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AHHOTAUMA: MOJIEKYIIPHO-TEHETUYECKUE METO/Abl 3aHMMAIOT LIEHTPAJIbHOE
MECTO B JUATHOCTUKE PEIKUX HACJICJACTBEHHBIX 3a00JIeBaHUI OJiaroapsi UX BHICOKOU
cnenuUYHOCTH M YYyBCTBUTEIBHOCTH. B cTarbe paccMOTpeHbl OCHOBHBIE
MOJIEKYJIIPHO-TEHETUYECKHE MOAXOAbl, TaKHME€ KaK CEKBEHHPOBAHUE CJIEMYIOLIEro
nokonenus (NGS), monumepasnas uennas peakuus (II1IP) u meronbl ananmmza
onHoHyKIeoTuAHbIX  monmMmoppusmoB  (SNP).  TlpencraBieHbl  mpuMepsl
WCIIOJIb30BAHUSL JAHHBIX METOJOB B KIMHUYECKOW TMpPaKTHKE € O0CYXIAroTCs
MEePCIIEKTUBBI UX JTAJIBHEHIIIErO pa3BUTHA.

KuarloueBble cJjioBa: peakue HACIEICTBEHHBbIC 3a00J€BaHUS, MOJCKYJspHas
JMarHOCTUKA, CEKBeHUpoBaHHUe cuenytouiero mnokonenus (NGS), momumepasnas
uennas peaxkuus (ITL[P), onHonykieotuaubie nonumopdusmel (SNP), renernueckue
mytaruu, CRISPR/Cas9, nckyccTBEHHBIN HHTEIIEKT B METUIIUHE.

Penxue nHacmencTBeHHbIE 3a00JIEBaHUS TPEICTABISIOT COOON 3HAYUTEITHHYIO
MEAUIMHCKYIO MTPO0JIeMy, HECMOTPS Ha UX HU3KYIO yacToty. [lo nanueiM BecemupHoii
OpraHU3aIMHU 3APAaBOOXPAHEHHUS, OKOJIO 6-8% HACENEHUS IUIAHETHI CTPAAAET PEAKUMU
3a0oneBanusiMu. biiaromapsi pa3BUTHIO MOJIEKYJISPHO-TEHETUUECKMX TEXHOJIOTHI
MOSIBUJIACh BO3MOXHOCTh 3(G(EKTUBHOM JTUAarHOCTUKM M MOHUTOPUHTA TaKUX
natomoruii. Hacrosiimast ctaTes mOCBsIIeHa 0030py  KIIFOYEBBIX  METOJ/IOB
MOJIEKYJIIPHOM JMArHOCTUKA M MX POJIM B BBIABICHUU PEIKUX HACIEACTBEHHBIX
3a00JIeBaHMA.
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OCHOBHBIE METO/IBI MOJICKYJISIPHOW TMATHOCTUKH

1. CekBenupoBanue cienyrwomero mnokojgeHus (NGS)CexkBeHupoBaHue
cnenytromiero nokojienust (NGS) npencrasisieT co00i HHHOBAIIMOHHYIO TEXHOJIOTHIO,
KOTOpas MO3BOJIAET ONpeAeaaTs nociaeaopareabHOCTh JIHK ¢ BEICOKOM TOYHOCTHIO M
B KOPOTKHE CPOKH. METOJ OCHOBBIBAE€TCS HAa OJHOBPEMEHHOM UTEHUM MUJUIMOHOB
¢parmentoB JIHK, uro pgemaer ero He3aMEHUMBIM B HCCIEIOBAHUM CJIOMKHBIX
T€HOMOB.

[Mpunnmn padotel. NGS BKIIIOYAET ClIEYIONMINE KIIOUEBBIC ITAIbI:

Hoaroroska oudanorexkn JHK: @parmeHTanusi reHETUYECKOr0 MaTepuana u
no0aBiieHre crenuduuecknx aganTepos.

Avmumnuxkanus: Ycunenue ¢pparmentos JJHK ¢ nomonisro IT1[P.

CexBennpoBanue: [lapannenbHoe 4TeHUE HYKICOTHAHOM MOCIEN0BATENbHOCTH
(dparMeHTOB C ucrnoyib3oBaHueM miardopm, Takux kak Illumina, Ion Torrent umum
PacBio.

AHanM3 [aHHBIX: BbIpaBHMBaHWE TPOYTEHUM, BBISBICHUE MYTAallUd W
WHTEPIpPETalns PE3yIhbTAaTOB C IOMOIIBI0 OMONMH(POPMATHIECKUX HHCTPYMEHTOB.

[IprumeHeHne B KIMHUYECKOW PAKTUKE

JAnarHocTMKa MOHOTreHHBIX 3a0oJsieBaHuii: Hanpumep, MykoBuCLHI03a,
cunapoma Mapdana, 6one3nu ['orme.

AHaau3 3k30Ma: BhIsSBICHUE MATOIMCHHBIX MYTAIMi B KOJAUPYIOIIMX Y4acTKax
reHOMA.

IpenaTanbHas auarHocruka: OnpeneneHue reHeTHYECKUX aHOMaJUi y IJ10a
0€3 MHBa3UBHBIX BMEIIATEILCTB.

OHKOreHeTHka: Nnentudukarms MYTaluH, CBSI3aHHBIX c
MPEAPACTIONOKEHHOCTHIO K OHKOJIOTMUYECKUM 3a00JIEBaHUSM.

[IpenmymiectBa merona

Bricokass npon3BoauTEeNbHOCTH: OHOBPEMEHHBIN aHAJIN3 THICSY T'€HOB WU
LIEJIOTO TEHOMA.

I'mokocTh: B0O3MOXHOCTP HacTpauBaTh UCCIEAOBAaHUA IO KOHKPETHbBIE
KJIIMHUYECKUE 3a/1auu (HampuMep, aHelb T€HOB JJIs ONPEIeIEHHOr 0 3a00JIeBaHMs ).

YyBCTBUTEIBHOCTD: BhIsIBIICHME NaXKe PEIKUX BapUaALIMM MMOCIIEI0BATEIbHOCTH.

OrpannueHus

Bricokasi cTouMocTh 000py10BaHUS U PEaKTHUBOB.

CnoXHOCTB aHan3a OOJBIITUX 00HEMOB JIAHHBIX.

Heo6xomumocTh cTaHgapTU3AMK UHTEPIIPETAIIMN PE3YIbTATOB.

TEKYIIUE UCCIIEAOBAHNA U ITEPCIIEKTHUBbBI PA3SBUTUA

CexkBeHUpOBaHUE CIIEAYIOIIEr0 MOKOJIEHUSI MPOAOJIKAET COBEPIICHCTBOBATHCS.
Cpenu nepcrneKTUBHBIX HampaBieHud — wuHTerpamuss NGS ¢ TexHOIOorusiMu
HMCKYCCTBEHHOT'O HHTEIJICKTa MJI1 YCKOPEHHUS HHTEPIPETalMU JIaHHBIX, Pa3BUTHE
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HaHornopoBoro cexkBeHupoBanusi (Oxford Nanopore) nns ympoleHus: mpoiecca u
CHIDKCHHE CTOMMOCTH aHaiu3a. JTU WM3MEHEHUsS JeNaloT METOJMKY emie Oolee
JIOCTYITHOM JIJI1 MAaCCOBOT'O UCITOJIb30BAHUSI.

2. Ilonmumepa3znas wuennasa peakuusa (IIIP)-IIIIP ocraerca «3010ThIM
CTaHJapTOM» B MOJIEKYJIIPHOM THAarHOCTUKE OJarojapsi CBOEH MpoCTOTE M BHICOKOMH
YyBCTBUTEIBHOCTH. METO UCTIONB3YETCs JIJIsl HOJATBEPKICHUS U3BECTHBIX MYyTAIUN U
aHanm3a Hebonbpmux ygactkoB JTHK.

IIpuMmenenue:

[IpenaranbHast TUATHOCTHKA.

AHanu3 MUTOXOHPHAIIbHBIX 3a00JI€BaHUI.

3. AHAJIM3 OAHOHYKJIEOTUJHBIX ITOJIUMOPD®U3IMOB (SNP)

SNP-ananu3 ucnonb3yercs AJid T€HETUYECKOr0 KApTUPOBAHMS U acCOLUALUU
MyTalui ¢ onpeieIeHHbIMU 3a001eBaHusIMU. COBPEMEHHbBIE TEXHOJIOTUH MTO3BOJISIOT
HCCIIEN0BaTh COTHU Thicsd SNP 0THOBpEMEHHO.

IIpumep npuMeHeHus:

BrisiBieHne myTaimii, acCOIMUPOBAHHBIX C 00JIe3HBIO ['0111e 1 MyKOBUCIIAIO30M.

[Tpumepsl KTMHUYECKOTO TPUMEHECHUS

CUHAPOM MAP®AHA. CEKBEHUPOBAHHUE T'EHA FBNI C
NCITOJIB3BOBAHMUEM NGS IIO3BOJIAET BbBIABUTH MVYTALUU,
OTBETCTBEHHBIE 3A PASBUTUE CUHAPOMA MAP®AHA. PAHHAA
JIUATHOCTHUKA  ITIO3BOJIAET ITPEAOTBPATUTH CEPBE3HBIE
OCJIOXKHEHUA, TAKHUE KAK AHEBPU3MbI AOPTLI.

BOJIE3Hb BUJIBCOHA. METOJBI TP 1 NGS UCIIOJIB3YIOTCHA
JIJI BBIABJIEHUSA MYTAIIMM B TEHE ATP7B, YTO 3HAUUTEJBHO
VIVYIIAET IIPOTHO3 3ABOJIEBAHUS IIPM CBOEBPEMEHHOMU
TEPAIINNA.

[lepcriekTrBBI pa3BUTHSA

bynyiiee MOJEKYISIpHOW JHAarHOCTHKU CBSI3aHO C PAa3BUTHUEM TEXHOJIOTHUN
penaktupoBanusi reHoma, Takux kak CRISPR/Cas9, u BHeapeHuem MeETO/I0B
HMCKYCCTBEHHOI'0 HWHTEJUIEKTA IS aHallu3a TEeHETHYECKUX JaHHbIX. Kpome Toro,
OXKHMAACTCS pacliupeHue TOCTYMHOCTH NGS W CHUXKEHHE €ro CTOMMOCTH, 4TO
MTO3BOJIUT MPOBOJUTH MAaCCOBBIN CKPUHUHI HACEIICHUS.
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33.KJ'IIO‘I€HI/I€:MOHeKy.TIHpHO'FCHeTI/I‘-ICCKI/Ie MCTOAbI  PCBOJIOIMOHHU3UPOBAIN
AUAIrHOCTUKY PCAKHX HACJICACTBCHHBIX 3360J’I€B3HHI>1, npcaoCcTaBMuB BpadaM MOIIHBIC
HHCTPYMCHTBI JJII CBOCBPEMCHHOI'O M TOYHOI'O BBISABJICHUSA MaTOJIOT M. O}IHaKO pIRIb: |
HUX TIOJTHOIO BHCAPCHUA B KIMHHUYCCKYIO IIPAKTUKY HGO6XOI[I/IMO HaHBHeﬁmee
pPa3BUTHUC TCXHOHOFHﬁ, a TaKXeC O6Y‘I€HI/IC CIICNUAJIMCTOB HOBBIM ITIOAXOJaM.
COBpCMeHHaH MCIWIMHA AOJDKHA IIPOJOJIKaTb HMHBCCTHUPOBATHL B HCCICIOBAHUA H
HHTCIpaliuio MOHGKyanHOﬁ ICHCTHUKH JIs YIIYUHICHWA 310POBbA HACCIICHHA.
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