U 3aMblkaloT 3TOT psia 6noHAuHb.. C
BO3pacTOM BOJIOCbl MICTOHYAIOTCS HE3aBMCUMO OT UX LBeTa 1 pachl “Bnagensua’.

dakTopbl, onpenensitowme TONWUHY BONoca, FreHeTn4yeckn obycrnoBneHbl. B HacTosiee BpeMsi yyYeHble
HaWan HeCcKoNbKO TEeHOB, BAMSIOWMX Ha 3TOT nmapametp. HepaeHo cneumanuctel obHapyxunm SNP,
KOTOpbIi 4eTKO CBSi3aH C TOMWMHOW BOMOCa, OAHAaKO WCCNeaoBaHUsl MPOBOAWAWNCH TOMbKO AOns
npencrasnTenen a3anarckom pach!.

SNP FeHoTMN BnusiHue Bknap, JocToBepHOCTb UccnenosaHus

rs4752566 AA TONCTbIN ** PMID 19590514
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Anu3opunuyeckasl namaTb

./

MamaTb — 3TO CBOMCTBO MO3ra COXpaHsiTb, HakamnaMBaTb WM BOCMPOM3BOAUTL MHGopmaumio. U xoTs
NaMsiTb Kak TakoBas CUATAETCS €OMHOM MCUXMYECKOWR (PyHKLMEW, YYeHble BbIOENSOT HECKONbKO ee
TUMOB, MPUYEM B 3aBUCKMMOCTU OT 3a4a4u crneumnanuctel 6epyT 3a OCHOBY pasHble Kputepun. Hanpuvep,
MOXHO [ENMTb MaMsiTb MO BPEMEHW XpaHEHWs WHgOpMauMM — B STOM Clyyae BbIOENSOT
LLONrOBPEMEHHYIO N KPATKOBPEMEHHYIO NaMsiTh.

A MOXHO MoNoOXuTb B OCHOBY Knaccugukauum namaTi Buapl 3anoMnHaeMblx ceefeHunin. B aTom cnydae
namatb Oynet OennTbCs Ha OeknapaTtvBHYIO M NpouenypHyilo. B aeknapaTvBHOW namatu xpaHsTcs
BOCMOMUHAHMS O pakTax M cobblTusX, a npouepypHas xpaHuT 6Gecco3HaTeNbHble HaBblky BpoLe
crnocobHOCTM e3aUTb Ha Benocunede wnum wutb. [leknapatuBHylo MNaMsiTb MOXHO pasfenntb Ha
CEeMaHTUYECKyIo - abCTpakTHble 3HaHMS 0 ghakTax, 06beKTax Unu cobbITUSX, HE UMEIOLLME OTHOLWEHUS K
NINYHOMY OMbITY, U 3MM30AUYECKYIO - B HEW XPaHUTCA MHAPOpMauMsi 0 COBCTBEHHbIX MEPEXMBAHUSX,
(pakTax aBTobrorpacoun, NMYHbIA OMNbIT U TaK anee.

dnunsoauyeckas NamaTb O4eHb BaXKHa 4N DOPMUPOBAHNS IMYHOCTM U KaXKOOAHEBHON OesTenbHOCTY,
00HaKO MexaHW3Mbl ee paboTbl MOKa MNOXO MOHSATHbLI y4eHbIM. VI3BeCTHO, Hanpumep, 4To B pesynbTtaTte
TPaBM TrONOBblI YEMOBEK MOXET MOMHOCTbIO YTPaTUTh CNOCOBHOCTb 3anoMMHATL NMPOUCXOASWME NINYHO C
HUM coObITUSA. DTOT PakT 03Ha4YaeT, YTO ANM30aMYeckas namsiTb cBsidaHa C pPaboTol onpeaeneHHbIX
CTPYKTYP MO3ra, U Ux noBpexaeHune kak Obl «nepekpbiBaeT» BCe NyTW, (DOPMMPYIOLLME BOCMOMUHAHUS O
cebe.

Mioan  oTnuyaloTcsl No  CBOeil CMOCOBHOCTM  3anoMuHath nepexuTble  cobbitusi.  CylecTByroT
cneumanbHble TECTbl, MO3BONSAOWME OLUEHUTb 3AEKTUBHOCTL pPaboTbl 3MM30OUYECKON NamMsATw.
Wcnonbays Takue TecTbl 1 napannenbHO NpoBOAs reHetnyeckmin aHanm3 JHK nobposonbLes, HELABHO
rpynna y4eHblx obHapyxuna Heckonbko SNP, koTopble CBSi3aHbl CO CMOCOBHOCTLIO NIOAEN MOMHUTH O
MPOVCXOAMBLUNX C HAMU COBbITUSX. Hanbonee BblpaXXeHHO oka3anach KOPPENSLNs MeXOy «KayeCTBOM»
anusonmnyeckor namatu u SNP B reHe, kotopbiii kogupyeT 6enok CAMTA1, yyacTBylowmin B akTUBaLum
paboTbl reHoB.

SNP FeHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus

rs4908449 GG Hopma * PMID 17470457
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JNlakTO3Has HenepeHOCUMOCTb

TepMrHOM  «lakTO3Hasi HenepeHoCUMOCTb» 0003HavalT 3aboneBaHue, NPV KOTOPOM  YENoBEK
NCMbITbIBAET 3aMETHbIi OUCKOMKPOPT Mocne ynoTpebneHWs MOMOYHbIX NpPomykToB. OTa 60nesHb
BCTPEYAETCS, B OCHOBHOM, Y B3POCHbIX — Y AETEl CnyyYan NakTO3HON HENMEPEHOCUMOCTMN PEXE.

NakTo3a — 9TO caxap, NPWCYTCTBYIOWMIA B MONOKE. VIMEHHO MO3TOMY €€ 4acTO Ha3biBAT MOMOYHBIM
caxapoM. Tak Xe Kak 1 3HaKoMasi BCEM caxapo3a NakTo3a COCTOMT Kak Obl 13 ABYyX 4acTell — OCTATKOB
6onee MPOCTbIX CaxapoB MMIOKO3bl M ranaktosbl (B COCTAB caxapos3bl BXOAST FMOKO3a UM (opyKTO3a).
OpraHnaM He MOXeT ycBauBaTb NakTo3y LENMKOM — CHayana OH [AOMXEeH paclienuTb ee Ha
cocTaensiowme. Ity paboTy BbIMOMHSET 0COObIi PEPMEHT, BbipabaTbiBaIOWMACS B TOHKOM KULWEYHVKE U
MONyYMBLUMIA HA3BaHWE NakTasa.

B MnapeH4YectBe M paHHeM [LeTCTBe B opraHuame O60fblMHCTBA ftofel BblpabaTblBA€TCS MHOrO
nakTasbl, 1 OHV MOTYT CMOKOMNHO NepeBapmBaTh MONIOYHBIA caxap — B MPOTMBHOM ClyyYae AETU HE CMOIMU
6bl nNUTb MatepuHckoe Monoko. OpHako ¢ BO3pacToM Yy JOAeR, CcTpajalowmx NakTO3HOW
HernepeHOCMMOCTbIO, KONMYECTBO (pepMeHTa nocteneHHo napaet. O6blMHO cuMnToMbl 3aboneBaHus
Ha4YMHAKOT OTYETINBO NPOSBASTLCS B MOAPOCTKOBOM BO3PACTE WK YyTb MO3XE.

TUNMYHBIMU NPU3HAKAMU NAKTO3HON HEMepeHOCUMOCTU SBASIOTCS B3OyTWE XMBOTa, KOMMKU U 60onun B
HEM, ycuneHHoe rasoobpasoBaHue, TOWHOTA, pBOTa M Auvapes. Bce aTV HEMPUATHOCTM HaymHaloTCA
cnyctss npubnuanTenbHO Monyaca nocne ynotTpebneHus Monoka WA MOMOYHbIX MPOayKToB. B
3aBUCMMOCTW OT CTEeMeHW BbIpaXeHHOCTU 3aboneBaHMs 4YenoBeK COBCEM He MOXeT ynoTpebnatb
MOJIOYHbIE MPOAYKThl UM Xe ero opraHn3M NepeHoCUT o4eHb HeBoMbILoe UX KONMYECTBO.

NakTo3Hasi HemnepeHOCUMOCTb MepedaeTcss MO HacneAcTBy U Bbi3blBAETCS  onpeneneHHbIMU
FeHeTUYECKUMN W3MEHEHWSIMM B FeHax, CBSI3aHHbIX C CUMHTE30M (hepMeHTa nakTasbl. PagvkanbHoro
nevyeHns aTton 6onesHu He cywectyeT. [ns Toro 4tobbl N36ABUTLCS OT CUMNTOMOB WM CHU3UTb WX
BbIP@XEHHOCTb, 6ONbHBIM HEOOX0AMMO 0TKa3aTbCsl OT YNOTPebneHnst BCeX UM HEKOTOPbIX MOMOYHbIX
npooykToB. WMHoroa naumeHTaM nokasaH npueM CreunanbHbiX NpenapaTtoB, CrocoBCTBYOWMX
paclienneHunio nakTo3bl. MonoyHble NPOLYKTbl SBASKOTCS OAHWM M3 OCHOBHbIX MCTOYHWKOB KanbLUus B
opraHu3Me, No3TOMy NIOASM, CTPAAAMOIWMM NTAKTO3HON HENMEPEHOCUMOCTbIO, HEOOX0AUMO 3ab0TUTLCS O
LOCTaTO4YHOM MOCTYM/JIEHUM B OPraHW3M 3TOro 3MeMeHTa C APYrMU NMPOAYKTaMu MAK crneunanbHbIMy

nobaskamu.
SNP FeHoTMN BnusiHne Bknapg, JocTtoBepHOCTb UccnepoBaHus
rs4988235 AG Hopma ** PMID 11788828
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\/

Kaxgpbli yenosek BOCNpMHMMaeT OOHU N Te Xe 3anaxm He COBCEM Tak, Kak apyrme niogu. B HEKOTOpPbIX
cny4dyasax otnnm4ma B OWyLWEeHUsaxX 6biBatoT He3Ha4nTenbHbiIMM, HO NHOrga 4enoBek COBCEM He 4HyBCTBYyeT
3anaxa, oT4eTnMBO pacno3HaBaemoro gpyriMm nioobmm, Unn Xe OH onncbiBaeT ero CoBepleHHO nHaye.
OnHuM 13 XpecToMaTUHbIX NPUMEPOB BELLECTB, COBEPLEHHO NO-Pa3HOMY BOCMPUHMMAEMbIX pasHbIMU
NnoabMu, ABNAeTCA aHOPOCTEPOH.

3T0 BEWeCTBO MO CBOEW XMMUYECKOM CTPYKType SIBNSIeTCS CTePOUOOM U COOEPXUTCS B MoYe U rnoTe
XEHWWH 1 MyX4YMH. Y4eHble Mokasanu, 4YTo 4YacTb Mofeil BOCMPUHMMAIOT 3anax aHOpocTepoHa Kak
Ypes3BblYaHO HEMPUSTHLIA U ONUCHIBAIOT €ro Kak Peskuin 3anax nota unu sacTosisliencs Moun. B To xe
BPEMS CyLEecTBYOT JOOW, KOTOPbIM apomaT aHOpOoCTepoHa BOBCE HE KaXeTcsl OTBPaTMTENbHbIM,
HanpPOTMB, OHW HAXOOSAT €ro MPUSATHLIM, CNafkuM U Oaxe o6nafaloWmMM LIBETOYHLIM OTTEHKOM MWK
OTTEHKOM BaHunu. HYacTb nogeit BoBCe He pacrno3HaloT 3anax aToro ctepovaa.

B pesynbtate npoBedeHHbIX HEOABHO WCCNELOBaHWA CReuManucTbl BbIICHUAW, 4TO OTANYMS B
BOCNPMSTAM 3anaxa aHLpPOCTEPOHa CBA3aHbl C W3MEHEHUSIMU B TEHE OOHOr0 M3 OBOHSTENbHbIX
peuenTtopoB. Takve peuentopbl NpencTaBnstoT coboli 0ocobble MONEKYNbl, PACMONOXEHHbIE HA
MOBEPXHOCTU KNETOK HEMPOHOB, OTBEYAKOWMX 3a Nepenady MHgopMauun o 3anaxax B mMo3r. Korga Ha
06OHsITENbHBIE PELenTopbl NMornagaeT Monekyna Kakoro-mbo BewecTBa, OHW «3acTaBnsioT» HENPOH
BO36YyXOaTbCs 1 MPOBOANTb SNEKTPUYECKME UMMYNbChI.

YyeHble Hawnu B reHe OOHOro U3 0BOHSTeNbHbIX peuentopoB - OR7D4 — nBa MecTa, roe MoryTt
npoucxoanTtb MyTauun. Jlioau, He Hecylume UX, HaxoOaT 3anax aHOPOCTEPOHA HEMNPUSITHLIM, a Te, Y KOro
MPUCYTCTBYIOET OflHA WM OBE 3aMeHbl, MO0 He owyllaloT 3anax cTepouna, MMBo OH He KaxeTcs UM

OTTankKMBarLWnM.
SNP FeHoTMN BnusiHue Bknan, JocTtoBepHOCTb WccneposaHus
rs5020278 AG nyywe PMID 17873857
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I'Ipoucxoxp.el-me M LUBeT KOXMHU

LiBeT KOXM ntofeld, XMBYLWMX B Pa3HbIX YaCTSX MNAHETbI, 3aMETHO OTINYAETCS. OTa pasHuLla CBsi3aHa He
C KONWYECTBOM YynbTpachroneTa, NonafatolWwero Ha KOXy (XOTS 3TOT (PakTop U UMeeT 3HayeHue), a, B
MepBYI0 OYepellb, C FTEHETUYECKMMU OCOOEHHOCTAMY, ONPELENSIOWMMU UHTEHCMBHOCTb CUHTE3A B KOXE
MUrMeHTa MenaHvHa.

MenaHvHbl pasnuyatoTCcs Mo CBOEMY LBETY (3dyMenaHuHbl OalT KOPUYHEBYID M YEpHYIOD OKpacky, a
doeoMenaHuHbl - XenTyto), oHako, B Ntobom cnyyae, Yyem Bonblue Ux B KOXe, TEM oHa TeMHee. He Tak
0AaBHO TEHEeTUKU  BBIICHUAW, 4YTO MNUIMEHTaUMs KOXWM O4YeHb BO MHOMOM  3aBUCUT  OT
0[HOro-eMHCTBEHHOrO reHa - SLC24A5. B 3aBncuMocTu ot Toro, kakoin SNP B HEM npucyTCTByeT, KoxXa
6yneT TeMHoi unu ceetnoin. OcobeHHO aTOT adpdoekT 3aMeTeH, koraa B ceoeit [1IHK yenosek HeceT obe
konuu reHa SLC24A5 ¢ ogmHakosbiMu SNP. Jlloon, obnanatowme pasHbiMU BapuaHTaMu reHa, obbl4HO
NMEIOT MPOMEXYTOYHYIO OKPACKY KOXMU.

YyeHble BbIACHWAN, 4TO Hannuue ogHoro unu apyroro SNP B reHe SLC24A5 oueHb 4eTKO ykasblBaeT Ha
NPOVNCXOXIEHWE YenoBeka. TO eCTb OnpefeneHHbie COYETaHUs BapuaHTOB 3TOr0 reHa UMELOT YeTKYHo
reorpacomnyeckyto «npuBs3Ky», ykasbisas, 0Tkyaa POLOM NPenky KOHKPETHOro YenoBeka.

SNP FeHoTMN BnusiHue Bknap, JocTtoBepHOCTb WUccnenosaHus
rs1426654 AA Ckopee Bcero PMID 17182896, PMID 16847698,
CBET/IOKOXUM PMID 16357253
esporeeLl
rs16891982 CcC Ckopee PMID 18806926
esponeong
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Bbl conb Hauun "AiKeHa3n"

OTHOreHeTMyeckas Kkapta MnoCTpoeHa B pesynbTarte cpaBHeHWs Balwero reHotuna ¢ reHoTunamm nioaen
pPasnMyHbIX HALMOHANbHOCTEN N MECT NMPOXMBaHUS. Takoe CpaBHEHWE BbIMOMHAETCS C NOMOLLbIO MeToAa
rnasHbix KomnoHeHT (PCA - Principal Component Analysis). MeTon rnaBHbIX KOMMOHEHT —
CTaTUCTUYECKMIA METOL, NMO3BONSAOWMIA NPELCTABUTE OBWMPHBIE MHOFOMEPHBIE OAHHBIE O COTHSAX ThICSY
SNP reHoma B NpOCTpaHCTBE MEHbLUE pa3MepHOCTH, MOTEPSIB HAVMEHbLUEe KONMNYECTBO NHAPOPMALIMU.
B pesynbtate Takoro aHannsa obpasubl pacrnonaraloTcsi Ha CBoeobpasHol KapTe (3THOreHeTU4ecKoin
kapTe) Takum 06pa3oM, YTO Te U3 HKX, KoTopble obnapatoT 6onblel cTeneHbio POACTBA, OKa3biBAKOTCA
6nuxe Opyr K Opyry, YeM [anbHOPOACTBEHHble. OKasblBAaeTCs, YTO BHYTPUITHUYECKMIA pas3bpoc Ha
Takoi KapTe CyWeCTBEHHO MeHbLUe MeXaTHUYecKkoro pasbpoca. iMeHHO 3To 06CTOATENLCTBO NO3BONSET
rpynnupoBaTb 3THOCHI B TAaKoro popa npoekumsx. Kaxpas Touyka Ha KapTe NpeactaBnseT reHotun
KOHKPETHOro YenoBeka. [eHOTWMNbI Noaei pasHbix HaLMoHaNbHOCTen 0603HaYeHbI NO-pasHoMy.

Baw reHoTn 1 COOTBETCTBYIOLEE eMy MeCTO Ha KapTe 0603HaueHbl «51».

Bonee HarnsagHo kapTa npenctaeneHa B Bawem nnyHom kabrHeTe Ha caliTe www.i-gene.ru

www.i-gene.ru 124


http://www.i-gene.ru

mou r&’H

MpoucxoxapeHue No MaTepPUHCKOWU NUHUN

Mannorpynna U

MpoucxoxaeHWe No MaTepUHCKOI rannorpynne. Mannorpynna U.

KapTbl BOCcripoussoasaTcs no MoHorpacpum E.B. BanaHoeckon, O.I. BanaHoeckoro "Pycckui
reHocpoHa Ha Pycckon paBHuHe" (u3n-Bo "Ilyy", Mocksa, 2007) ¢ pa3peLueHUs aBTOPOB U
uapartenbcrea. Mpu co3paHum KapT ucnonb3oBanack 6asa paHHbix MYPKA (MURKA- global
mitochondrial database and integratedsoftware) paspa6oraHHas B.B. 3anopoxueHko, O.I.
BanaHoBckum, A.C. NMweHn4yHoBbIM, E.B. BanaHoBckon. B odbopmneHun kapt yyactsosan M.HO.
Cumakos. LiBeTHble BapyaHTbl KapT NOAroToBNeHbl KOMNaHuen MeHoaHanuTuka.
BeposiTHOCTb npoucxoxpeHnsa Balivx npeakos U3 faHHOro pervoHa:

BbICOKas | | [ |
Mannorpynna U — ogHa 13 ctapeiwmnx MUTOXOHAPWaNnbHbIX raniorpynn yenoseka. YueHble nonaraiort, 410
OHa nossunack 50-50 ThicaY neT Has3an — BCKOpe nocne Toro, Kak oA Brnepsble BbiWAv U3 Apukn un
Hayanu paccenatbcs no 3emne. B Haww gHKW aT1a rannorpynna siBNsieTCs CaMon pacnpoCcTpaHeHHON B
EBpone — ee HocMTENN COCTaBASAIOT A0 YETBEPTU BCEr0 €BPONENCKOro HaceneHums.

WNaBecTHbIN reHeTuk 1 nucatenb bpaiaH Caiikc npuayMan nMeHa Lns npapoauTenbHUL CEMU OCHOBHBIX
MUTOXOHApPUANbHbIX rannorpynn. XeHwmrHy, Aaswyio Havano rannorpynne U, oH Hassan Ypcynoii.

Or «MaTEePUHCKOM» ranforpynnbl 3a BPEMS ee CylWeCTBOBaHWS OTNOYKOBaNOCb Kak MUHUMYM LEBATb
«A04eK». Kpome TOro, HekoTopble eBpone|7|u,b|, Hecyuwmne rannorpynny U, nmeloT ee NnepBuU4HYO
Pa3HOBMUAOHOCTb, KOTOpas He NpuHagneXxuT HU K oOHom n3 nogrpynn. Huxe npencraeneHbl onncaHunA
OCHOBHbIX BAPWUaHTOB rannorpynnobl u.
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Mannorpynna U8

BospacT atoi rannorpynnbl, KOTOpas BCTPeYaeTcs MnoyTM Ha Bcen TeppuTtopum EBpasun, Becbma
CONUAOHBIA — OoKonMo 46 Tbicay net. OpHaKo K CErogHsAWHEMY OHIO M3 OECHATKOB ThiCAY NMIOAEN, Ybs
mutoxoHapuansHas JHK 6bina nccnegoBaHa y4eHbiMU, 0BHapPYyXnnocb He Bonee OByx COTEH HOocUTenen
rannorpynnbl U8. Bce oHM HecyT B cBOUX KneTkax 0OouH N3 AByx ee BapuaHtos — U8a nnu U8b.

MepBas «BeTO4YKa» pacnpocTpaHeHa Mo Bcew EBpasvu: ee Haxonat naxe B TyBe n Bypsituu. BapuaHTt

U8b BcTpevaeTcs npevMmyllecTBEHHO Yy Xxuteneir bnuxHero Boctoka. Y pycckmx Haxoast obe
pasHoBuAaHoCcTKU rannorpynnel U8, HO Yale Bce xe U8a.
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Mannorpynna K

XeHuwmHa-ocHoBaTenbHULUA 3TOM rannorpynnbl pogunacb okono 50 Teicay neT Hasag Ha 3anage Asuu
(No opyrum oueHkam, 3TO NPoM30Wno No3xe - oT 23 Ao 44 Toicay net Hasan). N3secTHbIl reHoreorpd
(reHoreorpacdms — Hayka O pacnpoCTPaHEHUU raniorpynn no pasnuyHbiM paoHam 3emnum) Bparnan
Caiikc nan atoi XxeHwmHe nma KatpuH (Katrine).

MoTtomku KaTpuH OTNPaBUANCL B PasHbIX HanNpPasiEHUsX MOKOPATb HOBbIe 3EM/W, NPWYeM OTAeNbHbIe
rpynnbl MUFPaHTOB [Aany HA4ano HECKOMbKUM O4YeHb CreLUdUYHbIM KaTeropusM e, 3aHUMaoLLmX
o6ocobneHHoe reorpacuyeckoe nonoXxeHue.

OpHa YacTb oTnpbickoB KaTpuH ABWHynachb Ha 3anafn u obocHoBanach BOOMb AfbM 1 Ha BpUTaHCKMX
ocTtpoBax. Cenyac B EBpone okono wectn NpoueHToB Xxutenen nmetot rannorpynny K. Opyras BonHa
Murpaumm Hocutenen rannorpynnbl K 3akoH4Mnach B CeBepPHOM YacTn AOprKaHCKoro KoHTUHeHTa. Ele
OOHO HanpasneHuwe, Kyga OTMpPaBUIUCL MCKaTb NydwWwelr XW3HU npa-npa-...-NpaBHykn KaTpuH, — aTo
BnnxnHuin Boctok 1 FOxHasa Asus.

WHTepecHo, 4to rannorpynny K HecyT OKONO TPeTu BCEX EBpPEEB-allkeHA30B — MOTOMKOB EBPEEB,
MPOXVBABWMX B CpefHWe Beka BAonb PeliHa. CTonb BbICOKAsi BCTPEYAEMOCTb ramnnorpynnbl y STOM
MoMynsiuMM O3HayaeT, YTO KOr4a-To [OAaBHO allkeHasbl MPOWAM CKBO3b «OyTbINMOYHOE TOP/bILKO»: B
OnpeneneHHbli MOMEHT YMCNEHHOCTb MOMYSLMU alWKeHa30B OYeHb CYWECTBEHHO cokpaTunach, U B
MOTOMCTBE 3TOI OCTaBWencs HeOONbWOK rpynMbl NloAe 3anevaTnenncb UMEHHO Ux YepTbl. Kpome Toro,
rannorpynna K ¢ BbICOKO/ 4acTOTOM — OKOMO 26 NPOLIEHTOB - BCTpeyaeTtcs y Apy3oB Cuvpuu, JlueaHa,
WNapauns n WNoppaHum. LOpysbl — 370 3aMKHyTas 3THOKOMPECCUOHanbHas rpynna, Pennrusi KoTopbix
npoucxoauT 13 ucnama. Jpysbl MOryT couetatbcst 6pakoM TOMbKO C Apy3amu, NO3TOMY ANis 3TON rpynmbl
XxapakTepHbl BeCbMa OMpeneneHHble reHeTMYeckne OCOBEHHOCTW, MepernaBaeMble U3 MOKONEHWUS B
MOKONEHNe.

www.i-gene.ru 127



mou r&’H

NMpouncxoxaeHue No OTUOBCKOW JIMHUMU

Mannorpynna IJ

annorpynna |J — Y-xpomocomHas rannorpynna 4enoseka. [annorpynna IJ npousowna ot IJK,
KoTOpasl, B CBOK o4yepedb, — OT Makporpynnbl F. E€ HacnepHukammn ssnsaioTca rannorpynnbel | n J.
MoTtomkm rannorpynnbl |J COCTaBASAOT 3HAYUTENbHYIO OOMK0 COBPEMEHHOrO HaceneHns 3anafHow
Espaaun, CesepHoii Adopukn, obeux Amepuk u Asctpanuu. CnefyeT OTMETUTb, YTO HUKAKUX
npeactaesuteneit naparpynnbl IJ (To ecTb He oTHocsWmMXes NMbo K |, nnbo Kk J) noka He 3adoUKCUMPOBAHO;
Ha CylleCTBOBAHME 3TOM rannorpynnbl ykasblBaeT HaNM4YMe HEKOTOPbIX 0BLWKX MyTauuii B Y-XxpOMOCOMax
npoucxonsawmx ot Heé rannorpynn | n J. B Bugy atoro nonbitkvM onpeaennts MeCcTo €€ BO3HNKHOBEHUS
3aTpyOHeHbl; 0OHAKO TOT (pakT, YTO Kak OfHa, Tak W Apyras pacnpocTpaHeHbl cpefin COBPEMEHHOro
HaceneHns Kaskasza v Manoi Asum, nossonsetr Npemnonoxutb, 4To rannorpynna |J npowusowna ua
rannorpynnbl  I[UK B paiioHe CpegHero Boctoka wnu 3anagHoii A3um 1M B fanbHEWWeM
pacnpoctpaHunacb Mo 3anagHoit EBpasun.  [MocnegHwit obwuin npenok ans rpynnbl |J xun
npubnuantensHo 38,5 (30,5-46,2) Thic. net Hasan. BnonHe BeposiTHO, 4TO MMEHHO Kk rpynne IJ
npuHaLnexanyu KpoMaHboHLUbl (Ui ux Gonblias yacTb), NEPBble NPEACTABUTENN NOLE COBPEMEHHOIO
™Mna, npvwegwwe B Espony okono 40 Thic. netT Hasapn, BCTPETMBIUIME TaM HeaHdepTanbLeB U Ha
nNpoTsXeHun 15 ThiCAYeneTuini COCyWecTBOBaBWME C HUMW A0 WX WCHE3HOBEHWS B MOCNeLHWIA
nenHukosbi nepuog. Ewé 20 ToicayeneTtuii nocne aTtoro (40 BTOPXEHWS MHOOEBPONENLEeB) NOTOMKU
3TUX KPOMaHbOHUEB (ramnorpynna l), no Bcei BMAMMOCTM, COTaBNsSNM OOMbWYK 4acTb HaceneHus
Esponbl. Mannorpynna |, Bo3Hukwas 25—20 TbiC. neT Hasagd, BeposiTHEe BCEro, Bbloenunacb u3
nokanbHo eBponelickoin cybknagbl IJ, Takum o0bpas3oM SBASIICb  €OMHCTBEHHOW "Gonbloi”
rannorpynnomn, BO3HuKWen s Espone.
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Mown 3THUYeCcKumn cocTtaB

20

[=]
I
[=]
o
[=]
2]
(=]
]
[=]

0

AIL00 %)
AlkeHazn (98 %)
Cedhap abl (96 %)
HeueHbl (83 %)
Hepreckl (82 %)
Kabap guHu bl (82 %)
ABxazbl [ 79 %)
Apbirefyel (799%)
Kapadaw (78 %)
PyMBIHE (T4 %)
MeHrpene (69 %)
MongoeaHe (64 %)
Yabeww (63 %)
BeHrpel (59 %)
UeHTpaneHan Eepona (57 %)
TaTapkl (57 %)
CnoBakw (55 %)
Hexu (54 %)
Balkupel (52 %)
YyEawm (50 %)

Y pauH bl (49 %)
Pycckue (49 %)
Mop goBUbl (49 %)
Kazaxw (48 %)
Knprusel (47 %)
Monaky (46 %)
Benapychel (43 %)
Komu (42 %)
¥amypTel (41 %)
Kapene (389%)
TwBWHU B [339%)
BywpATel (28%)
KeTel (16 %)
¥aHTe! (10 %)

A Thl (8 %)
FuTanub (1 %)
AnoHu el (03]

CX0,ACTBO C panvyHbiMU Hapogamu (B ckobkax yka3aH NPOLLEHT MOXOXeCTH)
Hapoabl CeBepo-3anagHou Cubupu | eHucenckue Hapoabl | Hapoabl a3uu | Hapoabl 6accenHa
peku JleHbl | cnaBsiHCKMe HapoObl | HapoAbl KaBKa3sa
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C nomowbl CTaTUCTMYECKMX W  OMOMHCpOpPMATUHECKMX METOLOB npepnaraeMm onpenenuts Bawe
WHOUBUOYANTbHOE CXOLACTBO C TOW MUNIWM MHOW COBPEMEHHOI nonynsaumei. CylwecTByeT HeonpeneneHHoe
MHOXECTBO TEHEeTMYECKUX MapKepoB, OMpefensiowmx CTPYKTypy YenoBe4yeckom nonynsaumm, ee
npovcxoxaeHue. [ns pasHbix MONyNAauWia, HaUWOHaNbHOCTEW, pac XapakTepHbl CBOWM reHeTmyeckue
mMapkepbl. HamMu npoaHannanposaHbl Thicsyy 06pas3LoB OT NpeacTaBUTeNei pasHbiXx HaUMOHaNbHOCTEN U
ata pabota npoponxaercs. [Mpn aHanMae COTEH ThICSAY FeHeTUYECKMX MapKepoB (OLHOHYKNEOTUAHbIX
NoOAMMOPCPN3MOB)  MHOTMX  MONYNSUUA  Mbl  MPUMMEHSIEM  COBPEMEHHbI  BbICOKOTEXHONOMMYHbIN
HronHopMaTUHECK M Noaxod, KOTopblii HasbiBaeTcsl Admixture (OT aHrn. - NPUMECH, CMECh).

MeTon Admixture no3eonsieT kak 6bl Pa3noOXnTb (CTPATUPULMPOBATDL) MOMYNASLUIO HA CYMMY HEKOTOPbIX
MCXOLHbIX MONYASAUMA-NPeLLECTBEHHUKOB (MeTa-NoNynsauuit), onpenenvs Takum obpasom eé CTpyKTypy.
B naHHOM MeTone MPUHMMAETCs, Y4TO Kaxpas monynsums HeceT B cebe YepTbl HECKOMbKMX YCMNOBHbIX
nonynsuMin-npedwecTBeHHMKOB. B Hawem cnyyae 4ucno Takux nonynauuii-npenwecTBeHHUKOB
coctaensieT 6. (cM. puc) Ha pucyHke OHM 0603Ha4YeHbl COUONETOBbLIM, CUHWUM, TONyObIM, 3€NeHbIM,
XENTbIM, KpacHbIM LiBeTaMu. Ycno meta-nonynsauuii, paBHoe WecTy BbiOpaHo B CBA3M C TEM, HTO MHOTUE
OTEYECTBEHHblE 3THUYECKME UCCNefoBaHNS yKasbiBalOT UMEHHO HA Takoe YMCO BEKTOPOB pacceneHuns
yenoBeka Ha TEPPUTOPUM Hawel 1 npunerawowmx cTpaH. MNMpu paccMoTpeHun NonyymBLIEACS KapTUHbI
BWAHO, 4TO BKNAaL NpeaweCcTBEHHNKOB B COBPEMEHHbIE MOMYNSALUN CUNBHO pa3nuyaeTtcs. B 1o xe Bpems,
Y POLCTBEHHbIX HaUMA (Hanpumep, y CNaBSAHCKMX HApOLOB) OOAM  y4yacTUs  OLMHAKOBbIX
nonynsuni-npedecTBeHHNKOB  6nm3kn.  Ha  pucyHke  BMAHO, 4TO  YCNOBHAas  aswarckas
nonynaunsa-npeawecTBeHHNK, o0603Ha4YeHHas ronybbiM UBeTOM, BHocuT nodtn 100% Bknag B
COBPEMEHHYIO KUTackyto nonynsiuuio. Ho npy 3ToM B GONbWMHCTBO APYrMX COBPEMEHHbBIX MONynsuuii
asmarckasi MeTa-nonynsuns BHOCMT Hebonblwol Bknag. MNpoueHT asnmaTckoi «KpoBu» LOBONbHO BEMMK
Lns nonynaumin BoctouHo Cubupw (TyBuHUbI, BypsiThl) u CpenHer A3un (KMprusbl, kasaxu), HO Man y
eBponeiues. [ns cnaesH (pycckue, ykpawHubl, Oenopycbl, MONSKW) BENWK BKNAL ClABSHCKOM
nonynauum-NnpeaWecTBEHHNKA, 0003HAYEHHON (OMONETOBLIM LIBETOM U T.4.

MpoBens aHanM3 WHAMBUAOYaNbHbIX OOHOHYKNEOTUOHbLIX MONMMOPIU3MOB MOOOOHLIM 06pPa30oM MOXHO
onpenenuTb CTPYKTYPY NPUHAMANIEXHOCTU Ballero reHoMa K pasHbiM MeTa-mnonynsiunsam U CPaBHUTb ero
CO CTPYKTypaMmu pasHbiX Nonynsauuin. STo No3BONUT HArNsAOHO NPeAcTaBUTb, K KAKOM U3 COBPEMEHHbIX
nonynauuin Bol Hanbonee 6nM3Ku.

I-gene.ru npennaraet yHuKanbHblA Ha Tepputopun Poccun cepsuc no
aHanuMsy reHoma 4yenoseka. 3axo4uUTe Ha Hal CanT B UHTEPHETE
WWW.i-gene.ru
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Y-xpoMmocoma

Y-xpomocoMa — 3TO MonoBasi XpoOMOcoMa YenoBeka, ornpenensowas Myxckor non. COOTBETCTBEHHO, OHA
MPUCYTCTBYET TOMbKO B KNETKax MyX4uH. B oTnnume ot opyrux xpomocom Y-xpoMocoma rnepenaetcs oT otua
K CblHy B NMpPaKTU4YeCcKn HEen3MeHHOM Buae. VI3ameHeHusi B Y-XPOMOCOME MPOUCXOAST TOMbKO B peaynbTarte
Cry4aiHbIX MyTaUMOHHbBIX MpoueccoB. Ecnv npy npou3BoAcTBe MONOBbIX KNETOK B Y-XPOMOCOME MY>XXYVHbI
npon3oLna MyTaumsi, TO BCe ero CbIHOBbS MOy4YaT yXe N3MEHEHHYIO MY>XCKYIO MO/OBYO XpOMOCOMY.

OcobeHHOCTU Y-XpOMOCOMBI (Nepepaya «no npsiMoii» U pefkue MyTauum) No3BONSIOT UCMONb30BaTh ee AJist
OTCNEXMBAHMNS 3BOMIOLMOHHOM UCTOPUM YENOBEYECTBA. AHANU3NPYS MyTaLMU MYXCKOW XPOMOCOMBbI Y Pa3HbIX
NIOOEN, y4eHbIE CMOMNN ONPENENNTb, Kak «Bbirnsaena» Y-XpoMocoMa «MonekynsipHo-buonornyeckoro Agamas»
— MYXU4VHbI, OT KOTOPOro NPOM30LW/N BCE XMBYLIME HA 3emie NpeacTaBuTenu cunbHoro nona. Kpome Toro,
nccnenoBaTeny BbIAENUAN HECKONBKO «TUMOB» Y-XPOMOCOM, OTIMYAOWMUXCS Mexay coboi onpeneneHHbIMu
MyTauusMu (X Ha3bIBAOT OLHOHYKNEOTMAHLIMU MONMMOPgIM3MamMn). Takvme pPasHOBUOHOCTU MyXCKUX
XPOMOCOM MONY4UNY Ha3BaHVe ranioTUNoB, Y BCE My>X4YUHbI MIAHETHI NMPUHAANEeXart K OAHOMY U3 HUX.

Annenb

AnnensMyn HasblBalOT pPasfMyHble QOPMbl OLHOrO W TOrO Xe reHa. Y u4enoBeka B KaXOow KeTke
npucyTCTBYeT No LBa Habopa BCEX FEHOB: OAMH OH MONyYaeT OT 0TUa, BTOPOW — OT MaTepu. Bce reHbl nmetot
CTPOro onpepeneHHoe nonoxeHve Ha Xpomocome. Ecnn pacnonoxutb psooM OTLOBCKYIO M MaTepUHCKYHO
XPOMOCOMbI, TO KaXAbli FeH XPOMOCOMbI, NPULIEAWNA OT OTLa, OKaXeTCs POBHO HaMNpPOTWB TAKOrO Xe reHa
(annens), pocrtaBewerocss oT matepu. Ecnn y opraHvmama oba annens (OTLOBCKMIA W MaTepPWHCKWIA)
Kakoro-nubo reHa 0AMHaKOBbl, TO TaKO OPraHN3M Ha3bIBAOT FOMO3MIOTHBIM MO 3TOMYy reHy. Ecnv xe annenn
pasHble (Hanpumep, MaTepuHCKWIA reH oTBeyvaeT 3a CBEeT/ble BOMOChbl, @ OTUOBCKWA — 3a TEMHbIE), TO
OpraH13m HasblBalT reTePO3UrOTHLIM MO 3TOMY MPU3HAKY.

Mannorpynna

Cannorpynna npenctaensieT coboli COBOKYMHOCTb CXOAHbIX rannotunos. OTaenbHble rannorpynmnbl BolAENSOT
MO KOHKPETHbIM OLHOHYKNEOTUAHbIM MonmMopduamam. Ecnv Heckonbko Yenosek npuHagnexar K OOHOWN
rannorpynne, 3Ha4uT, BCE OHW SBASIOTCA NPSIMbIMU MOTOMKaMU «OCHOBaTENs» rannorpynnbl, y KOTOPOro
BNepBble MOSABUACA 3TOT nonumopguaM. CneumanucTbl, u3ydawowme nonynsauum ngen, 4vawe BCero
paboTalT ¢ MWUTOXOHAPWANbHLIMK rannorpynnamyu u rannorpynnamy Y-XpoMocombl. MuToxoHapranbHas
OHK nepepaetcsa tonbko ot Mmatepu k godepu, a JAHK Y-xpoMOCOMbI — TONBbKO OT 0TUA K CbiHY.

Mannotun

annoTvnoM Ha3blBalOT TaKyld COBOKYMHOCTb FEHOB (@ TOYHEE — WX anieneit) Ha XpoMocome, KoTopasi
nepenaeTcs NOTOMCTBY Kak eauHoe Lenoe. Jlioam HecyT B CBOMX KNeTkax Nno ABe KOMMK KaxX 4o N3 XpOMOCOM
(3a ucknoveHrem nonoeblx). OgHa KoOMUS NPUXOOMT OT OTUA, @ BTopas oT Mmatepu. [Mpu obpasoBaHum
MONOBbIX KNETOK (CNepMaTo30Ma0B N SALEKNETOK) MAaTEPUHCKNE U OTLIOBCKME XPOMOCOMbI COEAMHSIOTCSA U
0BMEHMBAOTCS Pa3NUYHBIMK yHacTkaMu. B ntore reHoMbl NONOBbIX KNETOK HECKOMBbKO OTINYAKTCS OT FreHoMa
MOPOAVBLLIErO MX OpraHuama (3TOT MPOLECC HeobXoOMM LNs YBENWYEHWUS TEHETUYECKOro pasHoobpasus
notomMctea). [lepemewmBaHne TreHOB MeXAy OTLOBCKUMU U MATEPUHCKMMW XPOMOCOMamu  MOXHO
npenctaButb cebe kak obMeH bnokamu. bnoku, koTopble Bcerna (3a penkmm UckntoyeHnem) obMeHmBatoTcs
Kak eMHoe Lienoe, 1 Ha3bliBaKTCS rannoTmnamu.
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FeH

[[eHOM Ha3bIBAIOT SNEMEHTAPHYIO eOuMHMUY HAcNeACTBEHHOCTW, MOTOMY YTO OAMH FeH KoaupyeT OOuH
onpeneneHHblii Npu3Hak opraHuama. CTPyKTypHO TreH npeactasnseT coboii  MnocnenoBatenbHOCTb
Hykneotmpos [HK. CneumanbHble MoOnekynbl B KneTkax YenoBeka  pacwugpoBbiBAIOT ATy
nocnenoBaTeNbHOCTb M CUMHTE3MPYIOT Ha ee OcHoBe Nmbo Monekynbl Genka, nubo monekyny PHK. Benku
BbIMONHSIOT CaMble pasnuyHble (OYHKLUW, Hanpumep, OHW MOryT ObiTb (bepMeHTamMu WM M3 HUX MOryT
POpPMMPOBATLCS T€ WU WHble TKaHU W opraHbl. Monekynsl PHK perynvpytoT cuHTe3 HoBbiX 6enkoB wim
paboTy reHoB. HapyleHusi B CTPYKType reHa ypesathbl HapylweHusMmn B cuHTese benkos unmn PHK, uyto Mmoxet
narybHo oTpasnTbcsi Ha paboTe opraHMama.

eHOM

["eHoM — aTo COBOKYMNHOCTb BCEX reHoB opraHmM3ma. Y yenoseka B KaX[O0W KNeTke BCE reHbl npencrtasneHbl B
OBYyX KOnnsax (O,D,Ha OT OoTua, BTOpas OT MaTepI/I), HO Korga y4eHble roBopsat O reHomMe, OHM MMEKT B BMAOy
O,D,I/IH&prII7I Ha6op reHos. Takum 06p330M, KNeTkn 4yenoseka HeCyT no nOBa reHoma. B nonosbix kKneTkax—
anuekneTke u cnepmMmaro3onnoe — cooepXxunTca O,EI.I/IH&prII7I Ha60p XPOMOCOM, 1, cnenosatenbHO, ogHa Konua
reHoma.

Awvkuin Tun (wild type)

npusHak, npucywuii 6onbWMHCTBY 0cobeit B Monynsumm; 06bi4HbIA PEHOTUM; HOPMA.

AHK

OHK — pesokcupuboHyknemHoBasi Kucnota — MONekyna, Ha KOTOpOi 3anucaHa HacneacTBeHHas
nHpopmaums 06 opraHuame. OHK MOXHO CpaBHUTb C MarHWTOCPOHHOW NEHTOWN, Ha KOTOPOW XpaHSATCS
WHCTPYKLMM MO CO3MOaHMI0 MarHMTodooHa M ykasaHusl, Kak OH gomxeH pabotate. Monekynel OHK ecTtb B
KaX[OWM KneTke opraHm3mMa — OHU XPaHATCS B KNETOYHOM sape B hopme XpoMocoM. [pu aeneHnmn Knetku ee
OHK yneavBaetcs, n kaxnas n3 KNetok-«Oo4ek» nonyyaeT nonHbli Habop. CtpyktypHo OHK coctout us
OTHENbHbIX «KUPMUYMKOB» — HYKNEOTUAO0B. Pasnnyalot Yetbipe BUAa «KMpnNuynkos» - ageHunH (A), ryannH (),
umntosmH (L), TumuH (T). B monekyne OHK HykneoTuAbl COeOMHSAOTCS Opyr 3a LpyroMm, obpasys OnvHHbIe
uenu. Hykneotnabl pacnonoxexsl B JHK He B cnyyailHOM nopsiike — OHM 06pasytoT «CnoBa» reHeTU4ECKoro
A3bIKa, TO €CTb reHbI.

MwutoxoHppuanbHas OHK

MuToxoHopuwanbHas OHK - sto OHK, Haxopswascs He B agpe KNetku, a BHYTPU KNETOYHbIX CTPYKTYP,
HasblBaeMblX MUTOXOHAPMAMU. MUTOXOHOPMM — BTO KNETOYHbIE SHEeProcTaHumMM, KOTOpble MPOU3BOIOSAT
MOnEeKynbl, NoAAepXuBaowmne PYHKUMOHPOBAHME KNETKU. Y4eHble nonaratT, 4T0 MUTOXOHOPWM NPOoU30LWnu
oT GakTepuii 1 NOsTOMy coxpaHunu yactb ceoeit [HK. B uepene nokoneHuidi MMTOXOHOPWU MEpenarnTCs
TONbKO MO MATEPUHCKOM NMMHUK (TO €CTb OT MaTepu K [OYEpPH), Tak Kak NEePBOA KNeTkow bynyuero opraHiama
CO BCEMU €€ CTPyKTypamu CTaHOBUTCS MaTepUHCKas aiueknetka, a OTLOBCKMIA crepMaro3omn NpuHOCKT B
Hee Tonbko OHK.

Momumo TOro, 4to mutoxoHmopuanbHas IHK HenpepblBHO nepepaeTcs OT NPenKOB K MOTOMKaM, OHa, B
otnnyne ot anepHort [OHK, coxpaHseTcs B Yyepene NOKONEHWA B NPAKTUYECKN HEUM3MEHHOM Buae. OTW ABa
CBONCTBA 0KasaNMCb OYEHb MONME3HbIMU 15 U3YYEeHUs SBOMOLMU YenosBeka (U OPYrux XMBbIX CyWecTs).
CpasHusas mutoxoHapvanbHble JJHK MHOXecCTBa nofei, y4eHble CMOrvn HanTn «MUTOXOHAPWanbHyo EBy» —
6nvxaniwero npenka BCex Nofelr, 0T KOTOPOR OHM Nony4nnm MutoxoHapuansHyto JHK.
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Hecmotpsa Ha 10 4T0 JHK MUTOXOHOPWIA MOYTN HE M3MEHSIETCA CO BPEMEHEM, B HE BCE Xe HakannmBaeTcs
HEeKOTOopoe Konunyectso MyTauui. WN3meHeHHas wmutoxoHipuanbHas HOHK pacxoontcsi OT XeHWwuHsbl, Yy
KOTOPOI BNEpBbIE NPOM30LLIa MyTaums, KO BCEM ee Ao4epsaM, oYepsaM fodepeit n Tak ganee. Ha ocHoBaHuu
Takmx MyTalui, Ha3bIBAEMbIX OLHOHYKNEOTUAHbIMU MONMMOPIUMAMU, YYEHble OTHECNM BCEX Naen K
HECKONbKMM ranniorpynnam no mutoxoHgpuansHoi JHK (cywecTsytloT ewe rannorpynmbl, BblAENsSeMble MO
MY>XCKOW Y-XpOMOCOME).

MoHoreHHble 3a6oneBaHuUst

MoHoreHHble 3aboneesaHusi — 310 3aboneBaHns, B pa3BUTM KOTOPbIX «BUHOBATbI» MyTaLMK, MPOU3oWeawme B
OOHOM-€OMHCTBEHHOM reHe. MoHoreHHble 60/e3HN HacnegyloTcs Mo MpaBunaM  KnacCu4ecKom
(MeHOeneeBckoi) reHeTUKN. To ecTb pasBuTMe 3aboneBaHnsl 3aBUCUT OT TOro, Kakue annenn KOHKPETHbIX
reHoB ecTb y YesnoBeka B reHoMe. Ecnun «onacHblii» reH HaxoOuTCs Ha O4HON U3 HEMOJOBLIX XPOMOCOM, TO OH
MOXET HacnenoBaTbcsl ABYMSl Cocobamm: ayTOCOMHO-AOMUHAHTHBIM U ayTOCOMHO-PELIECCUBHbIM.

3abonesaHne HacnemyeTcsl Mo ayTOCOMHO-AOMUHAHTHOMY TWMy, €cnu «B0NbHOW» (MyTAHTHbIN) annenb
CUNbHee «300pOBOro». B 3TOM cnydae [OeficTBMEe MyTaHTHOro annens (To ecTb passuTve 6onesHwu)
NPOSIBASIETCS Aaxe B TOM CNyyae, eCim ero HanapHvK He HeceT MyTaLuu.

anI ayTOCOMHO-peLleCCVIBHOM TUNe HacnegoBaHusa ons passmmsl 60ﬂe3HI/I H606XO,D,VIMO, l-ITO6bI y yenoBeka B
reHome I'IpMCyTCTBOBaJ'II/I noBa MyTaHTHbIX annens. NHbiMK cnosamMu, N oteul, N Matb OON>KHbI nepe,uaTb emy
«MNOXne» BapVIaHTbI reHa. B TOM cnyqae, ecnm oanH mn3 BapI/IaHTOB OKa3blBaeTc4d <<XOpOllJVIM>>, TO 4enoBek He
3abonesaer.

B oToenbHyto rpynny BbloensiioT 3aboneBaHns, CBA3aHHbIE C MyTaLUsSMU FEHOB, HaXOASIWMXCS Ha MOMOBbIX
xpomocomax. Takme 3aboneBaHns NepenarnTCs TONbKO OT OTLA K CbiHY (KOraa «Mnjaoxol» reH HaxoouTcs Ha
MY>XCKOI Y-XpoMOcoMe) unm Xe OoT matepu netsaMm oboero nona (korga Bbi3biBawowas 60ne3Hb MyTaums
NPOUCXOANT Ha XEHCKOW X-xpoMocoMe). DTOT Tun 3aboneBaHUii yalle BCero nposiBASETCs Y My>X4mH. Ecnu
«M710X0M» anfnenb HaxoouTCs Ha Y-XPOMOCOME, TO XEHLMHA, B NMPUHUUMNE, HE MOXET €ro Mofly4nTb, Tak Kak
06e MonoBble XPOMOCOMbI Y XEHWWMH — 3TO X-XxpoMocoMbl. Ecnv 6onesHb cBsizaHa C MyTaumein B XEHCKOA
MONOBOI XPOMOCOME, TO MY>XXUMHA, MOMYYUBLLMIA «MNIOXYl0» XpOMOCOMY, ByneT 60NneH (Tak Kak y Hero B reHoMe
HeT «340pOoBOW» napbl). Y OEBOYKU-HOCUTENS OEVCTBME MYTaHTHOrO annenst Mackupyetcs ero 340pPOBbIM
HanapHWKOM, 1 6one3Hb NPOSBNAETCS TONbKO B TOM Crydae, ecnu 0b6e ee X-xpoMOCOoMbl HecyT MyTauumio. Ewe
OOVH TWM MOHOTEHHbIX 3aboneBaHUli — 3TO MUTOXOHOPWAbHble 3aboneeaHusi, TO ecTb 3abonesaHus,
cBs3aHHble ¢ MyTaumenn B JHK mutoxoHOpwit. Takne 60ne3Hn nepenatoTcs OT XEHWUH aetam oboero nona
(Tak Kak HOBbI OPraHn3Mm nony4yaetT MUTOXOHAPUU N3 MATEPUHCKON ANLEKNETKN).

OO HOHYKNEOTUAHbIN NoNMMopchn3am

OOHOHYKNEeoTUAHbIM  NonuMopmnaMoM (0T aHrnuinckoro single nucleotide polymorphism - SNP; B
PYCCKOSI3bIYHON NnuTepaTtype ynoTpedbnsieTcs CNoBO «CHWM») Ha3blBAOT U3MEHEHWE B NOCNELOBATENbHOCTM
OHK pasmepom B oanH Hykneotng. OHO MOXET NPOM30NTM B pesynbTate 3ameHbl, BCTABKW UAW BbinaaeHus
HyKneoTmaa.

WHorpoa cHunbl MEHAOT paboTy reHoB, HO BO MHOTUX CNyYasix OHW HUKAK HE CKa3blBAOTCS Ha UX aKTUBHOCTW.
Mo HekoTOpbIM OUEHKaM, B reHoMme 4yerioBeka HacuyuTbiBaetTcs okono 10 MUNAMOHOB OOHOHYKNEOTUOHbIX
NONMMOPCOIU3MOB. YUeHble COCTaBWIM OFPOMHble 6a3bl [aHHbIX CHWMOB, Tak KaK OHW SIBASKOTCS YOOOHbIM
WHCTPYMEHTOM reHeTU4eckoro aHanua3a. Tak, MHOrMe CHUMbl YeTKO CBA3aHbl C PUCKOM TeX WU UHbIX
3aboneBaHnin (TO ecTb HanMyue y YenoBeka OMNPEAENeHHOro CHWNa yBenuMuuBaeT LNSi HEro BEPOSTHOCTb
pasBMTUS TON UK UHOW BoNeaHw).

MoMUMO  MenuKO-BMONOrMYECKNX WCCNENOBAHWA CHUMbI UCMONb3YITCA Cheuuannuctamm Ons M3y4yeHus
pasnunyHbIX NonNynsumin niogen. Tak, UMEHHO MO CHWNAaM BbIAENSIOT rannorpynnbl — OAWH U3 OTANYUTENbHbIX
NPW3HaKoB MonynsALUni.
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MonureHHble 3a6oneBaHus

MonureHHbIMA HaablBaloT 3aboneBaHus, KOTOpble pPasBMBAOTCA B peaynbTaTe COBMECTHOW «paboTbl»
HECKONIbKUX FeHOB U (pakTopoB cpenbl. JpyrvMu crnoeBamu, y NonvreHHbIx 3abonesaHunii HeT Kakon-To O4HOW
Bbi3blBalOWEl X MPUYUHBL. TeM He MeHee, reHbl UrpaloT B pasBuUTAM Takux 3abonesaHuii Hemanylo posib
(paHble nx Ha3biBanu GONE3HAMU C HACNEACTBEHHOW MPEenPacnonoXeHHOCTbIO). Hannune onpeneneHHbIx
BAPUAHTOB FEHOB MOBLIWAET PUCK PA3BUTWUS y YENoBeka TOr0 MAW WHOrO MONUFEHHOro 3abonesaHus.
TUNMYHBIMU NPUMEPaMUN NONUrEeHHbIX 3ab0NEBaHWI SBNSIOTCA caxapHblil anabet, peBmaTnam, BpoHxmanbHas
actma.

Monynsuusa

Monynsiunein Ha3bIBAOT COBOKYMHOCTb 0cobeit oaHOro Buaa, obutatowwmx 6onee nnn meHee 060cobMeHHO OT
ApYrux ocobei 1 BOCNPOV3BOASIMXCS B TeYeHVe AnuTenbHoOro Bpemeru. MNpeactasntenn oaHov nonynaumm
c Gonbliein BepoSATHOCTbIO 3aBOIOAT MOTOMCTBO APYr C APYroM, Yem C NpeacTaBuTeNnsMu ApYruxX Nonynsumi.
O6bluHO Takas n3bupaTtenbHOCTb SBNSETCS CNEACTBUEM reorpadouyeckoin unu WHoi msonsuum (B cnyyae
NIOOEN TUNUYHa, HarnpuMep, U3oASAUMSA MO HaUMOHaNbHOMY MpuU3Haky). MNpeanoyTUTENbHOE reHeTUudYecKoe
nepeMelinBaHe TONMbKO BHYTPW MOMynsiuuv npusogut K Tomy, yto ons JHK Bcex uneHoB nonynsiuum
xapakTepHa HekoTopasi 06WHOCTb. Ta 0COBEHHOCTb MO3BOMSIET YYEHbIM OTNNYATb BbIXOALUEB M3 TEX WK
WHbIX Nonynaunid npy nomowwm aHannsa JHK.

Xpomocoma

XpoMOCOMbl — 3TO KpOLWeyYHble Tenbla, Haxoaswuecs B kneTtodHoM sape. OHU cocTOSIT M3 MAOTHO
ckpyyeHHbIx Huter OHK, coeanHeHHbIXx ¢ ocobbiMv Genkamu. HaseaHvue NpoOMCXOOMT OT rPeyYeckux CroB
«XpoMa» — LBET U «COMa» — Teno. To eCTb TEPMUH «XPOMOCOMa» ByKBanbHO NEPEBOANTCS KaK OKpalleHHoe
Tenbue. [leno B ToM, 4TO NOL MUKPOCKOMOM XPOMOCOMbI BUAHbBI Kak MIOTHBLIE TEMHBIE «KONBACKI».

Ha camom pene, IHK cywecTByeT B BUAE «OKPAWEHHbIX TENEL» O4EeHb HEOONro — TOMbKO MPU LENEHUn
kneTtku. B octanbHoe Bpemsa [JHK yactnyHO pacnyTbiBaeTcs, v pasrnsagetb OTAENbHbIE XPOMOCOMbI HEMb3S.

OnucaHue MOHOreHHbIX 3aboneBaHun

MoHoreHHble HacnencTBeHHble 3aboneBaHWsl BO3HMKAIOT B pe3ynbTate MOSIBNEHUs NonnMMopdonamMoB
(Mytauun) B nocneposatenbHocT HOHK reHa. He kaxpas myTtaums npuBoouT K BO3HUKHOBEHMIO
3aboneBaHns, 0QHaKo, B psiie cryyaes, MOAOOHbIE W3MEHEHWSI B FEHOME MPUBOAST K HapyWeHUto
paboTbl FeHOB U, Kak CNeAcTBME, HEBO3MOXHOCTY CUHTE3a (PYHKLUMOHAbHBIX 6EMKOBBIX MPOAYKTOB. JTO,
B CBOIO o4epedb, NMPUMBOAWUT K MaToforMsiM OBMEHHbIX MPOLIECCOB W MOPAXEHUIO PasfivyHbIX CUCTEM
opraHusma. Hanpumep, 3aboneBaHve EHWIKETOHypUsi  OOYyCNOBNEHO  MyTauuei  reHa,
KOHTpONMpyowwero CUHTE3 hbeHnnanaHMHrngpokcunasbl, Xapaktepusyercs HapyweHuem
aMUHOKMCNOTHOr0 0bMeHa M COMpPOBOXOAETCS CUMHTE30M TOKCUYHbIX BELECTB, YTO B UTOre NMPUBOAMT K
nopaxeHunto HepBHOI cucTembl. MoHoreHHble 3aboneBaHusi HacnenylTCcsl Mo KNacCMYecKUM 3akoHam
reHeTukun, cdopmynmpoBaHHeiM . MennoeneMm. HacnepoBaHue MoHOreHHblx 3abonesaHuii MoxeT
OCYILECTBNATbCA MO ayTOCOMHO-AOMUHAHTHOMY, ayTOCOMHO-PELIECCUBHOMY U CUEMNEHHOMY C MOJSIOM
™mny.
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AYTOCOMHO-O0MWHAHTHBIA TUM HacNenoBaHUS XapakKTepuayetcs Tem, 4TO ONs pas3BuTus GonesHu
LOCTATOYHO yHAcnenoBaTb MyTaHTHbIV anienb OT OOHOrO M3 poauTenei. 3abonesaHve BCTpedYaeTcs B
KaX[IOM MOKONEHUN POLOCNOBHON. CTeneHb NPOsIBNEHNs NPU3HakoB 3ab0neBaHNs MOXET OTINYaThCsl B
pasHbIX MOKONEHNSIX, KPOME TOro 3aboNeBaHVe MOXET HayaTb NPOSBNSITECS HE C MOMEHTa POXAEHMs, a
B onpeneneHHoM Bo3pacTe. B 6onbWwnHCTBE Clyyaes y reTepoanroT (MMeowWwmx MyTaHTHbI reH 0T OLHOro
13 poautenen) sabonesaHue He HaHOCUT CepbesHoro yuwepba 300POBblo, YenoBek crnocobeH UMeTb
MOTOMCTBO U nepenaBatb 6oneaHb W3 MOKONeHUs B rnokoneHus. OOHako roMosvroTel  (NMoaw,
MONyYMBLUME LaHHbIA MyTaHTHbIA annenb 0T 060Ux poanTenel), kKak Npasuno, HEXN3HECNOCOOHbI.

AYTOCOMHO-PELLeCCUBHbIA TUM HacnefoBaHUA XapaKTeEPWU3YeTCs TeM, YTO Ons passuTvs GonesHu
HY>XXHO yHacnenoBaTb MyTaHTHbIA annenb 0T oboux poauteneii. 3aboneBaHne MOXET NPOSIBAATLCS Yepes
OLHO WU HECKONbKO MOKOMEHMiA. YacTtota ero BO3HUKHOBEHUSI 3aBUCUT OT KOHLIEHTpauuW NOOen c
MyTaHTHbIM annenem B nonynsuuu. [03TOMy B U30MMPOBaHHbIX COOBLWECTBAX 3NUAEMUONOrMYEcKne
nokazatenu 3aboneBaemocT  BospacTalT. K  npuMepy, STO  OTHOCMTCA K  CUHOPOMY
MakKbtocuka—KaydomaHa, KOTOpblii OTHOCUTENIbHO YacTO BCTPEYaeTcs y MpencTaBuUTeneill CekTbl
amaHuToB. [lpyroli W3BECTHbI nNpuMep — TNOMNynsuMs eBpeeB-alWkeHasW. B atolt  rpynne
pacnpocTpaHeHbl Takue 6onesHun kak crHapoM KaHaBaHa, MyKoBMCLMOO3, CHAPOM daHkoHu Tuna C,
cuHapom MNowe—tun 1, BoneaHb Tes-Cakca AeTCKOro TMna 1 HekoTopble Apyrue.

HacnepoBaHue, cuenfnieHHoe C MOJIOM, XapaKTepU3yeTCs pPasHOW BEPOSTHOCTbIO MPOSBIAEHUS Y
MY>XXCKOFO 1 XEHCKOro nona, 470 CBA3aHO C TEM, YTO Y XEHWWH UMeeTcs OBe X-XPOMOCOMbI, a 'y My>XXHUH
ogHa X-xpomocoMma M ogHa Y-xpomocoma. HacnenosaHuwe, cCuenneHHOe C MOMIOBbIMM XPOMOCOMaMU,
6bIBAET NOMUHAHTHBIM 1 PELECCUBHBIM. B cnyyae LOMUHAHTHOrO HACNENOBAHUS Y XEHLMH-TeTEPO3NroT
(VIMEetoLLMX MYTAHTHBIV annenb Ha OfHOW N3 X-XPOMOCOM) BoNnesHb B CPELHEM NMPOTEKAET MEHEE TSXENO
n 6onee BapuabenbHo. Mpn 9TOM B cnyyae HEKOTOPbIX Takux 3aboneBaHwii Habntopaetcs rnbenb
MYX4/H, UMEOWMX MyTaHTHbIA annenb Ha X-XPOMOCOME, 4TO MNPOSBASETCS B WX OTCYTCTBMM B
POLOCNOBHOW CceMeld, cTpafawwmx 3aboneBaHueM. [pyu  X-CLUENNEHHOM PELLECCUBHOM  TuUMe
HacnenoBaHuUs 60ne3Hb B OCHOBHOM TMPOSIBASIETCA Y MYX4YUH, @ TakXe Yy XEHWWH B FrOMO3UroTHOM
COCTOSIHUW, BEPOSITHOCTb Yero BbiCOKA B cnydae OnM3KOPOACTBEHHbIX OpakoB. [eTepo3nroTHble
XEHLWWHbI  (PEHOTMNNYECKM 340POBbI, HO MNEpenarT MyTaHTHbIA FeH MONOBUHE CBOWX MOTOMKOB.
Mpumepom sBnseTcs nepepaya remocpunnm B cembe Hukonas Il, roe gpeHoTunmnyeckn 3noposas Martb,
ABNASICb HOCUTENEM MYTAHTHOrO reHa, nepenana ero CbiHy.

HacnepoBaHue, cuenneHHoe ¢ Y-XpOMOCOMOW, BbISIBNSETCS TONbKO Yy MYXYMH U NepefaeTcs 0T oTua K
cbiHy. Mogaensiowee HGONbWMHCTBO MOHOMEHHbIX 3aboneBaHU BCTPEYAOTCS OOBONbHO PEAKO, XOPOLLO
N3BECTHbI BpaYaM-TEHETVKAM U C U3BECTHOM CTEMEHbBIO HALEXHOCTM MOryT BbiTh AMArHOCTUPOBAHbI MPU
cuHIOpoMonorudeckoM nogxone. [Ons o6HapyXeHUS XPOMOCOMHbBIX HAPYWeEHWA 4Y4acTo MPUMEHSIOT
uMTOreHeTMdeckue Metodbl aHanusa. QOnOHako MONEKYNsipHO-reHeTUYeckoe TecTUpOBaHWe VMeeT
OrPOMHOE MPEUMYLLECTBO, TakK KakK [AaHHble MOMEKYNSPHO-TeHeTUYECKOro aHanusa Mo3BONSoT
YCTaHOBUTb TOYHYIO /lOKanM3aumio MyTauuum W BbISCHATb BaXXHOCTb TEHETUYECKMX W3MEHEHWIA B
natoreHese 3abonesaHus. Ewe 6onee BaxHylo posb UrpaeT reHeTn4eckoe TECTMPOBaHNE 41s CeMenHbIX
nap, nnaHupylowmx 6epemMeHHOCTb. VHgopMauus 0 HanMuun y poauTeneii Tex WM WHbIX MyTauuit
MO3BOMUT BbIYMCIUTL LWAHC pas3BUTUS 3abonesaHns y pebeHka. HakoHel, aHanua MmyTaumin kpanHe
WHCPOPMATMBEH U LIEHEH B MpeHaTanbHOM AMarHOCTUKe.

Wccneposanue «Moin eH 3pnoposbe» npegnaraer onpefeneHve Mytauvili B reHax, oTsevalowmx 3a
pas3suTe 79 MOHOreHHblx 3abonesaHumii. Cnucok BkMoYaeT Haubornee 4acTo BCTpevalwmecs U
coumanbHo-3Ha4YuMble 3ab60eBaHNs, Takme Kak MyKOBUCLMAO3, (PEHWUNKETOHYPUS, pPasnunyHble (OOPMbl
HECUHIAPOMabHbIX HACNEACTBEHHbBIX HAPYLWEHNIA CnyXa, MHOTUE 0g0TaNbMONOrMYeckue NaTonornm n ap.

Hawe nccnenosaHue npennaraet OOHOBPEMEHHLIA aHanmd 6onee 2000 nonMMopcdou3MoB (MyTaLMiA).
MpenMyLwecTBOM Takoro WMPOKOro CKPUHUHIA siBnsieTcs 6onbluoii oxeat 3abonesaHuii. Kpome T0ro, ato
no3BonseT npoBoAMTb AudpdpepeHumanbHylo OUarHOCTUKY, T.K. MHOrME CUHAPOMblI UMEIOT CXOOHble
oeHoTUNMYeckue nposeneHns. Tak, uccnegoBaHWe MNO3BOAMT pPasnuuUTb cuHOpoM Ywepa oT
NUrMEeHTHOro peTuHuTa; cuHapom bapneta-buenna ot cuHopoma MakKbiocuka — KaychmaHa, nmetowme
MOXOXMe CUMMTOMb.

B uccnenosaHum «Moi N'eH 3p00poBbe» NPUHATHI cnegytolwme OOPMyIMPOBKMA pe3ynbTaTtoB aHannsa
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nonuMopPn3MOB, CBA3aHHbIX C MOHOIeHHbIMU 3aboneBaHUsIMUA:

«HET MyTaunu» -MyTauuii He 0BHaPYXEHO;

‘li «HOCUTENIb MyTaUUn» - o6Hapy>KeHa MyTauuns, KnmHnyeckas 3Ha4MmoCTb KOTOpOI‘/‘I noaoreepXmnoeHa.

B npepenax kaxmnoro reHa, oTBevyarowero 3a passuTe 60Ne3Hu, y4eHbIMU 0BHApy>XeHO OT OOHOro 10
HECKONbKUX COTEH Y4acTKOB, B KOTOPbIX MOryT BO3HMKATb MyTaumu. lNpryem MyTauum B HEKOTOPbIX
yyacTkax 061anatoT BbICOKOW CTEMNEHbIO KIMHNYECKOM 3HAYMMOCTUN, OHM XOPOLLIO N3YYeHbl U LOCTOBEPHbI.
B cnyyae obHapyxeHWs MyTaumwii B TakmMx yyactkax, Mbl 0603Ha4Yaem mx KpacHbiM LBeToM. Mytauum B
Lpyrvx ydactkax obnapatoT MeHblel KNMHUYECKON 3HAYMMOCTbI0 — He BCerga €ecTb  YeTkue
MCCNenoBaHMUS, MOKasblBawWMeE, YTO 3TU MyTauuy NpvBomAT K 6onesHn. Yacto oHM BCTpevarTcs y
abCoMOTHO 300pOoBbIX Ntofelr. Takve MyTauunm Mbl 0603HavaeM XEnTbiM uBeToM. Ecnv myTaums He
obHapyxeHa, To B pe3ynbTaTte MCCNenoBaHns NonmMopgpraM obo3HadvaeTcst 3eneHbiM uBeToM. OaHaKo
obpawaem ocoboe BHMMAHWE: LENbIO WCCNEeLOBaHWUsS SBNSIETCS TOMbKO M3y4YeHUe CTPyKTypbl Baweit
IOHK. Bce Bompocbl, CBS3aHHbIE C MOCTAHOBKOW WM YTOYHEHUWEM AMArHO3a, reHEeTUYECKNM
KOHCYNbTVPOBAHMEM, MNAHUPOBAHWEM CEMbM W T.NM. MOryT ObiTb KBANMUUMPOBAHHO PEWeHbl TONbKO
OMbITHBIM BPAYOM-TE€HETMKOM, KOTOPbI/ CMOXET AaTb PEKOMEHAAUUN, YYUTbIBas OaHHbIE UCCNENoBaHNS.

MUurMeHTHbIN PeTUHUT (X-CLLenneHHbIN)

SlBnsieTca penkon, HO Havbonee TSXENOW (QOPMOM MUIMEHTHOTO PETUHUTA C PaHHE YaCTUYHOM
CNenoToi, Nporpeccmpys 4O MOMHOW CNnenoTbl. TecT Ha X-CLUEenNeHHbIA NUIMEHTHbIA PETUHWT BKOYaeT
aHanu3 22 mytaumi B reHe RP2 n 45 mytaumn B rene RPGR.

JaHHbln aHanua npegHa3Ha4dYeH nns naduneHToB MY>XCKOro nona € HeCcMHOpoMal/ibHbIM MATMEHTHbIM
PETUHUTOM N ON4 TeX, y KOro MMerTCsA poACTBEHHUKMN, 60/bHble X-CLUENNeHHbIM NUTMEHTHBIM PETUHNTOM.

Adeduuut metuneHtTeTparngpocponarpenykrasbl

JlaHHOe ayTocoMHO-peLieccuBHoe 3aboneBaHune cBsisaHo ¢ MyTaumsimi B reHe MTHFR, npuBoasiummm K
Jeduunty  aKTMBHOCTM  (bepMeHTa  MeTuneHTeTparugpodoonarpenykrasbl.  Xapaktepuayetcs
HapyweHusMn obMeHa PONMEBOW KMCNOTbI, YTO MPUBOAUT K U3BLITOYHOMY HAKOMMEHWUIO FOMOLUCTENHA,
CHuxXeHunto MetnnmposaHna JHK n nocnegytoweri Natonornyeckon akTmBaumm MHOMMX reHoB, BKKOYas
OHKOreHbl. HakonneHve romoumcTenHa Takxe nNPMBOOMT K MOBPEXLAEHWIO 3HOOTeNNs COCynoB W
cTumynupyeT TpomboobpasoBaHMe. TsxecTb 3aboneBaHUsi 3aBMCUT OT OCTATOYHOW aKTMBHOCTU
hepmeHTa. MNpu TaXenoM geduunTe akTUBHOCTU hepMeHTa (aKTMBHOCTb MeHee 20%) HabniopalTcs
HapyweHnst PU3N4YEeCKOoro M YMCTBEHHOrO pPas3BMTUS. YMEPEHHbI oeduumT dpepMmeHTa (akTMBHOCTb
6onee 60%) COMPOBOXAAETCS MOBLIWEHHbIM PUCKOM CEepAeYHOCOCYAMCTbIX 3abonesaHuii, OOHaKO
Tepanusi ¢ NPMeMoM hONMEBOI KNCNOTbI HOPMANN3yeT COCTOSIHUE BOMbHbIX.

Mpepnaraemoe uccneposaHue BKaoyaeT aHanu3 35 mytaumn B reHe MTHFR.
CuHppom Yiepa

CuHgpom Ywepa xapaktepusyetcst KOMOMHaLMEN MUIMEHTHOMO PETUHUTA U HENPOCEHCOPHOW MOTEPU
cryXxa W MOXeT COMnpoBOXHatbCs BecTubynspHoi guccyHkumein. Cnydau cuHgpoma  Yiwepa
NPencTaBnsoT MONOBMHY BCex OONbHbIX, CTpajawowmx rnyxoToi u cnenotoir. CuHipom Ywepa
HacnegyeTcsl MO ayTOCOMHO-PELIeCCUBHOMY Tuny. WM3BECTHbl TPWM OCHOBHbIE KIMHMYECKME (POPMbI
6onesHn. CuHopom Ywepa | TMna xapaktepuayeTcs NONHON BPOXOEHHON NoTepel cnyxa, MUrMEHTHbIM
PETUHMTOM 1 BecTMBynsipHol apedonekcueldi. CTeneHb HapyWweHns cnyxa nauneHToB ¢ 3abonesaHuem |l
Thna Bapbupyet oT cpe,n,He|7| 0O CWUMbHOWN, UMEETCS MUIMEHTHbIN PETUHUT N, KaK NpaBuno, OTCyTCTByeT
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BecTnbynspHas aucdoyHkums. TpeTuin Tn 3aboneBaHus xapakTepusyeTcs NPOrpeccupytowWein notepen
Cryxa 1 MUTMEHTHBIM PETVHWUTOM, BeCTUBYNsipHas OyHKLMS BapbupyerT.

lMpennaraemoe nccnenoBaHMe BKAKOYAET CKPUHMHE 238 MyTauuid, Bbi3blBalOWMX BCE TPU TUNa CMHAPOMa
Ywepa. Ina atoro nposoautcs aHanns reHos CDH23 (38), MYO7A (68), PCDH15 (8), USH1C (2),
USH1G (3), USH2A (109), USH2C (3), USH3A (7).

NoeHTudbukaumsa MyTaumii B 8TMX reHax BaxkHa Lnsi paHHel NocTaHoBKM AMarHo3a, KOHTPONS yXy LWeHNs
3pEHNS, MPUHATMS PELWEHUS O HeobXOOMMOCTW yCTaHaBnMBaTb YAUTKOBbIA WMMANAHT, COLMAaNbHOM
afjanTtaumm nauneHToB, a TakXe ANs FeHETUHECKOro KOHCYNbTMPOBAHNS U NPeHaTanbHOM ANarHOCTUKN.

BonesHb Ctaprapara

MyTtaummn reHa ABCA4 (ABCR4) accoumupoBaHbl € pasnnyHbIMA (PeHOTUNamMm cetyatkm rnasa, B TOM
yucne 6onesHbio Ctapraparta, XenTonsTHACTON ANCTPOgIUEN, KONBOYKOBO-NANOYKOBOA ANCTPOhMER 1
MOBbIWEHNEM pUCKa BO3HUKHOBEHUS MaKyNSPHON AereHepaLumnmn, CBA3aHHOW C BO3PacToM.

AyTocoMHo-peLieccuBHas 6onesHb Crtaprapata | Tuna xapakTepusyetcs nopaxeHueMm MakynsipHOw
obnactu ceTyatku, KOTopasi HaYMHAETCs B OETCKOM WAM MOMOLOM Bo3pacTe (6-20 neT) U NoCTENEHHO
nporpeccupyet, MpUBOAS K 3HAYUTENbHOMY CHUXEHMWIO OCTPOThbl, a 3aTeM W noTepe LEeHTpanbHOro
3peHns. CuMTaeTcs, YTO NATONOrMs NUIMEHTHOrO ANUTENNS ceTyaTku, 0becneymBaroLLEero NPaBuibHY
paboTy (POTOPELENTOPOB, CBSi3aHA C YPE3MEPHbIM  HAKOMNEHUEM MUIMEHTA  NUMNOGYCUMHA,
conepXallero TOKCUMYHbIE OIS 3PUTENBHON CMCTEMbl BelecTBa. [MBenb KNETOK MUIMEHTHOMO aNWUTenus
Bbi3blBAET B  CBOWO  O4epedb  AereHepauunito  gotopeLentopos.  AyTOCOMHO-peLecCrBHas
KOnbG0oYKOBO-MANOYKoBas OMCTPOMS BbLI3LIBAET LEreHepauuio cHavana KonboykoBblX, a 3aTemM U
NanoykoBbIX DOTOPELLENTOPHBIX KNETOK, BbICTPO NPOrpeccupyeT 1 4acTo NPUBOAMUT K crnenoTte. AHanu3
Bapuaumini reHa ABCA4 nomoraetT  noatBepautb  AmvarHo3  6onesHn  Craprapata wu
KOn604KOBO-MNANOYKOBOM ANCTPOGUN N HEOOXOAUM ANS TEHETUYECKOr0 KOHCYNbTUPOBAHNS.

Ha cerogHsiwHuiA OeHb m3BecTHo 6onee 400 pasHbix MyTaumii B reHe ABCA4, npuBogsiumx K
HacneacTBeHHbIM abuoTpodomsim cetyatk, 344 MyTauMum U3 KOTOPbIX OMPEnEensitoTCs B HaleMm
nccnenosaHuu.

CuHppom Bapperta-Buenna

CuHpgpom Bapperta-Buepna (CBB) xapaktepusyeTcs runoreHUTaamsamoM Y MYX4YMH, KOMMNEKCHbIM
HapyweHneM (OOPMUPOBAHWS MOYEMNONOBOr0 TpakTa Y XEHLWMWH, 3agHeakcuanbHOW MONMOAKTUAMEN,
Nanoyko-konboYKOBOA  OMCTPOCMERA, OXMPEHMEM,  KOTHUTMBHBIMUA  HapPYLWEHWUSMW,  MOYEYHbIMU
aHomManuamu. HapyweHust noyevyHor yHKUUN SBASAIOTCS [NABHOW MPUYUHON CMepTHOCTM. [lepBbiii
CYMMTOM OereHepaumv cetyaTky — HOoYHas Cnenota; No3gHee pas3BMBaETCS Mporpeccupyowas noteps
nepudpepuyeckoro 3peHus. MNMauneHtol ¢ cnHapomom bapaeta-buenna 4acTto cTankmealoTcs ¢ noTepen
LEHTPanbHOroO 3peHWss B AOeTCTBE WAM NOOPOCTKOBOM Bo3pacte. CuHgopom Bappeta-Buenna
HacnegayeTcsi MO0 ayTOCOMHO-peLieccMBHoMy Tuny. Yactota 3abonesaHust B EBpone coctaensiet ot 1/125
000 po 1/175 000. CBbb accouuupoBaH C MyTaumamum B 14 pasnunyHbix reHax (BBS1 - BBS14).
Mpennaraemblii HaMM METOL, NO3BONSET NPOBOAUTL aHanM3 81 mytaumn B 10 reHax, cBa3aHHbix ¢ CBb.

deHoTMNNYecke nposiBneHus cuHopomos Bappeta-Buenna n MakKbiocuka — KaygomaHa BO MHOrom
CXOOHbl, OCOBEHHO Yy MauMEHTOB paHHero Bo3pacta. Bo wnsbexanve ownbok Heobxoguma
IndpdpepeHumanbHas OuarHoctuka C MCMofb30BaHWEM TEHETMYECKOro aHanusa. PaspabartbiBaemas
nporpamMma Mo3BOAUT MPOBOAUTb aHaNU3 FEeHETUYECKUX Bapuauuidi BCEX BOBNEYEHHBIX FEHOB, 4TO
obecneunt HagexHyo onddpepeHLNanbHY0 ANarHOCTKY 1 TOUHYIO MOCTaHOBKY AMarHo3a.

BpoxaeHHas pereHepauus XenToro nsitHa (bone3Hb becra)

BpoxaeHHas pereHepauus Xentoro natHa (6onesHb becta) — penkoe ayToCOMHO-AOMWHAHTHOE

HapylweHue, CBSA3aHHOE C mporpeccupyowein notepen 3peHus. MNpu atom 3abonesaHnu nopaxaetcsi

ceTtyaTka, B 0cOBEHHOCTM ee LeHTpanbHasa (MakynapHas) obnacTb, B KOTOpOW o6pa3yeTc;| XenTto4dyHas

kucta. Ha HavanbHbIx aTanax 6onesHu OCTpOTa 3pEeHnsa coxpaHAaeTCsa, HO No3aHee Npwu pa3pbiBe KUCTbI
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HapylweHHasa 30Ha ceTHaTkKy pacuunpgaeTcs, NosABnATCA KPOBOU3NUAHUA, pa3pbiBbl U OTCNIOEHUA, 4TO
npmMBOOUT K NOTepe 3peHuns. ["McTonornyeckme nccnenoBaHns NokasblBaloT, YTO npu gucTpogonn becta
mMexngy Knetkamm nuMrMeHTHOro 3nutTenna u He|7|p03r||/|Ten|/m OTKNaOoblBaOTCA rpaHynbl BelWeCTBa,
6n1m3Koro K nunodpycumnHy 1 copgepxkallero TokCuyHble ons 3pI/ITeJ'IbHOI7I CNCTEMbI BelleCcTBa.

BonesHb 06bl4HO 06HapyxmBaeT cebs B OeTCTBe, XOTS BO3pacT Hadvana 3aboneBaHus U ero TSXecTb
BapbUpyeT Mexay nauueHTamu. BpoxneHHas nereHepaumsi XenToro nstHa CBA3aHa C MyTauusaMu B
reHe BEST1, nokanuaoBaHHOM Ha ONWHHOM nnede 11-i xpomocombl (11g13).

Hawe wccnepoBaHve nossonsetr nposoautb aHanud 114 wmytaumin reHa BEST1. [eneTuueckoe
TECTMPOBaHMWE MPW3BAHO MOMOYb  MOCTAHOBKE  OuarHosa W MPOBEOEHUI0O  FeHEeTUYecKoro
KOHCYNbTUPOBaHMS.

AmaBpo3 Jlebepa

AmaBpo3 Jlebepa — 3aboneBaHue, XapakTEpPUIYHOWEECs TSAXEeNoh AMCTpodmei ceTyaTku, 4TO
oéycnosnvlsaeT HacnenCcTBeHHYIo Cnenorty. 3pI/ITeHbeIe HapYyWeHNA BbIABNAKTCA NpU poXaeHn nnn Ha
nepebiX Mecsauax Xun3Hu pe6eHKa n OnarHoOCTUpyroTCAa B BO3pacTe 0o 1 roga no pany Takmx npu3Hakos
KaK CHUXEHHbIA wunn OTcyTCTByIOLI.I,I/IVI SneKTpOpeTMHOFpacpMHeCKMIZ OTBEeT, HUcCTarm. I'Io3,u,Hee Yy
f6onblWWHCTBA nauneHToB nposABnAKTCA pa3/inyHble Bapuaunn N3MEHEHWNI ceTyaTtkm, B TOM 4ucne
XapaktepHas nurMeHTauus, CocyduCTble HapyweHus n aTpous MUFMEHTHOro 3NUTENMa ceTdaTKu.
O6bluHO amaBpo3 Nlebepa HacnemyeTcs Mo ayTOCOMHO-peLieccuBHoMy Tuny. OTMedeHa Bonbluas yactoTa
3aboneeaHus cpean MyX4unH: npeaoMnHMUpoBaHmMe nuL My>xXckoro nona coctaBsuio B OONbLINHCTBE CeMeit
oT 60% 00 90%. B uenom B 4enoBevyeckow Monynauum BCTpedaeMocTb cocTasnsetr 1 Ha 80 000
HaceneHus.

TectupoBaHue Ha amaBpo3d Jlebepa BkntoyaeT aHanna 302 myTtaumii B 11 reHax: AIPL1 (23), CRB1 (65),
CRX (10), GUCY2D (56), LRAT (1), TULP1 (6), MERTK (4), CEP290 (20), RDH12 (32), RPGRIP1 (30),
RPEB5 (55).

CKPUHUHT  BONbIIOrO YMCna FeHeTMYecKMX Bapuauuii, accouMmpoBaHHbiX C 6GonesHblo Jlebepa,
obneryaet AWMarHoOCTUKY, B TOM u4Mcne ANGMEPEeHLNanbHYi0 U UMEET BaXHOE MPOrHOCTUYECKOE
3HaueHve. Kpome TOro, reHeTMyeckoe TECTMPOBaHWE NpPedHa3HAYeHO AN CeEMEel npu nnaHMpoBaHUM
6epeMeHHOCTUN C BO3MOXHOCTbIO NMPEHATaNbHON AMarHoCTUKM.
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