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Tema : MonekynapHo-reHeTU4ecKkoe nccnegosaHue
B peBMaTofiornu

BoinonHuna: bakup A.l'
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1 MonekynsipHo-reHeTU4YeCKue nccrnenoBaHus
nomMorarT AMarHocTMpoBaThb:

7 MoOHOreHHble reHeTu4yeckme 3aboneBaHus;

1 BepoaTHOCTb pa3BUTUSA OHKONOTMYECKNX
bone3Heu;

1 Hannune pakTtopos, NpOBOLNPYHOLLNX
MYNbTUPAKTOPHbLIE DOMNE3HN
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OnpepeneHne pucka pa3BUTUA OHKO-NMPOLLeCCOB
NPU NOMOLLU MONEKYNAPHO-TeHeTUYeCcKoro
uccrnenoBaHUsA BbIABNAET:

Puck passutus 7

BepoATHOCTb BO3HUKHOBEHUS paka TONCTOU KULLIKU

n 3TOro 3aboneBaHns;
[eHeTn4ecKyo NpeapacnonioXeHHOCTb K PasBUTUIO
paka Terna maTku, SUYHMKOB, "

npegcraTtenbHOW XXenesbl,

Hannumne pekombuHauum I'eHOB ABL/BCR,
BbISIBNAEMbIX NP ,

Hanunumne npeanocbinok, obecne4ymBaroLLmnX

9PPEKTUBHOCTbL NPOTUBOOMYXOSIEBON Tepanum

redoaTUHNOOM NPU HaNMMYMMU HEMENKO-KIETOYHOro
aka .




[MpoBOoAsi MONEKyNsApPHO-reHeTU4YeCKue TecThbl
Ha Hann4ne reHeTNU4YecKn oodycroBMNeHHbIX
NnpeAnochbINIOK pa3BUTUA MyNbTU(AKTOPHbIX
3aboneBaHuUN, yaaeTcs BbISIBUTb PUCK
pa3BUTUA:

NPEeaKNaMrCcuu;
peEBMaTOUHOIO ;
HapyLweHUn nmnonagHoro oomMeHa,;

1 n 2 tvna;
boresHen penpoayKTUBHOW CUCTEMBI.
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KOMY HASHAYAKT MOJIEKYNTAPHO-
T’EHETUHMECKUE UCCIIEOOBAHUA
MonekynsipHO-reHeTU4YeCKue TeCTbl NOKa3aHbl
nuuam:

cTpagaroLmm ;

nogBepratoLmmca BO3AENCTBUIO
HebnaronpuUATHbIX aKTOPOB OKPYKatoLLemn
cpenbl;

MMeLMM B poay Ornm3knx poacTBEHHUKOB,

CTpagaloLLnX OHKONOrMYECKUMN, NMCUXUYECKUMMU,
COCYOMCTbIMU N 3HOOKPUHHbIMU 3a00NeBaHUSIMM.
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MonekyngapHo-reHernyeckue mMetroabl

MosekynsipHo-TeHeTuyeckne MeTofbl 3T0 Camble COBPEMeHHbIe MeTo/ibl
nccnefoBaHns reHeTMUECKOro Matepnasia KeTok YesioBeka, KoTopbii
npencrtasneH gesokcnpnbyHykinenHoson (JHK) n pubyHoHyknenHoBoit (PHK)
Kncnotamu.
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NAN TIFNVDRVLYI T V7]

MONEKYNAPHO-TEHETUYECKUW
TECT

1 NepBbI aTan MONEKYNAPHO-reHeTU4YeCKoro aHanmaa
OYeHb BaXXHbIN U 3aknodaeTca B nonyvyeHnmn PHK n
[NHK obpa3yoB, KOTopble SABNAKT COOON OTAESNbHbIE
doparmeHTbl JHK KneTkn unun Bcto ee uenouky. Ons
BblaeneHns Heobxoanmoro Konuyectsa pparMeHToB
MCNOSb3YIT cnocob amnnNdnunpoBaHnst, To eCTb UX
Pa3MHOXeHUA nNyTemM NonmmepasHoU LEenHOU peakumm
(dbepmeHTaTUBHaAA pennukaums).

1 Ana aHanusa monekyn OHK Tpebyetca nx
npeaBapuTenbHoOe aeneHme Ha Yyactn u obpaboTka
bakTepmanbHbIMK S3HAOHYKNEea3amu (pecTpukTaszamm)
- (pepmMeHTamMu, KOTOpble MOryT paspes3aTb ABOUHYIO
cnupans OHK Ha yacTtu no 4-6 nap.




1 ®parmeHTbl AHK pasgensatoT no gnmHe u pasmepy
npn NOMOLLM crneuuanbHOro rens
(nonmMakpnnamugHoro u arapo3Horo), NPUMeHss
anektpodopes. [loa gencremem nNocneaHero OHu
nepemeLlaroTca BHMU3 MO rento ¢ pasHou
CKOPOCTbIO, OCTaBnsAsA 3a cOboON AUCKPETHYIO
nonocy.
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1 MonekynspHo-reHeTu4ecKkmne nccrenoBaHus
HacneacTBEHHbLIX NaTonorMy Takke MCnosib3yloT C Lenblo
N3y4eHna 4YernoBevyecKkoro reHoma. bnor-rubpmnansaumns no
Cay3epHy No3BOMSIET B JAHHOM cllydae onpeaennTb
Heobxoanmblie anst atoro ocodble pparmeHTbl AHK. MNpw
9TOM BHauvarne npuberatT Kk geHatypauun OHK, B
pes3ynbsraTe 4yero nosnyyarT oparMeHTbl B BUae ogHoum
LIENOYKM U UX NEPEHOCAT Ha PUNbTP (HENNOHOBLIN UNK
HUTPOLENNIONO3HbIN), KOTOPbIA 3amMoyeH B BydepHOM
pacTBope.

1 'enb, Ha kKoTopom HaxoaaTca OHK-dpparmeHTbl, nepeHocAaT
Ha punbTpoBanbHy Bymary ¢ coneBbiM PacTBOPOM (C
BbICOKUM %KOHLUEeHTpauumn). CBepxy HaknaabiBaeTcd no
oyepean HUTPOLENSIHMNO3HbIM PUNBTP N PUNLTPOBabHag,
HO cyxas Oymara (ans BnuTbiBaHUSA CONEBOro pacrteopa). B
ntore ogHouenovedHble [1HK octatotca Ha punbTpe B
TakoM >Xe MONOXeHUU KaK Ha rene.




1 Metog CaysepHa no3BosideT Bocco3aaTtb
PECTPUKLUMOHHYIO KapTy reHoma
4YenoBeKa B onpeaeneHHon 4acTu reHa.
OTO AaeT BO3MOXHOCTb OOHaPYXUTb
Hannune nNobbix AedekTOB B caMOM
reHe. Pa3spaboTaHHble MeTOAbI
CUNTaKOTCA OOBOJSIbHO 3PP EKTUBHLIMU U
NO3BOSIAOT MPOBOANTbL CBEPXTOYHYIO
OWarHoCTUKY HacneacTBEHHbIX
3aborneBaHun. C aTon uenbo U3 amo6
PUOHASbHbLIX KIETOK, KOTOpble
coaepxartca B aMHUOTUYECKOM
Xnakoctu, sbiagensotT HK. B
nocrnegyrowem ee rmdopuansnpytor,
npumeHss Cay3epH-6roTTUHT C
paanoaktmBHelM [HK-3oHgom. B utore
OY€EHb JIEMKO pacno3HaTb aHOMarslbHbIN
9MBOpPUOH, notomy 4to ero JHK
rmopmnan3npyeTcs UCKNOYNTENBLHO C
[NHK-30HOOM, KOTOPbLIN ABNSETCA
KOMMNSEMEHTaPHbIM MyTaHTHOW
nocnenoBaTenbHOCTU.




1 3aboneBaHusi, KOTOPbIE BO3HUKAIOT B pe3yrbTaTe COBMECTHOIO
BO3OENCTBUA (PaKTOPOB BHELLHEN cpefbl 1 HEKOTOPLIX reHOB,
Ha3bIBalOTCS MONMUIrEeHHbIMWU. Y Takux 3aboneBaHuin NpakTUYECKN HeMb3s
Ha3BaTb KaKyl-TO OHY OCHOBHYIO NPUYNHY, Bbi3BaBLUYO UX. OQHaKO reHbl
NUrparT OYEeHb BaXHYK POSib B MAaTOreHETUYECKOM MeXaHU3MeE MONUreHHbIX
(MMmeroLKMX HacnNeacTBEHHY NpeapacnonoXeHHocTb) natonornn. OgHUMm
N3 npeacTaBuUTeNen NONUreHHbIX 3aboneBaHnin ABNSETCSA peBMaTONOHbLIN
apTpuT. CerogHs Henb3si yBEPEHHO cKalaTb, YTO 3Tnonorust (MpuYmnHbI)
peBMaTougHoro apTpuTa BblisiCHeHa A0 KoHua. /IMeHHO No3TOMY yYeHble
BCEX CTPaH MMpa BeAyT aKTUBHYK paboTy MO BbISIBNEHUIO FEHETUYECKUX U
CpenoBbiX pakTopoB, OTBEYAKOLWMNX 3a NPOUCXOXAEHME OAaHHOIo
3aboneBaHua. [nga aToro NpoBoAsATCA MONEKYNAPHO-reHETUYECKME,
MMMYHOreHeTmn4eckne, nonynsunoHHO-reHeTn4eckme, drnmnM3HeLoBbIE U
reHeanornyeckne mMetoabl uccrnegosaHusl. Pesynsratbl paboThl
POCCUNCKNX U 3apyDEXHbIX YYEHbIX NOKa3bIBAOT, YTO B OCHOBE Pa3BUTUS
pPEBMATONAHOIO apTpuTa reHeTndeckne aktopbl UrpatoT 6onbLy Posb,
4yeM HebnaronpuaTHOE BOo3dencTBme akTopoB BHelwHen cpeabl. [1o
MHEHUIO YYeHbIX, reHaMWN «NpeapacnosioXXeHHOCTU» K peBMaTougHoOMY
apTpuUTy SBNSOTCA reH peuentopoB gaktopa onyxonm n red CD - 40,

ble Haxo4saTca Ha O4HOM U3 y4acTKOB X-XPOMOCOMDbI




0 Ewe ogHMM reHomM npeapacnonoXeHHOCTU K peBMaTOUaHOMY apTpuUTy
cuyutaetca reH IDDM9. AnoHckue nccnegosatenu MaTeMaTuyecKu
BbIBENW, YTO HaANM4ne JaHHOro reHa NoBbILAET PUCK PasBUTUS
peBmMaTongHOro apTputa Ha 27%. HemanoBaxHyto porb B 9TMOSOMn 1
naToreHese 3aboneBaHus urpaet T-KNeToYHbIN UMMYHUTET. B cBS3K C
atum reH TCRD (peuentopoB T-KNeToK) Takke sIBNSAETCH
OTBETCTBEHHbLIM 32 BO3HMKHOBEHWE PEBMATOMNOHOIO apTpuTa.
PesynbraTthl Lenoro paga uccregoBaHnn nokasanu, YTo Mytaums reHa
P53 nNpmMBOAAT K BOSHUKHOBEHUIO €r0 aHOMasbHbIX QOYHKLUNW, YTO
BbI3blBAET pa3BUTUE KOCTHOM aecTpyKuun. [pn peBMaTtonaHoM
apTpuTe y MHOMMX NauneHToB OoTMeYaeTca aHoMarbHbl BUOCUHTES
Fas-6enka, Bbi3aBaHHbIN MyTaunen Fas-reHa. WccnepgoBaHma no
BbISIBNEHUIO B TEHOME YEeSIOBEKA NEHOB «MNpPeapacnonoXeHHOCTU» K
peBmMaTongHOMY apTpuTy NpofosbkatoTcs yxke bonee YeTBepTu Beka.
[Tony4eHHble Ha CEroaHSLWHNA OeHb pe3yrnbTaThl ABMAAKTCA BECbMa
BRevaTnsowmMMn, ogHako paboTtel ByayT npogoskaTbCca 1 ganbLie,
YTO, BO3MOXXHO, NO3BOSIUT MONMHOCTbIO NMOHATb 3TUOMOINU0 N NaToreHes
OaHHoro 3abonesaHud, a, criegoBaTteribHO, U pa3paboTtaTb Hanbonee
9 eKTUBHbIE METOAbLI €ro fieYeHus.




MexpgyHapogHas rpynna
nccrnepoBartenen oobHapyxuna 42
HOBble reHeTU4YecKkue NpeanocCbINKu,
yBennyunBaroLime puckK 3adboneBaHus

pewampmom.



1 Hay4Ho-uccnenosaTtenbckaga rpynna cpasHuna AHK
cTpagatoLwmx aptputom nauneHtoB ¢ AHK 300poBbix
nogen n obHapyxumna 42 obnactun, KOTopble, CKOpee
BCEro, cBsidaHbl MMEHHO C 3TUM 3aboneBaHnem. ECTb
HageXaa, YTo ata MHopMaLumMsa NOMOXET
pa3paboTaTb HOBENLUNE FTIEKAPCTBA,
KOMrMeHcupyrLwme nogobHble HENCNPABHOCTM Ha
reHETUYECKOM YPOBHE.

PeBmaTonaHbi apTpUT — 0JHA U3 rMaBHbIX NPUYNH
MHBaANMAHOCTKU rno Bcemy mupy. o oueHkam BO3,
9TO 3aborieBaHME nNopaXkaeT O4HOro YenoBeka 13 cra.
OKono nosfoBmHbI B3POCSIbIX NOAEN C ayTOUMMYHHbIM
3aboneBaHMEM TEPAKOT CNOCODOHOCTL paboTaTh
NonHbIN padboynn geHb B TedeHne 10 net nocne
YCTaHOBIEHUST AnarHosa.
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HLA-B27 - O0CHOBHOM MMMYHOIeHeTU4eCKU MapKep BbICOKOW
npenpacnosfiodXeHHOCTU K PasBUTUIO aHKUNo3upyrowero cnoHgunura (6onesHb
BexTepeBa) u Apyrux cBA3aHHbIX CEPOHeraTuBHbIX CNOHAUNIOAPTPONATUN.

MpoaykT reHa HLA-B27 - aHTuren HLA-B27 - oTHOCUTCS K Monekynam rraBHOro
KOMMJiekca rmctocoBmectTumoctn nepeoro knacca, MHC-1 (MHC-major
histocompatibility complex), koTopble y4acTByloT B NpeacTaBneHnn NenTuaHbIX
aHTUreHOB AN MX pacrno3HaBaHus T-numdountamm. To BaXXHO ANs PopMnpoBaHUS
MMMYHHOIO OTBETa Ha JyxepoaHble aHTureHbl. Habop HLA aHTUreHoB yHuKaneH ans
kaxxgoro yenoseka. 'eHbl MHC | knacca pacnonoxeHbl B Tpex nokycax (A, B n C) Ha
KOPOTKOM Msiede 6-0 XpOMOCOMbI 1 OTANYAKTCA BbICOKOM CTENEHbLO NonnmMopdusma.
YCTaHOBMNEHO, YTO reHeTU4eckme Bapmaumm nHgmsmayanbHoro Habopa aTnMx aHTUrEeHOB
CBsi3aHbl C pa3HOM BOCMPUMMYMBOCTBIO K pasfiniyHbIM 3ab0neBaHusiM.

[ns reHa HLA-B n3sectHo 136 annenbHbIX BapnaHToB. YacToTa BCTpeyaemMocTu
annensa 27 nokyca B (HLA-B27) BapbupyeT B 3aBUCMMOCTU OT reorpadmyeckoro
perMoHa n aTHMYECKOW rpynnbl; pasnuyatoT Takke cyoTtunsl HLA-B27. Cpeaun
esponenueB HLA-B27 BcTpeuaetca B cpegHem B 7-10% nonynsaunn. B To e Bpems
YCTa@HOBJIEHO, YTO €ro BCTPEYAEMOCTb 3HAYNTENBLHO Bhile cpean 60MnbHbIX HEKOTOPbIMM
3aboneBaHuamn. B 1973 rogy 6bina yctaHosneHa cBssb reHa HLA-B27 ¢
aHkMnosupyowmum cnoHaunutom. Hannune HLA-B27 npn atom 3aboneBaHnu
BbigBNsAeTcs nodutn y 90% nauneHToB. BepoATHOCTL pa3BUTUA cnoHAUNoapTponaTtum
y yernioBeka, Kotopbin siBnsetca Hocutenem HLA-B27, B oecsaATKM pa3 Bbllle, YeM Yy
YyenoBeka 6e3 AaHHOro reHa (puUck pa3BUTUS Yy 340POBbIX UL, NONOXUTESNIbHbIX NO
HLA-B27, coctaBnsier okorno 2%).




1 B HacTofulee BpemMa yCTaHOBIEHA CBA3b 3TOrO reHa u ¢ Apyrmmm
3aboneBaHusamu. AHTUreH HLA-B2 7 BbigBnsieTca y 60MbLUMHCTBA NAL,
3aboneBLUNX CepOHEraTMBHbLIMK CroHAUNoapTponaTuaMn. JTo
pasHopoaHasa rpynna 3aboneBaHnn, B KOTOPYIO BXOASAT: aHKUITO3UPYHOLLUIA
cnoHamnuT (bonesHb bextepesa), ncopmaTnYeckuin apTpuT, PeakTUBHBIN
apTpuT, cuHapom Pentepa, apTpuT npu BocnanutenbHbIX 3aboneBaHnsax
KMLLIEYHMKa, peunauBupyoLLnm yBeuT, OBEHUSTbHbLIN peBMaTOUAHbIN
apTpuT. B KnnHM4eckom cmumntTomMaTuke Bcex aTux 3aboneBaHum
OTMeYaeTca apTpuT nepmdepruvecknx CyctaBoB N CyCTaBOB OCEBOIO
ckerneTta, KpoMe TOoro, Npu 3aTnx 3aboneBaHUsIX 0ObIYHO HE HaxoaAaT
peBMaTonaHbIu oakTop 1 apyrue aytoaHturtena. iMeHHO nocnegHun
deHOMEH MO3BOMSAET Ha3BaTb UX «CepoHeraTuBHbIMU». COBOKYNHas
BCTPe4YaeMocCTb 3TUX 3abonesaHuin B nonynaummn cocrtaensaet okono 0,5%,
YTO MO3BOSIAET OTHECTM UX K YaCTO BCTpevaowmmMmca ayTOMMMYHHbIM
3aboneBaHuAM.

1 Ponb monekynbl HLA-B27 B natoreHe3e cepoHeratmBHbIX
CroHAMIoapTponaTuim OKOHYaTesNbHO He ycTaHoBrieHa. Cpegu rmnoTtes
obcyxaaeTcs posib apXUTEKTOHUKM 3TOWU MOSEKYNbl - OCOBEHHOCTEN
KOHpOpPMaLMOHHOM YKNaakn Tshkenblx uenen monekyn HLA-B27,
BO3MOXXHAas POfb MOMEKYNSAPHON «MUMUKPUM» Yy KEPOAHbLIX aHTUIEHOB,

e3eHTMpyemMbix HLA-B27 (psna Gaktepuin xXenyaouHO-KALLIEYHOro unm

HOro TpakTa) U COBCTBEHHbIX aHTUreHoB. B YacTtHoCTH, B

KayecTBe CO0 LLINX MHPEKUMOHHBIX Tpurrepos HLA-B27-

AADRIACIAMLIV RAALVTIADL AR MAAATRANRWAAaT~Ad oL <almanalla




KnuHnyeckoe nogo3peHne Ha cepoHeraTuBHbIE
cnoHaunoapTponaTum y AeTeun u B3pocCrbiX
TpebyeT MMMYHOIreHeTU4eCKoro uccrnenoBaHusA
Hannuuda reHa HLA B27. 3T0T TeCcT He ABNseTCH
onpeaensloWnMmMm uccriegqoBaHmemM, Kotopoe
No3BOJISseT TOYHO NOCTaBUTb AMarHos, nuoo
UCKMN4YnNTb ero. OgHako, y4nTbiBasg HU3KYHO
yactoty BcTpeyaemoctn HLA-B27 B eBponenuckoun
nonynsuuun, ero BbisiBrieHWe y nauueHTa npw
HarIM4nmN KINMHNYECKUX NPOSABNEHUN,
COOTBETCTBYIOLUMX 3TOU rpynne peBMaTU4e€CKUX
3aboneBaHUN, 3HAYNTENILHO YBeNn4YnBaeT
BEPOATHOCTb AAaHHOro AMarHo3sa.




