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Bsepenne. Onenka 6e30macHOCTH HOBBIX TEXHOAOTHIT H BUAOB PabOT MMeeT CyIeCTBEHHOE 3HaYeH e IIPH PelleHIH BO-
IIPOCOB COXPAHEHHUS 3A0POBbS U MUHUMHU3ALIHH IPOPeCCHOHAABHBIX PHCKOB AASL PAOOTHHKOB Ha PEATIpUATHSIX. Paciupe-
HYe U MOAePHHU3ALUSI 6aHKOBCKOM CHCTeMbl B PoccHH 1 06CAY>KUBAIOIIHX ee BCIIOMOIATEABHBIX CTPYKTYP, TAKUX KaK XPaHHU-
AMIIA, 00YCAOBHAM AKTYAABHOCTb IHTHEHIYeCKOM OLIeHKH COBPeMEHHbIX IIPOLjeCCOB 00PabOTKH U YHHYTOXEHHUS ACHEKHBIX
Kymop. MeTOABI HCCAGAOBAHMS M Pe3yABTAThI. [UrieHnyecKas OIleHKa yKa3aHHbIX IIPOIECCOB IPOBOAMAACH Ha OCHOBE
aHaAM3a GaKTOPOB YCAOBHI TPYAQ, IPEACTABASIONIUX PUCK AASL BAOPOBbs pabOTHHKOB, B XpaHuAuie LenTpasbHOro 6anka
P®. ObpaboTka ACHEXHBIX KYIIOP B XpPaHUAHINE BKAIOYAET IIepecyeT UX Ha aBTOMATHYECKUX KOMIIAEKCAX IIPH IIOCTYIACHHU
Ha XpaHeHHe, B IepHOA XPaHeHHs B KAAAOBBIX IIeHHOCTeH, IIPH BhIAAYe U YHHYTOXEHUH. YHUYTOXEHHE KYTIIOP, TTOAAEKAIIHX
3aMeHe, GaABIIMBBIX HAM BETXHUX OCYIIECTBASETCS C IIOMOINBIO PE3ATEAbHON MAIIMHbBI U ITOCAEAYIOLIEr0 OPUKETHPOBAHUS
H3MeAbYeHHO Macchl. VIcCAeAOBAHMS [IOKA3aAH, YTO IIPH 00PabOTKe M YHHYITOKEHHH ACHEXHBIX KYIIOpP PAOOTHHKH MOA-
BEPTAIOTCS BO3ASHCTBHIO ITYMa, OTACABHBIX ITApPaMeTPOB MUKPOKAMMATA, @ TakKe paKTOPOB TPYAOBOTO mporiecca. IToBuI-
IIeHHble YPOBHH IIyMa OTMEYAAHCh IPU paboTe KOMIIAEKCOB IO MepecueTy AeHEeXHBIX KYIIOp B 3aAax mepecyera (Kaacc
3.1), a Takxe B OMeIeHHSX IIPH paboTe 060PYAOBAHHS IO YHHYTOXEHUIO LieHHOCTelt (kaace 3.2). ABTOMaTHYecKOe pe-
I'yAMpOBAaHHE MUKPOKAMMATA B 3aAAX IIepecyeTa He 00eCIIeYBAAO B HUX COOTBETCTBYIOIIe IUIHeHMIeCKIM TPebOBaHUIM
[apaMeTpbl CKOPOCTH ABIKEHHS U BAAXKHOCTH BO3AyXa. TpyA OCHOBHBIX PO(eCCHil, 3aHATHX 06pabOTKOM H YHIYTOXEHHU-
eM AEHEeXHBIX KYIIIOp XapaKTepU3yeTcs MOBbIIeHHOM TsokecTbio (kaacc 3.1-3.2) u HanpsbkenHocThIO (KAace 3.1). Qusnye-
CKHe Harpy3KH 00yCAOBAEHBI IIOAHATHEM 1 [IepeMelleHueM TsDKeCTel B BUAE YIIAKOBAHHBIX [IeHHbIX OyMar Ha IPOTsDKeHUN
paboueri CMeHbI, HAXOXKAEHHEM B II03e «CTOS>» 0e3 IpaBa U3MEHHTD ee Ha 103y «CHUASL>, A TAKKe NePEABIDKEHIEM II0 3aAY
32 CMeHy Ha PacCTOsHHe A0 6 KM. OMOIJHOHAABHbIE, HHTEAAEKTYAAbHbIE M CEHCOPHbIE HAIPY3KU Y PAOOTHUKOB CBS3AHBI C
0COOBIM XapaKTepPOM IpeAMeTa 06PabOTKHU, KAKUM SBASIOTCS. ACHEXHbIE KYIIOPHI, BHICOKOM CTEIIeHBI0 OTBETCTBEHHOCTH
[epCOHAAA [IPH UX COPTHPOBKE U BHIOPAKOBKE, IOBBIIIEHHBIMU TPeOOBAHUSAMHU K BHYTPEHHEMY PACIOPSAKY M PEXUMY Ha
npeanpusitun. MccaepoBanne Gpu3HOAOrHIeCKHX GYHKIIUI BBISIBLAO HeOAATONMPHSTHbIE N3MEHEHHS B $yHKIIMOHAABHOM CO-
CTOSIHHHU CePAEYHOI ¥ IJeHTPAABHON HePBHOI CHCTEMAX, a TAKXKe 3PUTEABHOM aHAAM3ATOPe Y PAOOTHHKOB B KOHIje CMEHBL.
3axalouenne. YCTaHOBAeHHbIe CIeljudpuueckue 0COOEHHOCTH COBPEMEHHBIX IPOLeCCOB 00PabOTKM M YHUUTOXEHHUS Ae-
HEeXXHBIX KYIIIOp II03BOAUAHU Pa3paboTaTh KOMIAEKC IIPOPHAAKTHYECKUX MEPOIPHATUI, HAIPABACHHBIX HA BOCCTAHOBACHIE
PaboTOCIIOCOOHOCTH ¥ CHSATHE HEPBHO-IMOLMOHAABHOTO HAIIPSDKEHHS y KACCHPOB M KOHTPOAEPOB, 4 TAKKe HA CHIDKEHHe
YPOBHS APYTHX BO3AEHCTBYIONUX Ha 3A0pOBbe (paKTOPOB PUCKA.
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Kak usBectno, Apkrideckas 30Ha PO (A3P®D) sBAsteTCSt pernOHOM 0cO6bIX HALMOHAABHBIX 9KOHOMHYECKUX H I€OTOAU-
Trdeckux npuopureTos. Oxoso 15% BBIT i 25% akcmopTa B HacTOsIee BpeMs 00eCreunBaeTcst ee SKOHOMUKOM H C YIeTOM
AQABHEHIIEr0 BOBACYEHIS B XO3SIMCTBEHHDIT 000POT OrPOMHBIX IIPUPOAHBIX PECYPCOB 9Ta AOAS OYAET HeyKAOHHO pacty. Yuc-
AeHHOCTD paboTatomjero Haceaenust B A3P® pocruraer 1 Man geaoBex. ITpu arom cBbiure 400 ThICSY paOOTHUKOB IIOCTOSIHHO
HAYL PETYASIPHO BBITOAHSIOT TPYAOBbIE OIlpALiH Ha OTKPBITHIX TEPPUTOPHUIX AHOO B HEOTAINIAMBAEMBIX IIPOU3BOACTBEHHBIX
IIOMeL[eHNSIX U TOPHBIX BHIPAOOTKAX, TA YPOBeHb IPOPECCHOHAABHOIO PUCKA B 3HAYUTEABHON CTEIIEHH ONPEACASETCS BO3-
AHCTBHEM OXAKAAIONIUX METEOPOAOTHYECKUX PaKTOPOB, HEPEAKO AOCTHTAIOIIMX KPUTUIECKHX 3HAYEHHH AAS TIOAACPIKAHISA
TETIAOBOTO COCTOSIHHS OPTaHM3MA B (U3MOAOTHYECKH IIPHEMAEMbIX TIpeAeAaX. MHOTOACTHHE MCCACAOBAHMS, IPOBEACHHbIE
LlenTpOM, ITIO3BOAMAM OTIPEACAMTH OCHOBHbIE 3AKOHOMEPHOCTH BO3HHKHOBEHMS, PACIIPOCTpAHeHU s, KAUHUYECKOTO TedeHUs 1
HapyLIeHU 3A0POBbs, CBSI3aHHBIX KaK HEIIOCPEACTBEHHO C XOAOAOBBIM CTPECCOM, TaK ¥ IIPH er0 COYETAHUH C APYTHUMHU BpPeA-
HBIMH IIPOM3BOACTBEHHBIMH $aKTOpPaMH. YCTAHOBAEHO, YTO IPO$ECCHOHAABHBIA XOAOAOBOI CTPeCC CIIOCOOEH CYIeCTBEHHO
MOAUGHIMPOBATh KaK TOKCHKOKHHETHKY, TaK M TOKCHKOAMHAMHKY MHOTHX HPOMBIIIACHHBIX SAOB, ACTIO3UIJHIO ad9PO30AeH B
OpPraHaX ABIXAHUS U ABIXATEABHBIX IyTSIX, YCYIyOASTh BPEAHOE AEFICTBHE AOKAABHOM BHOPAIIMK ¥ SKCTPaypPUKYASIPHbIE 3¢-
¢$eKTHI IyMa, OKa3bIBaTh BpeAHOEe BAUSHHUE Ha PEeNPOAYKTHBHbIE QYHKITMH H IICHXOIMOIMOHAABHOE COCTOSIHHE OPTaHH3Ma.
OcymecTBACHHDI COTPYAHHUKAMHU L]eHTpa KOMIIAEKC HAYYHBIX K MEAHIIMHCKUX MCCAEAOBAHMIT CPEAU PAOOTHHKOB, 3aHSTBIX
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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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