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AHHOTAIIUSA

B cratbe paccMOTpeHbI COBPEMEHHbBIE METO/Ibl OMOMH(DOPMATUKH, TPUMEHSIEMbIE JJIs
M3Y4YEHUsI TeHETUYEeCKUX 3a00seBaHuil. OOCYKIal0TCs AITOPUTMBI aHATTM3a TEHOMHBIX
JAHHBIX, BKIIOYas CeKBeHHpoBaHue cienytoniero mnokonenuss (NGS), meToss
BBISIBICHHUS TEHETUYECKUX BAPUAHTOB W UX (YHKIIMOHAIBLHOM WHTEPHPETAIIUU.
[IpeacraBieHsl AOCTUXKEHUS B OOJACTH JIMAarHOCTUKH U TEPCOHAIM3UPOBAHHOU
MEJUIIMHBI, OCHOBaHHbIE Ha OuoMH(pOpMaTHUYECKOM aHaiu3e. Takke paccMOTPEHbBI
MEPCIEKTUBBl PA3BUTHSA W MHTETpalud OWOMH(DOPMATUYECKUX UHCTPYMEHTOB B
KIIMHUYECKYIO MPAKTUKY.

KarwueBble cioBa: OuonHpopmaTuka, reHerndeckue 3abosneBanusi, NGS, aHamus
reHOMa, IePCOHAM3UPOBAHHAS MEIUIIMHA, TCHOMHKA

BBenenune

I'enetnueckue 3a0oseBaHUsl MPEACTABISAIOT COO0OM OOJBUIYIO TPYHIy MATOJOTHH,
o0ycnoBiaeHHbIX MyTausiMu 1 u3MeneHusimu B JIHK uenoBeka. MIX muarHoctuka u
UCCIIeIOBaHNE TpPeOYyIOT KOMIUIEKCHOTO TOJAXOJa, BKJIIOYAIOIIET0 MOJEKYJIspHbIC
METOJBl M COBPEMEHHBIC BBIYUCIUTENIbHBIE TEXHOJOTHH. buomHdpopmarnka Kak
MEXIUCITUTUTMHAPHAS 00JacTh WTpaeT KIIYEBYIO pOJib B 00pabOTKE W aHaIu3e
00JBINX 00HEMOB T€HOMHBIX JTAHHBIX, YTO 3HAYUTEIHHO YCKOPSET BHISBIICHUE PUYUH
3a00JieBaHUH U pa3pabOTKy METOO0B TEpaIuHu.



1. Metoabl 0MOMH(OPMATHKH B H3yYeHUHU IeHETHYECKHUX 3200/ IeBaHUIM

CoBpeMeHHble OMOMH(OPMATHYECKUE METOIbI 0a3MpyIOTCS Ha aHANW3€ JaHHBIX,
MOJIy4a€MbIX C TOMOINBIO TEXHOJOTHI CEKBEHHUPOBAHUS CIIEAYIOIIETO MOKOJICHUS
(NGS), MUKpOUHUTIOB U JPYTUX TUIAT(HOPM.

o Amnauu3 cekBeHupoBaHus (NGS): BKIIt0OUaeT BBIpaBHUBAHHUE ITPOUTEHUI, TOUCK
BapuaHToB (SNP, wunnmens;, CNV) u aHHOTaI[MI0O TEHOMHBIX HW3MEHEHUH.
Hcnone3yrorcs Takue HHCTpyMeHThl, kak BWA, GATK, SAMtools.

o TI'eHomuble 0a3pl JaHHBIX: MHTErpamus ¢ pecypcamMu, Takumu kak dbSNP,
ClinVar, HGMD, n1st o11eHKM KIMHUYECKOW 3HAYMMOCTH BapUaHTOB.

o MamunHoe o0yyenne u UM: npumeHenne 1y npencKa3aHus NMaTOr€HHOCTH
MyTalui U KJacCU(PHUKAIIMN BAPUAHTOB Ha OCHOBE OOJIBIINX TaHHBIX.

o AHaJIHU3 IKCHPECCHU F'CHOB M 3MUIC€HOMMKM: [IOMOTa€T BBISIBUTh MEXAHU3MBI
pEryJsiuy F€HOB, CBSI3aHHbIE C 3a00JIEBAHUSIMU.

2. locTukeHsl M IPUMEHEHHUE

BI/IOI/IH(l)OpMaTI/IKa CymeCTBCHHO IoBJiMsAJIa Ha  KIMHHUYCCKYIO TI'CHCTHUKY H
6I/IOMCIII/IHI/IHCKI/I€ HCCIICAOBAHMA:

o JIMarHOCTHKA peAKHX 3200/1eBaHUH: KOMIUJIEKCHBIN aHAJIU3 TeHOMA MTalluEeHTOB
NO3BOJIMJI BBIABIATh paHEe HEU3BECTHbIE MYTALUM, pPACIIUPSIS CHEKTP
JAMArHOCTUPYEMBIX MATOJIOTHH.

o Ilepconaqm3unpoBaHHasi MeAHMLMHA: HAa OCHOBE TEHOTHIIA IOAOUPAIOTCS
WHANBUAYAIbHBIE CXEMBl JICYCHHs] W MNPOQPMIAKTUKH, Hampumep, Ipu
HACJIEJICTBEHHBIX OHKOJIOTHUECKUX CHHIPOMAX.

o dapMaKkoreHOMHKA: aHalU3 TEHETHMYECKUX BAPHUAHTOB, BIMSIONIMX Ha
MeTa0o0JIU3M JIEKapCTB, YIyUIIAeT 0€30MacCHOCTh U 3P(HEKTUBHOCTh TEPAIIUH.

o MHcciienoBanue MHOTOreHOBBIX 3200JIeBAHNI: C IOMOIIbIO OMOMHPOPMATUKH
BBISIBJISIFOTCS] TEHETUYECKUE CETH UM MYTH, YYaCTBYIOIIME B PAa3BUTHU CIIOKHBIX
MATOJIOTUH, TAKUX KaK TUabeT, ayTOMMMYHHBIE 3a00JIeBaHMs.

3. Texymue BbI30BbI M NEPCNEKTUBDI
HecMoTps Ha ycniexu, CyIIecTBYIOT TPOOJIEMbI, TPEOYIOIINE PEIICHHUS:

o HHTepnperanus BADMAHTOB: MHOKECTBO NT€HETUYECKUX U3MEHEHUN OCTAIOTCS
BAPHAHTAMU HEOIPEICIEHHON 3HAYNMOCTH.

o CranpgapTuzanus M BaJuJalnus JaHHBIX: HEOOXOAMMO pa3paboTaTh €IUHbIE
CTaHJAPThl AHAJIN3A U XPAHEHUS TaHHbIX.

o HHTerpanus MYJbTHOMHBIX  JaHHBIX: 00beIUHEHUE  TCHOMUKH,
TPAHCKPUIITOMUKHU, TPOTEOMUKH 7151 O0Jee TOYHOTO MOHUMAaHUsI 00JIe3HEN.

o JTHYECKHE M HPHIANYECKHE BONPOCHI: KOHPUACHIMAIBHOCTh JaHHBIX,
MH(OPMUPOBAHHOE COTJIACHE, IOCTYITHOCTh TECTUPOBAHUSI.



Passutne MW wm 00JaYHBIX TEXHOJOTUH OTKPBIBACT HOBBIC BO3MOXKHOCTH OJIA
MacIITabHOTO aHAJIN3a U AUAarHOCTHUKU.

3akirouenue

buonnpopmaruka crana HE3aMEHHMBIM MHCTPYMEHTOM B M3YYEHUHM TE€HETHYECKHUX
3a00JIeBaHUM, MO3BOJISA HE TOJBKO YCKOPUTh AMArHOCTUKY, HO U BHEIPSTH HOBBIC
moaxoabl K Tepanui. COBpEMEHHBIE METObI M IOCTUKEHUSI OTKPBIBAIOT MEPCIIEKTUBBI
JUTSI IEPCOHATIM3UPOBAHHON MEIMIMHBI, OTHAKO TPEOYIOT JadbHEHIINX MCCIIEIOBaHNUN
¥ HOPMAaTHUBHOI'O PETYJIUPOBAHMUS.
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