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WUCKYCCTBEHHBIN UHTENANEKT U BONbLUUE AAHHBIE B JMATHOCTUKE PEKUX
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AHHoOTaumA. PegKkne 3aboneBaHus, NpeacTaBAsOWME 3HAYUTENIbHYIO NPO6aEMY M3-3a KX
HU3KOWM PaCNpPOCTPAHEHHOCTU U CNOXHbIX AMArHOCTUYECKUX MNyTel, Tenepb MOryT 6biTb
AMarHocTMpoBaHbl ToyHee KW bbicTpee 6Gnarogapa TexHo/OrMAM 006paboTKn 6onbLIMX
OAHHbIX W WUCKYCCTBEHHOTO WHTENNEKTa. ITU MHHOBALMOHHbIE MNOAXOAbl MNO3BONAKT
aHa/IN3MPOBATb MaCcCUBbI MHGOPMALMU U BbIABAATb 3aKOHOMEPHOCTU, KOTOpble paHee bbian
He3aMeTHbl, COKpallias Bpems A0 MOCTaHOBKM AMarHo3a M OTKpbiBas NyTb K 6bonee
addeKTMBHOMY NeyeHunto. B paboTe npuBeaeH aHanU3 CyLLECTBYOWMX PELLEeHUIA U HAayYHbIX
cTatelt B cdepe NPUMEHEHUA UCKYCCTBEHHOIO MHTE/NNIEKTA M MeTOA0B aHanu3a 60nblnx
OaHHbIX B chepe AMAarHOCTUKM U NedyeHns peakmx 3aboneBaHmin. TaKKe paccMaTpUBatOTCS
NepcrnekTUBbl Pa3BUTUSA MNPUMEHEHMA TAKOro NoAxo4a B PA3/IMYHbIX HanpaBAeHUAX
nccneaoBaHu.

KnioueBble cnosa: peaxkue 3360ﬂeBaHVIH; MCKyCCTBeHHbIVI MHTENNEKT, 6onblwmne AaHHbIE,
dHa/In3 reHoma,; AnarHoCTtuKa.

BBEJEHUE

Penxue 3a0oneBaHus, MOpaXkaloollUe CpPaBHUTEIbHO HEOONIbIIOE KOJUYECTBO JIIOJIEH,
MIPEJCTABISAIOT COOON Cepbe3HBIN BBI30B /ISl COBPEMEHHOM MEIUIMHBI. VX JUarHOCTHKA 3a4acTylo
COIpsKEHA C JOJITMMHU TOJlaMU TOMCKOB, CKMTaHHEM II0 BpadyaM M, K COXaJEHUIO, HEPEIKUMH
omuOkamu. IlpuunHa ToMy — pa3HOOOpasHe CHMOTOMOB, HECHEUM(DUUHOCTH MPOSBICHUN W,
rJlaBHOE, OaHalbHAsl PEAKOCTh caMuX OoJie3HEH, KOoTopasi 3aTpyJHsET HaKOIJIEHUE HEO0OXO0AUMOro
omnbiTa y Bpayei. OJJHAKO CTPEMUTENILHOE pa3BUTHE TEXHOJIOTMHA 00pabOTKHM OONBIIMX JAHHBIX U
uckycctBeHHoro uHtesekta (M) oTkpeiBaeT HOBYIO 3py B JAMAarHOCTUKE PEIKHUX 3a00JeBaHMI.
Crnocobnocts MM aHanu3upoBaTh OrPOMHBIE MACCHUBBI Pa3HOPOJHOW HHpopManmuu — OT
TEeHETUYECKUX JAHHBIX M MEIULUHCKUX H300paKeHHH /10 TEKCTOBBIX 3alKCed U pe3yslbTaToB
aHAJIM30B — TO3BOJISIET BBIABIATH TOHKHME 3aKOHOMEPHOCTH M CIJIOKHBIE B3aHMMOCBSI3U, KOTOPBIE
YCKOJIB3aI0T OT Y€JIOBEYECKOT0 BHUMAaHMS. DTH MHHOBAIIMOHHBIE MOJXO0/IbI HE TOJIBKO COKpAIllaloT
BpeMs, He00X0AUMOe JIJIsl TOCTAHOBKU JUAarHo3a, HO M MOBBIIIAIOT €r0 TOYHOCTb, OTKPhIBAs MMyTh K
oonee >(hPeKTUBHOMY JIEYCHHIO U, B KOHEYHOM HTOTE, YIYUIICHHIO KadecTBa KU3HH JIIOJCH,
CTpa/IaloLINX OT 3TUX HEBHJIUMBIX HeIyroB. B naHHOI cTaThe MBI paccMOTpUM, Kak uMenHo U u
METO/]Ibl aHAJIM3a OOJBIIMX JTAHHBIX TPAHC(POPMUPYIOT IUArHOCTUKY PEAKUX 3a00J€BaHUN U Kakue
MEPCHEKTUBBI ATO OTKPHIBAET AJIst OyAyIIero MeJUIMHBI.
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PEJKHE 3ABOJIEBAHUSA

Penxue (opdannsie) 3aboneBaHus — 3TO TpylNa IMaTOJOTHHA, XapaKTEpU3YIOMIUXCS HU3KON
pacipoCTpaHEHHOCThIO KaKJIO0M KOHKpETHOW 0oje3Hu B oOmied nomyssiuu. ObIee KOJIUYECTBO
Takux 3aboneBanuii gocturaer 7000 [1], mpu 5TOM OHHU MPOSBISIOTCS MHOXXECTBOM Pa3HBIX
CUMIITOMOB, BapbUPYIOUINXCS J1aXKe MEX]ly HallMeHTaMH C OJTHUM U TeM ke TuarnozoM. Hecmotps
Ha WHAMBHUIYAJIbHYIO PEIKOCTh KAXAOTO 3a00JeBaHMSA, B CyMME OHHM 3aTPardBalOT COTHHU ThICSY
moneid mo BceMy Mupy. Kpurepuu oTHeceHus 3a0ojieBaHM K penkuM paznudarotcsa: B EC
pacnpocTpaHEHUE CUUTACTCS PEIKUM, €Clii OHO He mpeBbimaer 1 cimydas Ha 2000 udenoBek, a B
Poccuu — He 6omnee 10 cimygaes Ha 100 000 Hacenenus. bonpImas 4acTh 3THX 3a00JICBaHUN SBIISIOTCS
TE€HETUYECKUMU.

[TpoGiema peaxux 3a00jieBaHU HOCUT MOUCTHUHE INI00ANIbHBIN XapaKTep, 3aTparuBas MUJUTHOHBI
*u3Hed 1o BceMy mupy. Oxono 30 muumonoB uenoBek B CHIA u EBpone XuBYT ¢ peaxumu
3a00JIeBaHUSAMH, a 00Illee KOJIUYECTBO CTPAJAIONINX OT HUX IO BCEMY MHPY JIOCTHraeT MPUMEPHO
350 mumnonoB [1]. 'enernyeckas npupoza J€KUT B oCHOBE OosblimHCTBA (0koj0 80 %) 3THX
HEIYTOB, Jlelasi UX CIyTHHKaMH 4YeJOBeKa Ha MPOTsSHKeHHH Bcell »ku3Hu. K cokanenuto, ocobo
yS3BUMBI JIETH: MOJOBUHA MAMEHTOB — 3TO €T, U 30 % U3 HUX HE JOXKUBAIOT J0 ISITUIIECTHETO
Bo3pacta. bonee Toro, penkue 3a0oneBaHUsl CTAHOBITCS MPUYMHON 35 % cMmepTell B MepBbIi rox
xu3Hu. [IpuMedarenbHO, 4YTO 3HAUMTENbHAs 4YacTh mnanueHToB (okoio 80 %) crpamaer ot
CPaBHUTEIBHO HEOOJIBIIOTO YKCIa 3TUX OoJsie3Hell — okoso 350. Menununaa Bce emie OeccuiibHa
MPOTUB OOJBIIMHCTBA HM3 HHUX, Belb At 95 % penkux 3a0oneBaHUN HET OJ0OPEHHOIO
JICKApCTBEHHOTO JICYECHUsS. 3a TepBble 25 JeT NeHCTBUS 3aKOHa O JIEKapCTBaxX Ml OpQaHHBIX
3a0oneBanuil ObLI0 0m00peHo Bcero 326 HOBBIX mpemapaToB. Okono 6 % oOpamieHuii B
CTeIUANM3UPOBAHHBIA HH()OPMAITMOHHBIN IEHTpP CBSI3aHBl C HEIMArHOCTUPOBAHHBIMH CITy4asiMH, a
MPUMEPHO TMOJOBHHA pPEOKUX OO0Je3Hell He HMeeT CBOoel crenupuyeckoil MOANEPKKH WU
UCCIIeIOBaHMH. OTH (HaKThl TMMOJAYEPKUBAIOT CEPHE3HOCTh NPOOJIEMBI PEOKUX 3a00JeBaHUN U
HE00XO0IUMOCTD JIaTbHEHIIINX UCCIEAOBAHUN U pa3pabOTOK ISl YIYUIICHUS TUarHOCTUKU U JICYCHUS
9TUX HEIYTOB.

Jlis malMeHToB ¢ peKUMHU 3a00JI€BaHUSAMU TMEPBBIM U CaMbIM CEPhE3HBIM BBI30BOM SIBIISETCS
Ja)ke OCO3HaHME Hanuuus 0osne3Hu. OT MOSBIEHUS MEPBBIX CUMIITOMOB JI0 MOCTAHOBKH JTMarHo3a
(Tak Ha3pIBaeMas JMarHOCTHUYECKas 3a/1ep’KKa) 4acTo MPOXOAUT OT MATH J10 ceMu JieT [2]. B Teuenue
ATOr0 BPEMEHM IMALMEHThl MPOXOJAT CIIOXKHBIM MyTh, 0Opamiasch K MHOIOYHMCIEHHBIM BpadyaM U
CTAJIKUBAsICh C CEpUeM IMAarHOCTUYECKUX NpOLENYyp, MpexIe ueM OyAeT yCTaHOBJIEH TOYHBIH
nuarHo3. B monoBuHe ciayyaeB OHM MOCEIIAI0T HE MEHEE ISITH CIELUAINCTOB U MOIYy4atoT XOTs Obl
OJUMH OIIMOOYHBIM AuarHo3. B cpenHem mamueHTaM ¢ peakuMHu 3a00J€BaHUSIMU CTaBAT TPHU
HEBEPHBIX AMArHO3a, YTO MOKET IPUBECTH K HEMTPABUILHOMY JICUEHUIO U CEPhE3HBIM IIOCIIEACTBUSIM.

INPUMEHEHHNE UCKYCCTBEHHOI'O UHTEJIJIEKTA

JIvie HEeJaBHO YYEHBIMHM ObIJIO OOBSIBIEHO O IMOJHOM CEKBEHHMPOBAHWM T€HOMa YeJIOBEKa.
PeBouronus B TEXHOJIOTHSX CEKBEHUPOBAHMSI FT€HOMA MPUBETIA K CyIIECTBEHHOMY IPOPHIBY B HaIlIeM
MOHMMaHUM OMOJOTMH M JMAarHOCTHKH, OCOOEHHO pelnkux 3abosieBaHuil. briaronaps nosiBieHuto
BBICOKOITPOU3BOJIUTENBHBIX CEKBEHATOpoB, Takux Kak I[llumina u PacBio, mpouecc nomyuenus
TeHOMHBIX JAaHHBIX CTall ropas3zio OblcTpee M JoCTynHee. Tenepb CeKBEHUPOBAHUE LIEI0r0 reHoMa
MO>KHO BBITIOJIHUTH 32 OTHOCUTEIIBHO KOPOTKOE BPEMS M C MEHBUIMMH 3aTpaTaMH, YTO OTKPHIBAET
HOBBIE TEPCHEKTUBBI [UIsI HAy4YHBIX MCCIENOBAHUNM M KIMHMYECKOTO IPUMEHEHHS. OTH
TEXHOJIOTUYECKHE JOCTM)KEHUS TO3BOJWIM YBEJIWYUTh TOYHOCTh M anuHy mnpourenus JHK,
MIPOBOJIUTH CEKBEHUPOBAHHE OTACIbHBIX KJIETOK M N3y4aTh SIUT€HOM, YTO paHee ObLJIO 3aTPyIHEHO.
OpaHako 3TH MPOPBIBBI MPHUBENIN K MOSBIEHUIO OIPOMHBIX MAacCUBOB JIAHHBIX, TPEOYIOIIHUX HOBBIX
MOAXOJ0B K aHalIM3y. B 3TUX yCIOBUSAX HMCKYCCTBEHHBI HMHTEIUIEKT CTAaHOBUTCS KIIHOYEBBIM
MHCTPYMEHTOM, MPEAOCTABISISI BO3MOKHOCTH sl 3((eKTUBHOW 00pabOTKM M UHTEpIpeTalun
TeHOMHBIX JaHHbIX. 1M, ncnonb3ys MeTo/ bl MalllMHHOTO U TTyOOKOT0 00Y4YeHUs, MOXKET BBISIBIISITh
MaTOT€HHbIE MYTallMH, MpeAcKa3blBaTh pa3BUTHE OO0JIe3HEH HAa OCHOBE IN€HOTHWIIA, AaHAJTU3UPOBATH
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TCHOMHBIE JJaHHBIE B COYETAaHUH C IPYTUMHU THIIaMU MH(POPMALIUH, OTKPHIBATh HOBBIC T€HBI U MYTH,
CBSI3aHHBIE C 3a00J€BaHUSIMHU, M aBTOMATU3HUPOBATH IPOILIECCHl aHAIN3a, OCBOOOXKIAas pPecypchbl
YUEHBIX.

HcKycCTBEHHBIM MHTEIUIEKT CTAHOBUTCS MOLIHBIM HHCTPYMEHTOM, [pPEIararoliuM psij
3HAYUTENIbHBIX IPEUMYILIECTB B JUATHOCTHKE.

AHanmu3 CIIOKHBIX TE€HETHMYECKUX JaHHbIX. CEKBEHUPOBAaHUE TE€HOMA, HCIOJIb3yeMOEe [UIs
BBISIBIICHHUS] MYyTallMii, CO31aeT OrpOMHbIE 00beMbl JaHHbIX. VM, B 4aCTHOCTH METO/bI MAIIMHHOTO
o0y4eHwus1, crmocoOHbI OBICTPO U A(DPEKTUBHO 00pabaThHIBaTh 3TH MACCUBBI, BBISBIISAS JTaKE CaMbIC
HE3HAYUTEIIbHBIE U3MEHEHHS, KOTOpbIe MOTYT OBITh CBSI3aHBI C PeIKUM 3aboieBaHHEeM. YeloBek,
aHAJIM3HUPYS TaKUe JaHHbIE, MOKET YIYCTUTh BaXKHbIE JeTallu. | eHeThuueckue 3a00aeBaHms, TaKKe
Ha3bIBa€Mble MOHOI'€HHBIMHU, BO3HUKAIOT MU3-3a HApYLIEHUI B CTPYKType reHoma. [Ipumepom moxer
CIIy’KHTb TaJlakTO3eMusl, Korja GepMeHThI, IpeoOpa3yoliie MOJIOYHBIHN caxap B IIIOK03Y, paboTaloT
HEJ0CTaTOYHO 3P PEKTUBHO. Y CTAHOBIICHO, YTO Ae(PEKTHBIN I'eH, BRI3BIBAIOIINN 3200 I€BaHHE, MOKET
nepenaBaTbCs OT OJHOTO WJIM OOOUX DPOAUTENEH, BIMsIsl Ha CTENEHb AKTUBHOCTU (DepMEHTOB.
CyliecTBYIOT pelieHus, UCTONIB3YIoIue HelipoHHbie cetu s aHanusa JIHK nns nuarnoctuku
Takux 3a0osieBaHui, kKak Oone3nb ['entunrrona [3] u remodunus [4]. Taxxke cyniecTByOT
HCCIIEIOBaHMs, CBSI3aHHBIE C TNPUMEHEHUEM aJIFOPUTMOB MAIIMHHOTO OOy4YeHUS Ha OCHOBE
CIy4ailHOTO Jieca /ISl TUArHOCTUKU MPHOPUTETHBIX T€HOB MOHOT€HHBIX 3a0osieBanuii [5, 6].

®enorunupoBanue. JluarHoctuka peakux 3a00J€BaHUM 3a4yacTylO0 IPEACTaBIsSET CoOOM
CIIOKHYIO 3a/1auy, MOCKOJIbKY CHMIITOMBI MOTYT OBITh pPa3HOOOPa3HBIMU, HECHEHU(PUUYHBIMU U
BapbUPOBATHCS OT NAlMEHTa K TMalueHTy. B 1aHHOM KOHTEKCTe (EHOTHIHMPOBAHUE, TO €CTh
mopoOHOE OMUCaHUE KIMHUYECKUX MPOSIBICHUI 3a00JeBaHUS W JUArHOCTHKA 3a00JieBaHUN Ha
OCHOBE (PEHOTUIIMYECKOTO OMNHMCAHUS, HUIPACT KIIOUYEBYI poJib. TpaguLMOHHBIA MOJIXOJ K
(dbeHoTUNUPOBaHUIO TpeOyeT 3HAYUTENbHBIX YCUIUH CO CTOPOHBI Bpaueid U MOXKET ObITh
CcyObeKTUBHBIM.  OJHAKO UCKYCCTBEHHBI  HMHTEIUIEKT  IpeIlaracT HOBBIE  BO3MOXKHOCTH
JUISL aBTOMATU3UPOBAHHOTO U OOBEKTUBHOTO (PEHOTHUMHPOBAHUS, YTO 3HAYUTEIBHO YCKOpSET U
yIIydIlIaeT JUarHOCTUKY peaKuX 3a0oseBanuid. [{ins nuarnoctrku 3a6oeBaHui Ha OCHOBE (PeHOTHUIIA
UCHOJB3YIOTCA METOABI 00pabOTKH HM300pa’keHHH MOCPEJACTBOM CBEPTOUYHBIX HEHPOHHBIX CETEH.
CymiecTBYIOT pelieHus, aHATU3UPYIOIINE 300pakeHus Jiniia [7, 8] a Takxke KOXKHBIX MMOKPOBOB [9]
JUI TMATHOCTUKU PEAKUX FeHeThdyeckux 3aboneBanuil. Hanbomnee TpaauLMOHHBIA TOAXO0 31€Ch —
pacrno3HaBaHHe pa3IMYHbIX NATOJOTHYECKUX MpU3HaKoB Ha cHUMKkax MPT [10].

HcKycCTBEHHBIN WHTEIUIEKT CTAHOBHUTCS MOIIHBIM COIO3HMKOM B 0OppOe ¢ peakumu
3a00JIeBaHUSAMH, OCOOCHHO B 00JacTH pPa3padOTKM HOBBIX JIEKAPCTBEHHBIX IIperaparos.
TpaguIMOHHBIN MpoLEecC CO31aHus JIEKAPCTB — ATO JOJITUH, TOPOTOCTOSALINN U TPYAOEMKUN IYTh,
HOo MU obemaer cymiecTBEHHO YCKOpUTh ero. MI-anropuTMbl MOTYT aHAJIM3UPOBAaTh OIPOMHBIE
00BbEMBI OMOJIOTMYECKHX IaHHBIX, BKJIIOYasi TEHOMHBIE, IPOTEOMHbIE U METa00JIOMHBIE JaHHbBIE, [
BBISIBJICHUS] TOTEHLUHUAIBHBIX MUIIEHEH JUIsl JeKapcTB M Mpeacka3zaHuss uUX 3((EeKTUBHOCTH U
TokcuyHoctu. MM MokeT aBTOMAaTH3MpOBAaTh MPOLECCHl CKPUHUHTA MOJIEKYJ, MOJEIUpPOBATh
B3aMMO/ICHCTBHE JIEKAPCTB C OMOJIOTMYECKUMHU MUIIEHSIMH U JTaXKe pa3padaTbIBaTh HOBbIE MOJIEKYJIbI
¢ 3a7aHHbIMU cBoiicTBaMu [11-13]. 3To MO3BOMSIET CYNIECTBEHHO COKPATUTh BPEMS U 3aTpaThl Ha
JOKIMHUYECKUX U KIMHUYECKUX dTarlax MCCIEI0BaHHM, Jnenas pa3paboTKy JIEKapCcTB JUIS PEAKHX
3a0osieBaHui OoJsiee OCYIIECTBUMOM M MpubOIMKas MOMEHT, Korjaa 3¢deKTUBHAs Tepanus CTaHeT
PEAIbHOCTBIO AJI1 MHOTUX MAlMEHTOB, CTPAJAIOIINX OT 3TUX HEBUIUMBIX HEIYTOB.

Bc€ Gosbiie METUIIMHCKUX YUPEXKIACHUN OCHAImaeTcss eauHor Oazoi maHHBIX. OOmas 0asa
JAHHBIX TO3BOJISET dKOHOMHUTH BPEMs MEIUIIMHCKUX CIELHUAINCTOB U MALIUEHTOB B IIOCTAHOBKE
nuarao3oB [14]. IlonoOHas TeHAeHIKS CIOCOOCTBYET pa3BUTHIO BHYTPEHHUX CUCTEM MEIUITMHCKUX
YUpeXAeHUH U TOHCKY 3()()EKTUBHBIX MOJIXOAOB K aHAIW3y IaHHBIX, MO3BOJISIOIIUX IMOMOYb
JOKTOpaM B TOCTaHOBKE JUarHo3a M MOA0Ope Tepamuu. DTO IMO3BOJISIET MPUMEHSATh MOAXOJ,
OCHOBAHHBII Ha aHAIKM3€ OOJBIIUX AaHHBIX [15].

WuTerpanus reHeTHUeCKUX JaHHBIX ¢ KiIMHUYecKoil nudopmanueit. UM ciocoGen o6bequHATh
TEHETUYECKUE JTAHHBIE MAIMEHTA C €70 KIMHUYECKUMHU MTPOSIBIIEHUSAMU (CUMITOMAMH, pE3yJIbTaTaMu
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aHAIIM30B, H300PKEHUSAMH). ITO TIO3BOJISET 0OJIee TOUHO ONMPEACTUTH, SBISCTCS JIM TeHETUYEeCKast
MyTalusi NPUYMHONW KOHKPETHOro 3a00jeBaHMs, M HCKIIOYHUTH JIPYTHE BO3MOKHBIE JMATHO3BI.
HccnenoBaTeny aKTUBHO M3y4YalOT BO3MOXKHOCTh OOBEAMHEHHS pPAa3JIMYHBIX THUIIOB JaHHBIX
(reHeTMYeCKHX, KIMHUYECKHX, M300paXeHW U T.[.) AN co3faHusl Oosiee MONHBIX M TOYHBIX
¢denorunnueckux mnpodmiei ¢ nomompio MU. PaccMmarpuBaroTcss MOAXOABI K HCIIOJIB30BAHHIO
HEHPOHHBIX ceTell Ui (EHOTUNMHUPOBAHMS HA OCHOBE OOBEIWHEHUS TEeHETHMYECKUX ITaHHBIX U
KJIIMHUYECKUX MPOSIBJICHUM.

NLP-anropuT™Mbl MOTYT H3BJIEKaThb WHOOpPMAIMIO O CHUMITOMAaX M HCTOpPHH OOJIE3HU W3
HECTPYKTYpPUPOBAHHBIX MEIUUMHCKUX 3alUCEH, YTO TMO3BOJSET CO3/1aBaTh KOMILIEKCHBIE
¢dbenorunuueckue npoduian mnauueHToB. MccienoBaHus JEMOHCTPUPYIOT, KaK HCIOJIb30BaHUE
rIyOOKOro oOydeHWss Ha TEKCTOBBIX JaHHBIX M3 MEIUIMHCKHX 3allUCeil MOXET IOMOYb B
JTUArHOCTHUKE PENKUX 3a001eBaHN, OPUCHTUPYSICh HA (PEHOTUITUYECKUE MTPposiBIeHU [16].

Knuanyeckue nccieoBaHus UTPAlOT BAKHEHIIYIO POJIb B pa3pabOoTKE HOBBIX METOJIOB JICUCHUS
peakux 3a0ojieBaHUM, OJHAKO OJHOW U3 THaBHBIX MpoOJeM ABIsAETCS HAOOp JOCTATOYHOIO
KOJIMYeCTBAa TMAalMEeHTOB. PeakocTs camux 3a0oieBaHWii, HX pa3HooOpasue W  YacTo
Hecneu(pUIHOCTh CHMITOMOB YCJIOXKHSIOT MMOMCK U UICHTU(DUKALIMIO TOTEHI[HAIBHBIX YYaCTHUKOB.
WckyccTBEeHHBI MHTEUIEKT TNPEUIaraéT MHHOBALIMOHHBIE pEIICHUs JJs IPEOJOJEeHUS ATHX
TpyaHocrei [17]. UM-anroputMbl ciocoOHBI aHATM3UPOBATH OTPOMHBIE MACCHUBBI IAaHHBIX, BKITIOYAS
NEKTPOHHBbIE MEIUIMHCKUE KapThl, TNEHETUYECKHUE JlaHHbIE, pe3y/ibTaThl aHAJIMW30B M JaxKe
nH(OPMALIMI0O M3 COIMANBHBIX CETEH, AJs BBIABICHHUS MAIMEHTOB C TMOJO3PEHHEM Ha peAKue
3a00JIeBaHUs, KOTOPHIE paHee MOTJIHM OCTaBaThCs He3aMedeHHBIMH. MM MOXeT aBTOMaTHUYECKH
COIOCTABJIATH KJIMHHUYECKUE MPOSIBICHUS C U3BECTHBIMU (DEHOTHIIAMU PEIKUX 3a00JIeBaHUM, a TAKKe
BBISIBJISITH HOBBIE, HEOIIMCAHHBIE PAHEE CUHAPOMBI. DTO MO3BOJISET 3HAYUTEIBHO YCKOPUTD MIPOLIECC
UICHTU()UKAIUN ¥ PEKPYTUHTA MAllMEHTOB JJIs KIMHUYECKUX UCCIIEeIOBaHU, YTO, B CBOIO OUepeib,
npUOIMKAET MOMEHT, KOTIa HOBBIC, 3(p(PEKTHBHBIE METO/IBI JICUCHHS CTAHYT JOCTYITHBI JIJISl JIFOJICH,
CTPAJaOIINX OT 3TUX HEBUJIUMBIX HETYTOB.

AHanmM3 reHoma SBJISETCS MOIIHBIM HHCTPYMEHTOM B JMArHOCTUKE PEIKUX 3a00JIeBaHUM,
MHOT'ME U3 KOTOPBIX UMEIOT T€HETUUECKYIO MpUpoy. OJHAKO MHTEPHpPETALUsl TEHOMHBIX JIaHHBIX,
O0COOEHHO TpPU TIOWCKE PEIKUX MYTaIlui, SIBISETCS CIOXKHOM M TpyloeMKoW 3amayeit. MimeHHO
3neck UM OTKphIBaeT HOBbIE TOPU3OHTHI, TMpeanaras OechpeleqeHTHbIE BO3MOXKHOCTH IS
YCKOPEHUS 1 TTOBBIIICHUS] TOYHOCTH JIMarHOCTHKH.

HEPCIHHEKTHUBBI PA3BUTUA U ITPOBJIEMbBI IPUMEHEHUWA MU B IOJTHOI'EHOMHOM
CEKBEHUPOBAHMM JIUISI IMATHOCTUKH PEJKHUX 3ABOJIEBAHUM

[Tomrnorenomuoe  cexkBeHupoBanue (WGS) mnpenmoctaBisier  OecrpereeHTHbI  00beM
TeHEeTUYeCKOM HH(popMalMM, HO €ro WHTEepHpeTanus i JAUArHOCTUKHM DPEIKUX 3a0oJeBaHMN
OCTaeTCsl CJIOXKHOM 3anmayeil. BHeIpeHne MCKyCCTBEHHOTO WHTEJIEKTa B ATOT Mpollecc obOeriaer
PEBOJTIOIMOHU3UPOBATh AMATHOCTHKY, MpeJyiarast HOBbIE BO3MOKHOCTH, HO M CTAaBUT PSJI CEPbE3HBIX
pooJieM.

[lepcoHanu3upoBaHHass WHTEpHpETalMs TeHETUYEeCKUX BapuaHToB. UM MoXkeT yduThIBaTh
WH/IMBUyaTbHbIE OCOOCHHOCTH Ka)KIOTO IMAIlMEHTa, TAKKE KaK ero KIIMHUYECKast KapTHHA, CeMeWHas
UCTOpUS U STHHUYECKas NPUHAUIEKHOCTb, YTOOBI OoJiee TOYHO HHTEPHPETHPOBATH 3HAYCHHE
TCHETHYECKUX BapHAHTOB. JTO TO3BOJIHT M30€KaTh HEMPABMIIBHOW WHTEPIPETAIIH TeHETHIECKUX
JAHHBIX ¥ MOBBICUT TOYHOCTH TUATHOCTUKH.

WuTerparnus My IbTHOMUKCHBIX AaHHBIX. B Oynymem MU cmosxer unTerpupoBath 1aHHble WGS
C IPYTMMH OMHUKCHBIMH JIaHHBIMH (TPaHCKPUIITOMHKA, IPOTEOMHUKA, METa0OJIOMUKA) JIJIs1 CO3/IaHHSI
0oJs1ee MOTHON KapTHUHBI OMOJOTHYECKUX MPOLIECCOB, CBSI3aHHBIX C PEIKUMHU 3a00JIEBaHUSIMU. DTO
MIOMOJXKET JIydllle MOHATH MaToreHe3 3aboseBaHuil W pa3paboraTh Oonee 3(P(HEeKTUBHBIE METOJbI
JICUYEHUS.

VYckopenue pazpaboTku jgekapcTs. UM MoxxeT momMoub B pa3pabOTKe HOBBIX METOJIOB JICUCHHUS,
OCHOBaHHBIX Ha JaHHBIX WGS U MO3BOJSIONINX CO3/1aBaTh NEPCOHAIN3UPOBAHHbBIE JIEKAPCTBEHHbIE
Ipernaparsl, HaleJIeHHble Ha KOHKPETHBIE T'€HeTHUYeCKHe HapylleHHs. MeToabl MpOeKTHPOBAHUS
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OEIKOB C KOHKPETHBIMH CBOMCTBAMHU C TOMOIIBIO METOJIOB HMCKYCCTBEHHOTO WHTEIJICKTa OBLIN
ucronb3oBanbl B nepuon mnaHgemuu COVID, uro maer Hajekay Ha OajdbHEWIEee pa3BUTHE
HaIpaBJICHUS.

NEPCIEKTUBBI IPUMEHEHHUS U B TEHOMHOM AHAJIM3E JIUISI PEAKHUX
3ABOJIEBAHUM

Wnentudukanuss HOBBIX T'€HOB, CBSI3aHHBIX C peAKkuMu 3aboneBanusiMu. MM MoxeT momModb
HCCIEA0BATENIIM BBISBIIATh HOBBIE T€Hbl M T€HETHMYECKHE BAPUAHTHI, CBA3AHHBIE C PEIKUMHU
3a00/ieBaHUsAMU. AHAIM3UPYS TEHOMHBIE JaHHbIE OONBIIMX KOropr mnanueHtoB, MW wmoxer
oOHapyXUBaTh paHee HEM3BECTHBIE CBSA3HM MEXIAy Te€HaMU U 3a00JIeBaHUSIMHU.

WU MOXeT UHTErpUpOBATh TCHOMHBIC JAaHHBIE MAIIMEHTA C IPYTOl MEAUIIMHCKON HHPOpMAITUeH
(KIMHUYECKHUE 3allMCH, TaHHbIe BU3YaIU3alluu U T. J1.) AJIsl CO3/1aHus 0oJiee MepcoHaIN3uPOBAHHOTO
JIMarHOCTUYECKOTO 3aKJIFOUCHUS.

AHanu3 reHOMHBIX JaHHBIX C nomoibio MM MoXeT momMoub UCCleI0BaTEeNsAM JIyYIle MOHATh
MEXaHU3MbI Pa3BUTHUS PEIKUX 3a00JIeBaHUN. DTO OTKPHIBAET MEPCIIEKTUBHI ISl pa3pad0TKH HOBBIX
METO/IOB JICYCHHsI, HAITPABJICHHBIX HA YCTPaHEHUE IPUYHUH, a HE TOJIBKO CUMIITOMOB OOJIE3HHU.

OCHOBHBIM TPEMSATCTBHEM BO BHEAPEHUU TIOJIXOJ0B 00pabOTKH OONBIIMX JAHHBIX B OTO
HaIpaBlIeHUE MEIUIMHBI SIBIIAETCS, HECOMHEHHO, MBIl HA0OP OIM(PPOBAHHBIX JAHHBIX, OOJIbILIAS
9acTh U3 KOTOPBIX JIMOO HE XpaHUTCS B M(POBOM BUjIE, MO0 He 00paboTaHa I UCIIOIL30BAHUS B
aNropuTMax.

3AKJIIOYEHHE

Hcnonb3oBanne MW B aHanm3e TeHOMa JUIsl JAMArHOCTHKH PEIKUX 3a00JIEBAaHHM SBIISAETCS
MHorooo0emaouuM HamnpasieHueM. M He Tonpko yckopsieT mpolecc aHaiu3a, HO U MO3BOJISET
nenath 00Jiee TOUHBIE U MOJIHBIE 3aKII0UYEHUs. DTO OTKPBIBAET HOBbIE BO3MOXKHOCTH JIsl paHHEH U
TOYHOW TMArHOCTHKHU PEAKUX 3a00J€BaHUM, UTO SIBJIETCS KIIOUEBBIM (DAKTOPOM JUIsSl YIyULICHHS
IIPOrHO3a M KayecTBa KM3HU NanueHToB. [Ipogomkaromuecs uccneqoBaHus U pa3pabOTKU B 9TON
00JIaCTH TMO3BOJIAT PACKpbITh MOJHBIN moTeHiuan MM B reHOMHKe U NMPOJBUHYTh MEIUIIMHY Ha
HOBBIN YPOBEHb.
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