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AHHOTANUA

['eneTnueckasi OUarHOCTMKa CTPEMUTENIBHO pa3BUBaeTCA Ojarogapsi BHEAPECHUIO
BBICOKOTEXHOJIOTUYHBIX ~ METOJIOB ~ CEKBEHHPOBAHUS, aHaIuW3a  MyTallMil W
omonmHpopmMaTthuueckor  00pabOTKM  JaHHBIX.  HOBBIE ~ MeTOABI,  BKIIIOYAs
BBICOKOIIPOU3BOIUTEIBHOE CEKBECHHUPOBAHUE, CRISPR-nnarsocTuky,
AIUTCHETUYECKUE TAHEIM U KUJAKOCTHYIO OHMOIICHIO, PACIIUPSIOT BO3MOXKHOCTH
paHHEro BBISABJICHUS 3a00J€BaHUN M TOAOOpa TMEPCOHATU3UPOBAHHOM Tepanuu. B
CTaTh€ PAaCCMOTPEHBI COBPEMEHHBIE TEXHOJIOTUM T'€HETHYECKOIO aHajau3a, UX poJib B
Pa3BUTHH TMEPCOHATM3UPOBAHHOW MEIUIIMHBI, a TakXe MNpoOJeMbl BHEAPCHUS U
MEPCIIEKTUBBI PA3BUTHA.

KaroueBsble ciioBa: reaetnueckas guarnoctuka, NGS, CRISPR, sxunkocTHas Onoricus,
MEPCOHANM3UPOBAHHAS MEIUIIMHA, T€HOM, SITUTCHETUKA

1. BBenenue

Pa3BuTre MeTUIIMHCKON TEHETUKN TPAaHCHOPMHUPYET MPEACTABICHUE O MPOPUITAKTHKE,
JTUArHOCTUKE W JieYeHWH 3aboseBaHui. ['eHeTHMYeckass MUarHOCTHKA, KaK OJHa U3
KJIFOUEBBIX COCTABIISIONMINX TEPCOHATM3UPOBAHHON MEIUIIUHBI, IO3BOJISICT YUYUTHIBATh
WHJUBUIyaJIbHBIE OCOOCHHOCTH OpraHW3Ma TMalUeHTa U moaouparh 3(hQeKTuBHOE
JeYeHre. DTO HaIpaBiIeHUE OCOOCHHO aKTyaJhbHO B KOHTEKCTE OHKOJIOTUYECKUX,
HACJICJICTBEHHBIX, CEPACUYHO-COCYIUCTBIX W PEAKUX 3a00JICBaHUM, TJIE€ TOYHOCTh U
CBOEBPEMEHHOCTh IMATHOCTUKU KPUTUYECKU BAYKHBI.

COBpeMeHHBIe moAXOoAbl OIIMPAKOTCA Ha JOCTHIKCHUA MOHGK}U’IHpHOﬁ 61/IOJ'IOFI/II/I,
6I/IOI/IH(1)OpMaTI/IKI/I U BBIUMCIMTEIBHBIX TEeXHojorui. PaHee TPYAHOOOCTYITHBIC

HCCIICAOBAHUA TCIICPh CTAJIM YaCTbIO KJIMHUYECKOU ITPAKTHUKH.
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2. CoBpeMeHHBbIE€ METO/IbI T€HeTUYECKOI TNATHOCTUKH

2.1. BoicokonpousBoaurteibHoe cekBennpoBanue (NGS)

NGS mno3BoJisieT aHaIM3UpPOBaTh MWIIMOHBI mnocnenoBarensHocte JIHK 3a oano
uccienoBanue. [Ipumensiercs st IMarHOCTUKU:

¢ MOHOTCHHBIX 3a00JieBaHWIl (HAclieCTBEHHbIE (OPMBI paka, MeTabOIUYECKHE
HapyIICHUS );

e pEIKux 3a00JICBaHUM C HESICHON KIIMHUYECKON KapTUHOM;

e MHKPOOHMOMHBIX U OHKOJIOTHYECKUX MapKEPOB.

NGS-nanenu ObIBaIOT MeNIeBBIMU (OTIPECIICHHBIC T€HBI), SK30MHBIMH (BECh DK30M), H
MOJIHOT€HOMHBIMHU.

2.2. CRISPR-guarnocruka

CRISPR-Cas-cuctembl aqanTupoBaHbl JIsi OBICTPOI M 4yBCTBUTEIBHON JUATHOCTHUKH.
Texnonorum SHERLOCK wu DETECTR 1o3BOSIsIIOT OOHapyXuBaTh — Jlaxe
MUHHUMAJIbHBIE KOJIMYECTBA HYKJIEHMHOBBIX KUCIOT, BKitouyas PHK Bupycos, uro ObL10
yCHENTHO IpruMeHeHo Bo Bpems nanaemun COVID-19.

2.3. /KKuakocrHas OMONCUus

XKunkoctHas Ouorncus mpeacTaBisieT coOOM HEMHBA3UBHBIM METOJl, OCHOBAHHBIA Ha
ananuse nupkymupyromieit JJHK omyxonu (ctDNA) B kpoBu. OHa 103BOJISET:

e BBIABIIATH MYTAllUU B PE€aJIbHOM BPEMEHU;
o OTCJIC)KMBATh JUHAMHUKY JICUCHUS;
e TPOTHO3UPOBATH PELIHINBHI.

2.4. DnureHernyeckas IMAarHoOCTHKA

Jluaraoctuka Ha ocHOBe aHanu3a metuiaupoBanus JJHK m momudukanuii TicTOHOB
JaeT TMPEACTABICHUE O PETyJSIIMM IKCHPECCUH T'eHOB. DMHUTCHETHUYECKUE MapKepbl
MEePCHEKTUBHBI  JIJI1  JMAarHOCTUKU  paka, HEBPOJIOTHMYECKUMX  PACCTPOMCTB,
ayTOMMMYHHBIX U METa0OJUYECKHUX 3a00JI€BaHUM.

3. PoJib reHeTH4eCKOi IMArHOCTUKH B NEPCOHAJIM3UPOBAHHOM MeTUIIMHE

HepCOHaJ'H/IBI/IpOBaHHaﬂ McaunquHa —  9OTO MCAUIIMHA, aJalITUpOBaHHas K
HHAVNBUAYAJIbHBIM TI'CHCTHUYCCKUM 0COOEHHOCTIM ImanucHTa. I'eneTnueckue JaHHBIC
IIO3BOJIAIOT:

o BouaBusaTs YyBCTBUTEIHHOCTH K OTIpeICIEHHBIM npenaparam
(dbapmakoreHOMHKA);



o OmnpenensTe NpeapacnoioKeHHOCTh K 00JIe3HsAM (HanmpuMmep, MyTallud B FeHax
BRCA1/2 — pak MOJIOYHOMH KeJe3bl);

« Pa3pabatbiBaTh TapreTHyro Tepanuio (HarpuMmep, UCIOJIb30BaHNE HHTHOUTOPOB
Tupo3uHKkuHa3 npu MmyTanuu EGFR B HEMENKOKIETOUHOM pake JIETKHX ),

o U36eratb HEI)PEKTUBHOTO UM TOKCUYHOTO JICUEHUSI.

[Ipumep: y mauuenTtoB ¢ myraurerd B reHe DPYD BbIsiBJI€Ha BBICOKAsi TOKCUYHOCTh
dropyparmiia, 1 uHGOpPMAIUS O TEHOTHUIIE IO3BOJSET KOPPEKTUPOBATH 103y WIIU
MOJIHOCTBIO UCKIIFOYUTH Mpenapar.

4. ITpo0JieMbl U OTPAHNYEHHUS BHEAPEHUS

HecMoTpst Ha 3HAUUTENBHBIN MOTEHIIMAT, TEHETUYECKAasl JUArHOCTUKA CTAJIKUBAETCS C
PSAZIOM MPENATCTBUIA:

o BbIcOKasi CTOMMOCTB: OCOOCHHO TPU WCIIOIB30BAHUU ITOJTHOTEHOMHOTO
CEKBEHUPOBAHUSI.

+ HepaBeHcTBO B 10cTYynE: MEXKIY PA3IMYHBIMUA PETUOHAMU U CTPAHAMH.

o Hemocratok  00y4YeHHBIX  CHENUAJMCTOB:  KIWHAYECKUE  TECHETHKH,
MOJIEKYJISIpHBIE OMO0JIOTH, OMOMH(OPMATHUKH.

o JTHYeCKHE BOIPOCHI: XpaHEHUE, 00paboTKa M JOCTYH K T'€HETHYECKOM
uHpopMaIuu TpeOyeT CTPOTUX MPABOBBIX HOPM U COTJIACHS MAI[MEHTA.

o HWHTepmperanmusi JaHHBIX: HE BCE BBISBICHHBIE MYyTAIlMd WMEIOT W3BECTHOE
KIIMHUYECKOE 3HaYCHUE.

5. IlepcneKTUBBI pa3BUTHUSA
bynyiiee reneTnyeckor TMarHOCTUKYU CBSI3aHO C:

e YieleBJieHHEM CeKBEeHUPOBaHU (IIeHA aHaM3a TeHoMa ctpemutcs K $100);
o Pa3zpurnem MU u MamumHHOTO 00y4YeHMsl B aHAJIN3EC JIAHHBIX;

o Co3nanneM MeXIYHAPOJAHBIX FTeHETUYECKUX 0a3 TaHHbIX;

o MHMHTerpanueii ¢ 3JIeKTPOHHBIMUA MEeIUIMHCKUMI KapTaMH,

o TenemenuuuHoOW M JOMAIHeH TeHeTHYECKOW JHATHOCTHKOIN (HampuMmep,
23andMe, Nebula Genomics).

Tak>xe Ba)XHbIM HalpaBJICHHUEM CTAHOBUTCS TaIlJIOTUITHASI U MYJIbTUOMHAS UHTETPALIMSL:
COBMECTHOE HCIIOJb30BAaHHWE MJAHHBIX TE€HOMA, TPAHCKPUIITOMA, MeTaboioMa U
MUKpOOHOMA.

6. 3akiaouenue

I'eneTnueckas AUArHoOCTUKa OTKpPbIBACT HOBYIO J3py B MCEIAUIMWHEC, T'AC JICUCHUC
CTAaHOBUTCA HC IMPOCTO HWHAWBUAYAJIIbHBIM, a IIPCACKA3yCMbIM, IMPCBCHTHUBHBIM H
0e30IacHBIM. TGXHOJ’IOFI/II/I, KOTOPLBIC CIIIC HCAABHO CUUTAINCh SKCIICPUMCHTAJIbHBIMH,
CTAHOBATCA KIIMHUYCCKUMHA CTaHIapTaMH.
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Onnako Uil UX MIMPOKOTO BHEAPECHHS HEOOXOAMMO pPelIuTh HUHEPACTPYKTYpPHBIE,
oOpa3oBarenbHbIE M dTHYECKHUE 3amadn. [lepcoHanm3upoBaHHas MEIUIIMHA — 3TO HE
Oynyiiee, a y)ke HacTosiiee Meauiabl X X1 Beka.
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