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TPAAMITMOHHBIME BUAAMU AESATEABHOCTH, IO3BOAUA BIIEpPBbIE YCTAHOBUTD, YTO UX TPYA CONIPSDKEH C BbICOKMM PUCKOM BO3HHK-
HOBEHHMS OCTPBIX M XPOHHYECKUX IPOeCCHOHAAbHBIX 3aboAeBanuil. Hanboaee pacrpocTpaHeHHO! [ATOAOTHEH y OA€HEBO-
AOB SIBASIOTCSI ITA€YEAOIIATOYHBIH IIePUAPTPO3 U AePOPMHUPYIOIINIL APTPO3 KOACHHBIX CYCTABOB, Y PAOOTHHMKOB, 3aHATHIX HA
PYHOI BhIAEAKE KOXKU M MeXa — apTPO3 CYCTaBOB KHMCTeH, OpPOHXMAABHAS ACTMA, ACPMATHT, & 3aHATHIX 00pabOTKOI PEIOHOTO
CBIPbS M MOPEIIPOAYKTOB — KOHTAKTHBIN AepMaTuT. [To pe3yAbTaTamM STHX HCCAGAOBAHHI Pa3paboTaHo 9 HOPMATHBHO-MeETO-
AMYECKHX AOKYMEHTOB Ha (eAePaAbHOM M PerMOHAABHOM YpoBHsX. HoBble TexHHYecKHe pelleHus IO KOAAGKTUBHON M MH-
AMBHAYaAbHOM 3aIiuTe pabOTHUKOB IIPH BO3AEHCTBHE BPEAHBIX GAKTOPOB B YCAOBUSIX XOAOAQ 3amuineHs! 4 mateHramu. ITo
aTOIt mpobAeMe coTpyaHHKaMH LleHTpa ormybankoBaHo 6oaee 150 Hay4HBIX pabOT B BEAYIIHX OTe4eCTBEHHBIX U 3aPyOeXKHBIX
XKypHaAax. AaabHeflne HccaepOBaHus L[eHTpa 1o pelneHHIO MpoOAeMbl 0becredeHnst 0e30IIaCHOCTH TPYAA M COXPaHEHHs
3AOPOBbsI pAaOOTHHKOB, 3aHATHIX B 9KOHOMUKe A3P®, 6yAyT HampaBAeHbI Ha Pa3pabOTKy METOAOAOTHH OLIEHKH MHAHBUAYAAD-
HBIX IPO{eCCHOHAABHBIX PHCKOB, OCHOBHBIX IPHHITUIIOB M PeKOMEHAALMIT [0 IPUMEHeHHI0 OMOMAPKEPOB B PACCACAOBAHUIX
U MEAMIIMHCKUX 9KCIIEPTH3aX IIpU paboTe Ha XOAOAE.
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IleAb — cO3pQHNE CKPHHUHIOBOM TeCT-CHCTEMBI HA OCHOBE TEXHOAOTHH CeKBEHHPOBAHMs HOBOro nokoaenus (NGS) aas
BBUSIBAGHHS T€HETHIECKOH IPeAPACIIOAOKEHHOCTH K MPOYeCCHOHAABHO 3HAYMMBIM OOAE3HSIM CHCTeMbI KPOBOOOpaIjeH s
(BCK) y paboTHHKOB IpOdeccuil, CBA3aHHBIX ¢ 6e30MacHOCTbI0 ABkeHus. MeToabl. Co3paHme co6CTBeHHOMN 6a3bl AAHHBIX
renernyeckux mapkepos (M) BCK, akTyaAusnpoBaHHOIt B KOHTeKcTe G0Ae3Hell, CBS3aHHBIX ¢ podeccuell, MPOBOAMAU IO
oTkpbIThIM AaHHBIM GWAS-catalog, SNPedia, LOVD, OMIM, PharmGKB, ClinVar, UMLS. BeimoaseHa py4Hast mpoBepKa 1
¢uasrparus obHapyxenusix 'M. B xadecTBe 6a30B0it TexHOAOrMM reHOTUNHPOBaHus paspaboran Habop PHK-30HA0B pAst
I1eAeBOr0 00OTaleHNs 3aAAHHBIX TEHOMHBIX AOKYCOB C mocaeayiomuM NGS-cekBeHUpOBaHHEM T€HOMHBIX OHOAHOTEK, H3r0-
toBaenHslit AgilentTechnologies Texnoaorueit insitu medarin oAMroHykaeoTHAOB Ha crekae OLS. CexkBeHnpoBaHue mpoBo-
Auaocs Ha maardpopme IlluminaNextSeq 500. PazpaboranHoe mporpaMMHOe OfecriedeHre BKAIOYAeT MOAYAR pacyeTa PUCKOB
BCK Ha ocHOBE CO3AAHHBIX MATeMATUYECKUX MOACACH ¥ OPMUPOBAHHS KAMHUYECKOTO OTYETA C PeKOMEHAAIMSAMHE AAS Bpava.
Pesyasrarsr. ChopmupoBaHa 6a3a AAHHBIX T€HOMHBIX BAPHALHIL, ACCOLMUPOBAHHBIX ¢ podeccuonasbHo sHaunMbiMu BCK,
rae KaxaoMy I'M 3apaH YCAOBHBIN BeC, OTPAXKAIOIINI €ro BKAAA B PA3BUTHE OOAE3HH, CTEIIeHb AOBEPHS K HEMY, [I0Ad H T. A.
Vicxops 13 Hee, pa3paboTaHa MaTeMaTHYECKAS MOAEAD AASL PACUeTa PHUCKA IIATOAOTHH IT0 HHAUBHAYAABHBIM FeHOMHBIM AAHHBIM
C COOAIOACHHEM IIPABHA «T€HOMHON aAre6psi». OTpaboTraHa ciCTeMa IPOOOIOATOTOBKY FeHOMHBIX GMOAMOTEK, BKAIOYAS CTa-
AMIO LieAeBOTo oborameHus mocpeacTsoM rubpuausanun ¢ PHK-30HAaMu B pacTBope aast mocaeayromero NGS. B xoae mep-
BUYHBIX UCTIbITaHUI Ha 12 manuenTax ¢ BCK npoBepeHa pab0TOCIOCOOHOCTD TeCT-CHCTEMBI, TOAYI€HbI KAMHUYECKHE OTIETHI
IO PUCKAM Pa3BUTHS NATOAOTHIL. 3HaueHue on-target (CreLUGUIHOCTD 06OraIIeHNs [jeAeBHIMU PErHOHAMHU) COCTABUA0>89%
AAs Bcex 00pasrioB. 3akAroueHHne. Pe3yAbraTsl IepBUYHBIX HCIIBITAHUI Pa3pabOTAHHOM [leAeBOM CKPHHUHIOBOII TeCT-CUCTEMBI
reHoTHIMpoBaHus Ha ocHoBe NGS ¢ mpumeHenueM 6a3pl AaHHbIX ['M OATBEPXAAIOT BO3SMOXKHOCTD ee IIPUMEHEHHS AASL BbI-
SIBA€HHSI TeHETHYECKOM IIPEAPACIIOAOKEHHOCTH K podeccroHabHo 3HauuMbiM BCK y paboTHIKOB Ipodeccui, CBS3aHHBIX
¢ 6€30IACHOCTBIO ABIKEHHSL.
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