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BBenenue. HOBeHMIbHBIE ayTOMMMYHHBIE 3a00Ji€BaHHs MPEACTABISIOT COOOW TETEPOTCHHYIO
IPYNITY TSKEJBIX MHBAJIMAU3UPYIOINUX HO30JOTHUECKUX (POPM, BKIIIOUAIOIIYIO CHCTEMHBbIE 3a00I1e-
BaHUS COEIMHHUTEIbHON TKaHU, B TOM YHUCJIE CUCTEMHYIO KPACHYIO BOJIYAHKY, FOBCHWJIBHYIO CKJIEPO-
JEPMUIO U JIpyrHe, 0co00e MECTO Cpe/ii KOTOPhIX 3aHMMAET FOBECHHIIbHBIA HINONATHYECKUN/peBMa-
tougubldi aptput (FOUA/KOPA). lannas rpynma 3a0osneBaHnil 0ObEAMHSETCS HE 10 KOHIA SICHOR
3THOJIOTHEN Mpolecca, UMEET ONPEACICHHbIC TPUITEPHbIE (PAKTOPBI, YaCTO pa3HbIC AJS Pa3IMUHBIX
BapHAHTOB [1ATOJIOTUH, UMEET CIIOXKHBII [TaTOreHe3 ¢ 3a1eHCTBOBAHNEM UMMYHHOH CUCTEMBI C 00513a-
TeJIbHBIM yYaCTHEM T€HETHYECKONW KOMIOHEHTHI. 3a0oyeBaHus MOTYT MaHH(ECTHPOBaTh B JIIOOOM
BO3pacTe, JlaXxke B MepBbIe TO/Ibl )KU3HM ManreHTa. [locTaHoBKa KIMHUYECKOTO JUarHo3a, 0cCOOEHHO B
nebrore 3a00J1€BaHUs, YaCTO MPEACTABISACT 3HAUNTEIIbHBIE TPYIHOCTU B CBSI3H CO CXOXKECTHIO CHM-
[ITOMaTHKH, MOJMOPTaHHOCTBIO MOPAXEHUS, HE PEAKO OTCYTCTBHEM CIEHU(PUUYECKHX CHUMIITOMOB.
JUis TOATBEP)KACHUSI AMarHo3a TpeOyoTCs CIIOKHbBIE Ta00PAaTOPHBIE METOAUKHI JUATHOCTUKH, IIPOBO-
ouTcst Mopdosornyeckas AMarHoCTUKa, HarpuMmep, HeQpoOUOTICHs ¢ UMMYHOTUCTOXUMUYECKUM HC-
cienoBaHuEM U Jp. B Toxe BpeMs numeroniuecs KINHUKO-Ta00paTopHble METOABI IUarHOCTUKN HEl0-
CTaTOYHO cneur(UYIHbI U HHPOPMATUBHBI IJIsl paHHEW AMAarHOCTUKU JaHHOW MaTOJIOTHH, 0COOCHHO
Ha JOCHUCTEMHBIX cTaausx 0ose3Hu. [lInpokoreHoMHbIE NCCIIE0BAaHUS BBISIBUIIN PSI JIOKYCOB, aCCO-
nunpoBanHbIX ¢ FOUA/FOPA m CKB. YacTh U3 HUX COCTaBISAIOT JJOKYCHI PHCKAa BOSHUKHOBECHHS 3a-
OoJsieBaHus1, OCTANBHBIE 00IaJaI0T MPOTEKTOPHBIMH Y PEKTaMH B OTHOIICHNUH JIAHHOTO 3a00JIeBaHUsI.
Bce onmcanHbIe JOKYCBHl PHCKa pa3BUTHs 3a00JIeBaHUSI BOBJICUEHBI B QyTOMMMYHHUTET M, B 4aCTHO-
CTH, 3aTparuBaioT T-KIETOYHBIH W LUTOKMHOBBIH CUTHAJIJIMHI, a TaKXe APYrHe NpOLecChl BHYTPH
KJIETOK. VIMerolyecs JaHHble CBUIETENBCTBYIOT O TOM, YTO F€HETHYECKasi IPEAPACIOI0KEHHOCTb K
IONA/IOPA onpenensercs maorumu Jiokycamu JIHK, o6mmmu ¢ ipyrumu ay TOMMMYHHBIMH 320051€-
BaHUSMHM, YTO TOBOPUT O reHeTHdeckoM nepekpbiTuu KOPA u mmumpokoro crekrpa ayTOMMMYHHBIX
3a0oneBaHuil M mpeanonaraeT odmme naroGpusnonornyeckue Mexann3Mol. Kak u npu Ipyrux ayrto-
HMMYHHBIX 3a00sieBaHusX, 00nbmMHCTBO FOPA-acconnupoBaHHbIX T€HETHUYECKUX TOIUMOP(HU3MOB
JIOKAJIN30BaHbl HE B KOAUPYIOLIEH 00JacTH reHoma.

Marepuajnbl U MeToabl. /lanHas paGoTa BHIMOIHSAIACH COTPYIHUKAMU HMHCTHTYTa T€HETHUKH U
uuronorun HAH benapycu n beiopycckoro rocyiapcTBEHHOTO MEAMIIMHCKOTO YHUBEPCUTETA B paM-
Kax npoekra «©opMupoBaHUe IPyIIl MALUEHTOB C IOBEHUJIbHBIMU a8y TOMMMYHHBIMH 3200JI€BaHUSIMHU
U YCIOBHO 310pOBbIX AeTeil 11 npoBeneHus JIHK-nquarHocTuku pucka pa3BUTHS ayTOUMMYHHBIX
3a00JeBaHMIY HAyYHO-TEXHHUECKOW mporpamma Coro3Horo rocynapctBa «JIHK-mpenTudukammsy,
I'pynma obcnenoBanust Bkiatouana 75 nauuentos ¢ FOUA, 43 neBouku, 32 ManpuukoB, U 38 marueH-
ToB ¢ 1oBeHmIbHOH CKB. Hapsany ¢ o0miekinHndeckuM 06cie10BaHuEM, TIPOBOAMIOCH TEHOTHITHPO-
BaHHe 00pasmoB kpoBu mnanueHtaM ¢ FOUA mo crmegyromum 4 mokycam: AGER rs1035798,
SLC7A11 rs13128867, PSMAG6 151048990 u PSMA3 rs2348071; mamueHTaM ¢ MOJO3pPEHUEM Ha
CKB — o 6 mokxycam: NCF2 rs17849502, PCMC6 152296826, IRFS rs2004640, STAT4 rs7582694,
FAS rs7069750 u MUCL3 rs3130781.

Pesyabrarel. U3 75 nanuentoB ¢ FOMA cucteMHBIl BapuaHT ObUI YCTaHOBJIEH y S5, CycTaBHas
¢dopma onuroaptputr — y 47 MauueHTOB, MOJIUAPTPUT y 18, B TOM uucie y ABYX CEpONO3UTHBHBII
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(PD+), apTpur, cBI3aHHBIN ¢ dHTE3UTOM ¥ 5. [ pynma roBermipHOM CKB BKITFOUana 38 manueHToB 10
17 net, B OCHOBHOM JK€HCKOTO Tojia — 34. KinHudeckne IuarHo3sl ObUIM YCTaHOBJICHBI B COOTBET-
CTBUHU MEXJYHapOAHBIMU KpuTepusiMu. Y Bcex manueHtoB ¢ CKB oTrmedanocs kak MUHUMYM 4 U3
11 nMarHOCTHYECKHX KPUTEPHEB, MPEUIOKEHHBIX AMEPHUKAaHCKOH KoJuteruei pesmartonoroB (ACR,
1997), y 35 manueHTOB qUarHo3 Jomyc-Hedputa Bepudunrpoad Mopdonornuecku. CpeaHuii Bo3-
pact neb6rora 3aboneBanusi coctaBui 12 ser (ot 5 mo 17 ner). KoHTpOIBHYIO TPYIITY COCTABIIIH
167 nanuenToB 0e3 ayTOMMMYHHOU MaToyioruu. J[jist mpoBeZieHHs TeHETUYECKON TUArHOCTHKH ObLI
CO3/1aH AMArHOCTUYECKUN alropuT™ npu noxo3penun Ha FOUA, roBennnbsHyto CKB, Brimtouarommii
aHAMHECTUYECKUE TaHHbIC, KIMHUYECKHE NMPU3HAKH, JaHHBIC JTAOOPAaTOPHBIX, HIMMYHOJIOTHYECKHX
METOAOB IMAarHOCTHKHU C 3aK/IIOYCHHEM O MOJO3PEHUH HA JAHHYIO MaTOJOTMIO M MOKa3aHUEM s
MIPOBE/ICHNS TEHETUYECKOTO TECTUPOBAHNA. B COOTBETCTBUU C aJITOPUTMOM, MMAIIMEHTaM C M0103pe-
HueM Ha FOUA pexomeHnyeTcs MPOBOAUTH T€HOTUIIUpPOBaHUE MO cieayomuM 4 mokycam: AGER
rs1035798, SLC7A11 rs13128867, PSMAG6 rs1048990 u PSMA3 rs2348071; manuentam ¢ moao3pe-
nueMm Ha CKB — mno 6 mokycam: NCF2 rs17849502, PCMC6 152296826, IRF5 rs2004640,
STAT4 157582694, FAS rs7069750 w MUCL3 rs3130781. st orleHKH BEpOSITHOTO YPOBHS pUCKA
BO3HHMKHOBEHHUS 3200JI€BaHUS IIPU PA3INYHBIX COUETAHUAX PUCKOBBIX T€HOTHIIOB MPUMEHSIOTCS JaH-
HBIC, TIOJYYCHHBIC C UCTIONb30BaHHEM OMHAPHOTO JIOTMCTHYECKOTO PErpecCHMOHHOTO aHalIHu3a U Io-
3BOJISIIOILIME NTPOBECTHU MOJIMTeHHYI0 onleHKy pucka (PRC — polygenic risk score). Ilpu BbisiBienun
HECKOJIbKUX T€HETUYECKUX MApKEPOB, YPOBEHb IOJIMTEHHOTO PUCKA ONpeNesieTcs MyTeM CyMMHPO-
BaHUS PUCKOB OTJEIHHBIX MapKepOB.

BeiBoasl. [1o pe3ynbraraM TeéHETHUECKOTO TECTUPOBAHUS B CiIydae OOHApPYKEHHs OJJHOTO M3 Te-
HOTHUIIOB PUCKA JIeJaeTcs 3aKioueHne 00 UMEIOIEHCsl BEPOSITHOCTH pucka 3aboneBanus. [lpu BbI-
SIBICHUM HECKOJBKHUX I€HETHYECKUX MapKepOB, YPOBEHb IOJIMICHHOIO PUCKA OIpeleNseTcs MyTeM
CYMMHPOBaHMsI PUCKOB OTAEIBHBIX MAapKepoB. B cilydae OTCYTCTBUS T'€HOTUIIOB PUCKA B 3aKJIOUe-
HUW OTMEYAeTCs], YTO FeHeTHIeCKas MPeapacIooKeHHOCTh K JaHHOMY 3a00JIeBaHUIO HE yCTaHOBJIE-
Ha.
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