buo0aHku 1 mepcneKTHBBI Co3AaHnsI (papMakoreHeTn4yeckoro arjaaca Poccun

B pamkax XXVII Poccuiickoro HaifnoHaJsHOro KOHrpecca «YejoBek 1 JIeKapcTBO», KOTOPBII B CBSI3H € MaHAeMHuell
COVID-19 6611 IpoBe/ieH B OHJIANH-P €:KNMe, IPOIIIA HAYYHO-NPaKTHYeCKast KOHQ ep eHnust

«HACBHO-2020», nocBsimeHHas npoojeMaM 0mo0aHKApoBaHus B Hameli ctpane. B nokiaane O.Il.bananoBckoro osuia
npejcraBjeHa pa6ora no ucnojab3oBanui0 buo6anka CeBepuoii EBpazuu 1 co3aanus papMakoreHeTHYECKHX KapT
KJII04eBbIX nonyJsinuii Poccun.

Konpepenuuio opranuzopana HanmoHanbHast acconpaniyst OM06aHKOB U crienuaincToB no onodankupoBanuio (HACBUO), coznanHas
B 2018 ropa c 1enbio pa3BUTHUS U MOICPKAHUS B3aUMOIeHCTBIS OM00aHKOB B Poccun. OHa Oblia IOCBSIIEeHa aKTyaJIbHBIM
npobJieMamM OMOAHKUPOBAHUS, O CBOEM OINBITE PACCKA3AIU POCCHICKUE U 3apyOeKHbIE CIIEUATUCTHI B 3TOR obact. OOCykaanach
POJIb OMOOAHKUPOBAHUS B PA3BUTHH COBPEMEHHOW MEIUIIMHBL, TIPOOJIeMa JIOKAIBHBIX U MEeXKTYHAPOIHBIX CTAHIAPTOB, B TOM YHCIIE
npo6GJieMa 6e30MacHOr0 XpaHeH!sI IaHHBIX B OM0OaHKaX, MPAKTHUKA MEX/IyHapOJHOTO COTPYAHNYECTBA.

B nokstagax OpuTH OTpaKeHBI MPAKTHYECKHME acHeKThl CO3[aHusl ceTh OMoOaHKoB B Poccru, B TOM 4mCIIe ONBIT CO3JaHKsI CETEBOM
UH(DpacTPyKTypbl OMOOAHKOB. BhICTYIIEHNS yYaCTHUKOB KOH(DEPEHIINH 3aTPOHYJIM TaKKe BO3ZMOXHOCTH Y NEPCHIEKTUBbI OMOOAHKOB
KJIETOK U TKaHed 11 OMOMEUIMHCKIX MCCIIeI0BAaHUIA, COBpEMEHHblE OMOMEINLIMHCKUE TEXHOJIOTHH, B TOM YUCJIe KPHOXPaHEeHHe,
BO3MOXHOCTH OMOOAQHKMPOBAHUS MaTepraa Uis OCJIeAyIoei OLIeHKH SKCIIPECCHU I€HOB U APYTUe BOIIPOCHL.

Hoxnan npod. PAH, 1.6.1. O.I1.BananoBckoro, npejacrapisioriero MHctutyT oomieii renetuku PAH, Menuko-reHeTuaeckui
HayuHbI 1eHTp u BrobGank CeBepHoit EBpa3uu, ObuT MOCBAIIEH BO3MOXKHOCTSIM UCIOJIB30BaHUs TOMYJISIIMOHHOTO OMOOaHKA st
OIIEHKH PaclpOCTPaHEHHOCTH MAaTOTeHHBIX U (papMaKOTeHEeTHUESCKH 3HAUMMBIX MYTAIM B KJTIOUEBBIX MOMYJIAINAX Poccru.

Pa3yunble 4acTOTH BCTpeUaeMOCTH TAKMX MYyTallUil B MOMYJIALMAX KOPEHHBIX HAPOAOB — 3TO OCHOBHOE MPEMATCTBUE HIMPOKOMY
BHEJIPEHUIO (hapMaKOTreHeTUYECKUX TECTOB U B KOHEUHOM CYeTe Mepexoy K MepcoHaNIn3upoBaHHoN MeaunuHe. B Poccun nposxkuBaer
MHO’KECTBO MOMYJISILMA, 1 MHOTHE U3 HUX T€HETHUYECKHU OTIINYAIOTCS APYT OT Jpyra OoJblile, 4eM, HapuMep, €BPOIIEHIIb OT HH/IYCOB.
[MTosToMy HEOOXOAUMO OXapaKTepU30BaTh M0 (hapMaKOTeHEHTHYECKUM MapKepaM eClIi He KaxyIo MOMYJIALHUIO, TO HaO0p KII0UYEBbIX
HOMYJISAIME (XOTS ObI IO OJTHOM M3 IPYIITBI OJIM3KOPOJICTBEHHbIX MOMYJISIHUR).

buotank Ceseproii EBpa3uu — 3T0 perno3utopuii 00pasLoB, NpeACTaBIIOMNX KOpeHHbIe Hapoabsl Poccuu 1 conpeiesibHBIX CTpaH, Ha
ceropsmHui aeHp B Hem 30 500 o6pasuo u3 300 nonysisiiuid. T 06pasiibl FTEHOTUIMPYIOTCS MO MIUPOKUM nanesnssM SNP
MapKepoB, B YHCJIe KOTOPHIX €CTh (DapMaKOIr€HETUIECKUE MapKEPHI.

C ucnionp3oBanmreM KoJutekimii bruodanka CeBepHoii EBpasun co3nan oObeIMHEHHBIA MaccB JaHHBIX 1o 45 SNP, Brirouatommii 3500
06pa31oB n3 50 nomyJsAmi, 1 NOCTpoeHsl 45 KapT 1o 4acrotaM (hapMaKoreHeTUYeCKMX MapKepoB B momyJsinusax Poceun.

[TnaHupyeTcst MpoI0KEHHUE UCCIIEOBAHMI: TIOMYJISIIMOHHBIN CKPUHUHT TeX (hapMaKOTeHETUUECKUX MapKEPOB, KOTOPhIE HE BXOJAT B
[IMPOKOT€HOMHbIE MTAaHEN; BbIsSBJIEHUE HOBBIX ajlIeJIel, XapaKTEPHBIX U1 POCCUICKUX MOIMYJISILIUIA, HA OCHOBE aHa/Iu3a MOJTHBIX
TeHOMOB U 9K30MOB; CO3/[aHME caiita ¢ 0a30i JaHHBIX U (hapMaKOTEeHETHUECKUM aTiiacoM Poccuu; aHaImM3 CoUueTaHnuil pasHbIX
MapKepOB " BBIAABJICHHE l'lOl'lyJ'[H]_II/[ﬁ C BbICOKOﬁ ‘]aCTOTOfI IF'€HOTHUIIOB, JAIOILIUX ((HeTl/Il'II/I‘{HI)IIjl» OTBET HA HeKOTOprC J'ICKapCTBeHHle
CpeJICcTBa.
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