POCCUHCKUU HALIMOHAJIBHBIN MEJUIIMHCKUU
YHUBEPCUTET umenun H.U. IIuporosa

Kadenpa KnmHnueckom naboparopHom AnNarHOCTUKMU
oano

Illep0o Ceprein HuxkonaeBu4

TPAHCNALUMOHHAA IABOPATOPHAA MEOULUHA
KAK OCHOBA MEAULIUHbI 51




OCHOBHBIE TEHJIEHIIUU PABBUTUSA
TPAHCJISIHUOHHOU JIABOPATOPHOU MEJIULIVHbBI

YMEHBIIEHHUE PASMEPOB, YBEJINYEHUE
YHYBCTBUTEJIBHOCTH n IHPOU3BOJAUTEJIBHOCTH
JIJABOPATOPHOI'O  OBOPYJIOBAHUA, A TAKXE J0OJIM
POBOTU3NPOBAHHBIX CUCTEM

NCITOJIb3OBAHUE HEWHBA3HWBHDBIX OBbPA3IIOB
KINMHHUYECKOI'O MATEPUAJIA

MYJBTUIIJIEKCHBIN AHAJIN3

CO3JAHHUE NAHEJEN BUOMAPKEPOB PA3/IMYHBIX
3ABOJEBAHUM M HUX MNOATUIIOB C MCHOJb30BAHUEM
OMUKCHBIX U HEPCOHAJIU3NUPOBAHHBIX I1O1X0O10B

IHOHUMAHHUE BAKHOCTU HUSMEPEHUA BHUOMAPKEPOB B
ANHAMMUKE, NUCITOJIb3OBAHUE BUOBAHKHWHI'A n
MOBUJIBHOI'O 3IPABOOXPAHEHUSA

AKTUBHOE MHCIIOJNIb3OBAHUE BHOUHO®OPMAIHNUOHHBLIX
HOJAX0A0B, BAHKOB BUHOME/IMITUHCKHUX JIAHHBIX

BHEJIPEHUE B MEJULUHY CUCTEM MCKYCCTBEHHOTIO
UHTEJJIEKTA (MW)




Menunnuna XXI Beka:
Mengunuua 4 «ll»

IIpenuxkTuBHAA (IpPeacKa3aTebHAas)

[IpeBeHTUBHAA (MPO(PUIAKTHUYECKAS)

Ilepconanmu3upoBanHasi (MHIUBUAYAJIbHAs)

IlapTucunaTuBHas (MAUEHT YYACTHUK MpoIlecca, ero
HH(OPMUPYIOT, 00y4al0T, IOMOTrawT B BbIOOpE)

JIEPOH I'Y]] (Leroy Hood, CIIIA), 2008 ..
Menunmmna 5 «Ily

IlpeuusnonHas

HIEPKO C.H., POCCHA, Meouuyunckuit angasum. Cospemennan
naoopamopusn Ned, 2015 .

Monorpadus: IlepcoHaau3znpoBaHHAA MeIUIMHA.
Menuuuna SII. PYJIH 2022 r
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MOHOI'PA®OUASA

«IIEPCOHAJIN3ZUPOBAHHASN MEJIUIINHA )
Beimin toMm 1 «buosiornueckue 0CHOBBLI» U
TOM 2 «JlabopaTropHbIe TEXHOJOT M.

«Crparera MeAHLIMHB!
1 €8 PAsBHTHE BO GTHIHONYALMOHOAOTHs
8 Mockse B Aexabpe 2013 r.: cAesa Hanpaso
npageccop C. Cy4ko (Poccus), Xupock A63 (Anokms), Auk BaH
TeHT (Huaepaarasi), A. Mapuwan (CLLUA), C. LLiep6o (Poccus)

Lliep6o Cepreii HukoAaeBMY, AOKTOD BHOAOTHHECKIX HayK, Npo-
deccop, ¥ Kadeapoit i i ana-
rHocTHKH GANO PHUMY umenn HIA. Muporosa, npodeccop Kade-
APbI KOXHbIX 14 BEHEpUYeckix Boneseli MeAMLIMHCKOMD HHCTHTYTa
PYAH, npesuaeHT HauvonansHoil accowsalum AaBopatopHoii, nep-
COHANM3HPOBAHHOM 1 TPAHCAALIHOHHOM MEAMUMHbI, BULE-NDEIMABHT

Lliep6o AMHTPMA CEpreeBuy, KaKAMAAT GHOAOTHYECKIX HayK,
CTapLHI HaYSHBI COTPYAHUK MHCTUTYTa TPAHCARLMOHHON MEAHLM-
Hbl PHAMY wmern HW. Niporosa.

070320

TIEPCOHATV3MPOBAHHAS
MEIMLIHA

B cexu movax

INEPCOHAJIN3VIPOBAHHAJI
G Ut G MEIVIIVHA
B easumonax
BUOJIOTMYECKUE
OCHOBBbI

BUOJIONTMYECKUE OCHOBBbI

LWep6o Cepres HUKOAABBMY, £0KTOD BHONOTHUECKIX HaYK,
npogeccop, 3aBesyiows kadeapoil kaHHMueckoi sabopa-
TOPHOM AMETHOCTHKM OATIO PHUMY inen H.M. Miporosa,
npodeccop kadeapbl KoKHbIX 1 BeHepHyecki GoneaHei Me-
AMUMHCKOTO MHETVTYTA PYAH, npeaupent HaluoHansHoit ac-
COUHALMN 42BOPATOPHOR, NEPCOHANMSHPOBAHHOM 1 TPEHCAS-

LHOHHOM MEAVUHHI, BHLe-pe3HaeHT Pocouiickoii aocouna-
L{HH MEAMLIHCKON AaGOaTOPHOM AMATHOCTHKA.

C.H. Llepto, A.C. LLiepto

C.H. lllep6o, A.C. Wep6o

JIAGOPATOPHBIE
TEXHOJIOTUK

Lep6o AMHTPHI CepreeBHY. KaHaar BHOMOTHYECKMX
HayK, CTBPLLK Hay4HbI COTPYAHIK HHCTHTYTa TPBHCARLIHOH-
HOW tegUHE: PHUANY vinserit HA. Mipoross.

JIABOPATOPHbBIE TEXHOJIOr'MU

¥,

C.H. Liep6o, A.C. LWep6o
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UHTEPHET
BECITPOBO/JHBbIE

CEHCOPBI

MOBUJIBHBIE

\ TEJE®OHBI
OMMUKCHbIe /
TEXHOJOIuM " | CJII/IHHI/IE
COLUAJIBHBIE

MHTErpajbHoe
npoguIMpoBaHUe / \ cr

TEXHOJIOTUH MH®OPMAIIMOHHBIE
BU3YAJILHOTO 1 OBJIAYHBIE
AHAJIN3A TEXHOJIOTUH

CTAPASI MEJMIIMHA



IIpOrHo3 poIHKOB 3IPABOOXPAHCHUS

2025

npodgrAaKTHHKE

20132 AWarHoCTHRA

W ae4yeHue

B MOHWTOPMHI

2007




OcHOBHBIE IIEPCHIEKTUBHBbIE J1A00PATOPHbIE
miaargopMmbl MeauumuHbI Sl

I'eHoaMAarHoCTHYECKHE TEXHOJOINU
(aMmmiupuKaNMA ¥ CEKBEHUPOBAHME HYKJIEHHOBBIX KHUCJIOT);

MuUKpoOOHMOYHNIbI;
Macc-cnekTpoMeTpu;
Muxkpo@iroMIHbIe TEXHOJIOT UM

IIpoToyHasi HUTOMETPHUS, KUIKOCTHASI
omorcusi;

AHAJIN3 CBOOOTHONUPKYJIUPYIOLIEH
BHeKJIeTOuHOU /IHK;

TexHoorum MOOMJIBHOIO 3/IPABOOXPAHEHMS.



OCHOBHBIE HAITPABJIEHUSA PASBBUTUSA
MOBHUJIBHOI'O 3IPABOOXPAHEHUASA

* MobunbHble ycTponcTBa MOHUTOPUHIA caxapHoro aunabera.
* MpumeHeHne MmobunbHbIX TeENedPoHOB B UMMYHOAHaU3e.

 MuKpocKkonua B ANarHOCTUKE OHKONOrMYecKux
3ab60s1eBaHUMN.

* AMNAnpUKaLUNOHHbIE TEXHONOTUU MOBUABHOTO
34paBOOXPaHEHMUA.

* [unarHocTnka MHPEeKLMOHHbIX U NaPa3UTAPHbIX
3ab60s1eBaHUMN.

NEPCOHA/TNSUPOBAHHAA MEAUUUHA.
T.2. labopaTopHble TEXHO/IOTUMN.



MukponiouaHbie CUCTEMb!
ANA NPOBeAeHUA MYNLTUNNEKCHOrO aHanu3a

CucTeMbl MMKPOKaHaNoB M pe3epByapoB ¢ YNpaBnseMbIM ABUKEHUEM

NOTOKOB ANsi NPOBeAEHNS MHOrOCTaAUMHOro aHanusa
5\ r ¥

MuHuaTiopusauma no3BonsieT NOKanu3oBaTb Ha ManoW nnowaau
OONbLIOe YUCNO YYACTKOB C peareHTamMu pasHon cneunduyHocTH Ans
NnpoBeaeHUA MyNLTUNNEKCHOro aHanuaa




ILl1ardopMbl CeKBEHUPOBAHMA TPETHEro MOKOJIECHUS
IlopraruBHbIEC CHCTEMbI HA MUKPO(JIIOM/THONU OCHOBE
JJI MOJIEKYJIAPHOU TMATHOCTUKHU

HaumeHoBa Nanosphere | Nanomix | Quantu |Atlas Io |SNP Dx
Hue

Verigene Sensatio

cucrtembl n

o CHGETES Kanuas Bykaabn Kimanuyeck  Kposb KpoBs u3 Kiaunuuye Curona

obpasey, pHast blid MAa30K MU oOpaszen U3 najbua  CKUil
KPOBb Nnajbua o0pa3sery
MeTop LAMP P P P P P P
amnandukKa
Ln
S ERTCIES dayopec OnTtuyeck 30510ThIe Kpemne Hanonpo Ha HaHouyBcTBH
aHue HEeHIusA o€ HAHOYACTHUI] BbIe BOJIKA OCHOBE  TeJIbHBII
bl HAHOTPY 3JIEKTPOX MOJIeBOM
OKkM UMUHU TPaAH3UCTOP

AGENEENC R HacToas Hacroabn Hacroabusl Ilopratu Ilopratm  Hactoan IlopraTruBHBI
/pvaep HBIM+CM  BbIH " BHbIH BHbIH HbINM 71

aprdoH

AN 30 Mmua . Menee 60 2-3 yaca Heckoan 10-15 30 mun 30 mun

Tb TeCTa MHH KO MHH




B MeauumuHe CyliecTBYeT ABA IVIABHBIX TPEH/IA:
HUCIOJIb30BaHME 00JIbIIUX JAHHBIX H
MEePCOHAJIUZUPOBAHHBIN MOIXO/.

B HacTosilIee BpeMsl YBEJIUUYUBAKTCA 00beMbI U CJI0KHOCTH B
00padoTKe JAaHHBLIX MO pPasjInYHbLIM OmomapkepaMm (k 2025 .
CEeKBEHMPYIOT 10 ~4(0 3K320alT JAHHBIX 110 T€HOMAM 4YeJIOBEKA),
MPOUCXOAUT nepexo K MEePCOHATUZUPOBAHHBIM
MEAMIMHCKMM  YyCJyraMm M aHaJM3y PaHHUX CTaJui
3a00J1eBaHUS.

IIo nanubiMm GenBank Ha nporsixkenuu mnociaeanux 30 Jer
o0bemMbl AaHHbIX 0 HII pacryr 3kcnmoHeHHMAaJbLHO, a HX
00padoTka 3HAYMTEJBHO OTCTAET HM3-32  HEA0CTATKA
ouostornyeckux 3HaHud M BbHU aaropurmoB. C pocrom
NMPOU3BOAMTEJIbHOCTH KBAHTOBBIX KOMIIBIOTEPOB AHAJMU3Y
MOT'YT OBITh MOABEPIrHYTHI M T€HOMbI YeJI0BEKA.



Yro Takoe «llepcoHann3MpoBaHHAA MeaULMHa»: pe3y/abTaTbl
cucrematmyecKkoro o63opa 683 uccneposaHuu, B KOTOPbIX
onpenenanca sTot TepMmuH

Schleidgen et al. BMC Medical Fthics 2013, 14:55

hitp/fwwnwbiomedcentralcomy1472-6939/14/55 G’I\C H_[ .]Iﬂi/i JIr'€H C COABT.
Medical Ethics
MPOAHAJIU3UPOBAIH 683

RESEARCH ARTICLE Open Access

MeIUMIUHCKHe cTaThbi U3 b/l
What is personalized medicine: sharpening a PubMed, cogep:kammue
vague term based on a systematic literature review onpeeJeHusi TePMUHA

Sebastian Schleidgen”. Corinna Klingler', Teresa Bertram', Wolf H Rogowski* and Georg Marckmann'

«TMEePCOHATM3MPOBAHHASA
MeIUIMHA.
Schleidgen S et al. What is
personalized medicine: sharpening

a vague term based on a systematic
literature review. // BMC Med
Ethics. — 2013. — 14. — P. 55.




INIEPCOHAJ/IN3UPOBAHHAA ME/IUIIUHA

HTorosoe onpeaejieHue

IIM _ uMimer nyrd__ VJIYYIICHHUS  CTpAaTU(UKALAA
NANMEHTOB M ONTUMHU3AIMU BPEMEHU M CPOKOB HX
JICYCHU S os1aronaps HUCII0JIb30BAHUIO
OMO0JIOrMYECKOM HHpopMaLIUHU HA YPOBHE
MOJICKYJISPHBLIX NMYTEH BOZHUKHOBEHHS W PA3BUTHUA
3200/1¢eBaAHUS (B YACTHOCTH, 0MOMAPKEPOB).

IlepBoe maccoBoe mpuMmeHeHue IIM — pasznesieHue
JIIOIEH 110 IPYNIaM KPOBH




KauectBeHHOe nabopaTopHoe
nccnepgoBaHue 3TO:

NPaBU/IbHO BbIOPaAHHbIU TECT
B NMPpasnJibHOE BpeMHA Ha3Ha4YeHue
Y NPaBU/IbHOrO NauMeHTa

NPaBU/IbHO BbiNOJIHEH N opopmneH
pe3ynbrar

KOpPpPEeKTHaa U cBoeBpemeHHas
UHTepnpeTauma

BepHaa pekomeHaauua (uto aenatb)

[ No3sunuyuna IFCC ]




YoTtcoH [] BeHTep

1850-1900 r. 2007-2010 r.r.
I

KnuHuyeckas npakKTukKa nepCOHaanble reHoMblI



http://lib4all.ru/base/B3284/img/B3284p170-1.jpg
http://translifesciences.com/resources/Galerie1/DNA_in_the_sun.jpg

Ultima Genomics 0081 B 2022 1. 0 Ii1argopme 100 $
CHUKBEHCA

IlepBoii 0 HaAaMEpPpEHHH CEKBEHHMPOBATH I'€HOM 4eJl0BeKa 3a
$100 3asBuaa kommanusi Illumina B 2017 romy. B 2020-m
TaKMe ’Ke IUIaHbl O03ByuMJa kKurauckasa dupma MGI. Ha
CeroiHsi CTOMMOCTH OJHOI0 renoma ynaJuaa nuxe $1000.

Crapran u3 CIHA Ultima Genomics 00bsiBuj B 2022 1. 0
NPUBJICYCHUU  (PUHAHCHMPOBAHUS _ JIJIS __ CO3JMAHHUS _ HOBOM
mwiargpopmbl UG 100, koTropasi MCKJIKYACT MPOTOYHYIO
s4eKY. BMecTO Hee mcnoJib3yercss KpeMHHEeBasl MOAJI0KKA HA
KOTOPYI0 HaHeCeHbl ydyacTku, cBadbiBaHusa /IHK 3a cuer
JIeKTpocTaTnyeckux cuia. W  momnoxkka, u merom ee
00padoOTKH HIHMPOKO HCIOJL3YHTCHA B IMOJYNPOBOIHUKOBON
UHIYCTPUHU U CTOAT HEAOPOro.




Ilena resoma B 2023 rogy (WGS)

nanabie 3yooB B.B.

>z
dante labs

Nebul
w nggn?ics

’/ DNA LINK

\\ SEQUENCING

OUTSMART YOUR GENES®

YSEQ

DNA Origins Project_

€199

$299

$399

$399

$399

https://dantelabs.com/produc
ts/whole-genome-sequencing

https://nebula.org/whole-
genome-sequencing-dna-test/

https://www.dnalinkseqlab.co
m/human-wgs-at-399/

https://sequencing.com/our-
difference/whole-genome-
sequencing

http:/lIwww.yseq.net/



IIporuno3s pocra peiaka NGS

NGS Market Size 2022 - 2030 (uso siliion)

$24.48

s?3?"|||III

2022 2023 2024 2025 2026 2027 2028 2029 2030

httns://3billion.io/blos/whole-senome-seaguencing



eHa resoMa B Poccun
I —

(xranubie 3y0oB B.B.)

g
—" NEXTGENSEQ.TECH XCeGaT

SkyGen  Xceaar
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(F] GENETICS

& Genotek

atlas

Genetico

70 0G)

75 000 *

95 000 *

99 000 »

99 900 *®
111 000 *

113 000 =

https://nextgenseq.tech/

https://www.skygen.com/katalog/se
kvenirovanie/

https://genomed.ru/service/nasledstvenn
ye-zabolevaniya-i-hromosomnaya-
patologiya/sekvenirovanie-genom

https://f-genetics.com/genome/

https://www.genotek.ru/full-genome/

https://atlas.ru/ru/wgs

https://genetico.ru/prices



PedepeHcHbIC MOCTIEA0BATEIBHOCTA I€HOMA
YeJI0BeKA
2010 r. Hg19
2015 . Hg 38
2022 . T2T

Mo3anuHbie KOHCTPYKTHI ®* UcKyccTBeHHO oromo3urodeHHbie cell lines

duznuyecku gocrynubie pedepencol (ZDNA, cell lines):
Genome in a Bottle Consortium

Platinum genomes illumina
YH China



Science

. I'eHoM 4dejioBeKAa:

N OKOHYATEJIbHAs Modena

ChneuBblnnyck Science (anpens 2022) —  1noCBsAlIEH
YCTAHOBJICHHIO MOCJIEA0BATEIbHOCTH MOJHOT0 Y€JI0BEeYeCKOro
reHoMa. PedepeHcHbIN reHOM YeJI0BeKA
B 2000 rony moxpsiBajg 0koJg0 92%. B reHome 4desoBexka
COMCP/KUTCA  MHOXKECTBO  NOBTOPAKINHUXCH  YYACTKOB,
0COOCHHO B TreTepoXpoMaTHHEe UEHTPOMEep H TeJoMep.
Koucopuuym Telomere-to-Telomere (T2T) (Poraes E.)
coo0IMJI 0 paciiMPpoBKe HeaoCTAKINUX 8%, CIHOKHEHNIIUX
Y4aCTKOB 4YejioBeyeckoro renoma. Hosast cOopka renHoma
yejqoBeka T2T-CHM13, cocroutr u3 3,055 muiiiuapaoB nap
OCHOBAHUU. KoHCOpHMYM 3asiBWJI, 4YTO CMOI _«3al0JHHUTh
Opeiim HA BCeX YeJI0BEYECKHUX XPOMOCOMAX,
32 _MCKJIKYEeHHEeM Y-XPOMOCOMbI, MCHPABUJIM PS/ OINHUOOK,
AOMOJHUJIM H3BECTHYIO IOCJAeI0BATEJIbLHOCTL Moyt 200
MUJIJIMOHAMM Nap OCHOBAHMM, Cpead KOTOPbLIX NMpPeacKa3aIu
1956 renos, u3 KOTOPBLIX 99 KOAUPYIOT OEJIKH.

] |
11




MexayHapoaHas uccijenoBarebckas rpynmna Telomere-to-Telomere B
KOHIIe aBrycra 2023 r. ony0jmkoBajia HayuHyr paoory: «IloHas
MOCJIeI0BATEIbHOCTh Y-XPOMOCOMBI Y€JI0BEKAY.

B Y-xpomocome uaeHTu(puuuposasu 110 HOBBLIX, paHee He HM3BECTHBIX
reioB. Utoro ux rtemepsp 693 (583 rena ompenejuiu B Xoae MNMPEKHUX
uccaenosanmii). U3 Hux 106 renos, Briarouyast 41 HOBbIN, KOTUPYIOT 0€JIKH.
Paciuupsa0Tcs HAIIM BO3MOKHOCTH BBIACHUTH NMPUYMHbLI U MEXaHU3MbI
pPa3sBUTHSl TeX WJIM HMHBIX MYKCKHX 3a00/1eBaHUl, Pa3pad0TKH HOBBIX
NpenaparoB U METOA0B JICYCHUS.

Ilocjie ompenejseHMsi TeHOB 3aJa4a BBISICHUTb, 32 YTO HMEHHO B
opraHu3Me oTBedaer Kaxabii u3 HHUX. Cuurtaercsi, 4ro red SRY
OTKPBITHIA pPaHee, ABJSACTCH KJIYEBbIM JJIsl PA3BUTHS MYKCKOIO I0J1A.
BeposiTHO, y3HAaeM, KaK pa3Hble BAPHMAHTBI KAKOI0-JIM00 M3 3THX IeHOB
BJUMSAIOT HAa BO3MOXKHOCTHL CTAaThb OTHOM, YIACTCHA ONpeaeJUTh
reHeTH4eCKHe BAPUAHTDI, IIPH KOTOPbIX 3a4yarTve pedeHKa eCTeCTBEHHbIM
IMyTeM HEBO3MOKHO M CeMbe Cpa3y MOXKHO OyldeT NpeIoKUTh
BCIIOMOTr'aTe/IbHbIE PENPOAYKTUBHbIE TEXHOJOruU. CMOKEM BBISICHUTH
POJIb TE€HOB Y-XPOMOCOMbBI B PAa3BUTHH OHKOJOTHYECKHX 3200JIeBAHUN Y
MY’KYMH, TAKAX KaK PaK MO4€BOI0 IMy3bIPsi M MPEACTATEJIbHOU 2KeJIe3bl.



PA3JIEJI OBJIACTENH NIPUMEHEHUH PA3JIMUHbBIX
TEXHOJIOTUU CEKBEHUPOBAHUSA

ILLUMINA ThermoFisher
Scientific
dnyopecuyeHTHOE MonynposogHuKkosoe
CeKBeHMUpoBaHue CeKBeHUpoBaHue
NonHoreHOMHOe TapreTHoe
CeKBeHUpoBaHue CeKBeHUpoBaHue
(WGS), cekBeHupoBaHue WGS 6aKTepuit n BUpycos,
reHomos de novo, MmeaUnUUHCKana, dapmaKko u
Teopusa 3BONIOLUMN, 3THOreHeTuKa

NPOUCXOXKAEeHUE YeNoBeKa.
Oxford NANOPORE
HaHonopoBoe cekBeHUpoBaHue
lfeHogMarHocTUKa MHPEKUMOHHbIX 6one3Hen, WGS (CNV)



CUKBEHC C HCITIOJIB3OBAHUEM HAHOITIOP

%77 SnekTponpoBogHOCTL

OnoHoueno4YeyHas
OHK

Hanonopa

MembGpana
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{YNANOPORE,

MInION
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Bec-78r

MouwHocTtb — 1 BT

Paamepbl — 105x23x33 mm

KonnyectBo HaHonop — o 512

Untepdenc — USB 3.0 (go 5 Ghps)

CtoumocTb npoTo4yHou a4enku - $500...$900
NMpounzsoantensHoctb — 10...20 Gbp 3a 48 yacoB



\J
/1N

GridIONxs

Bec — 10 kr

MowHocTb — 600 BT

Pasmepbl — 360x200x360 mm

KonnyectBo HaHonop — Ao 512x5

CtoumocTb npoTo4yHou siverkm - $299...$900
NMpoussogntensHocTb — 50...100 Gbp 3a 48 yacosB

NMopTaTUBHbIE BbICOKONPOU3BOAUTE/IbHbIE CEKBEHATO)|
PromethlON — P2 1 P2 Solo -co3aaH ana wupoKoro
Kpyra uccnepoarenei. J1loboit nonb3oBatesib CMOXKeET
CaMOCTOATE/IbHO M OTHOCUTEJ/IbHO AeLeBo NoayyaTtb
AaHHble NOJIHOTeHOMHOTO CEKBEHMPOBAHUA B peXXume
peanbHoro spemeHu (go 190-380 reHomoB 4YenoBeKa B
roa). Ucnonbayemas B P2 Solo TexHonorua nossonser
BbIMTK 32 pamKu 6a3oBoro aHanusa JHK, oHa Takxe
BK/OYAET TPAHCKPUNTOMHDIN U 3NUreHeTUYECKUM
aHaNu3bl Ha ogHOM nnatdopme.

NANOPORE

Techrnologies ®




Oxford Nanopore — «He MHBeCTUPYHTE B NIPUOOPHI,
HHBECTUPYITE B TEXHOJIOTHIO».

KomMnmanus co3gaer TexHosoruu cexkpeHupoBanus AHK wu
PHK, npemaaraer OBbICTPYHO MOATOTOBKY OHOJHOTEK WU
MoJIyYeHHe pe3yjbTaToB B peskuMe oHJIaH. OK0J10 YeTBepTH
r¢HOMOB KOPOHABHMPYCA CeKBeHHpYeTcs:t Ha nmpudopax Oxford
Nanopore. f4YedKkd MOXKHO NPOMBIBATH H HCIHOJb30BATh
HECKOJILKO pa3, MOKAa B HUX €CTh KUBbIE MOPbI, B peiKUMeE
PeaJIbHOI0 BPEMEHHM BUAHO, YTO NMPOUCXOAUT ¢ 00pa3LoM Npu
CCKBCHHPOBAHMM M  4YTO-TO CKOpPpeKTUpoBaTrh. KEcTb
TEXHOJIOTUS, KOTOPas 3aCTABJISET BO3BPATUTH U3 HAHOIOPHI
HeKeJaTeJbHYKw A cexkBeHupoBanuss  HII  (mopa
nponyckaer JIHK c¢o cxopocreio 450 HyK/I€0THI0OB B
ceKyHay). CoBpeMeHHbIE peaiu3alui aJropuTMA MO3BOJISIOT
CEeKBCHUPOBATH OT/IE/IbHO TOJLKO IK30M.



https://www.whatisbiotechnology.org/index.php/science/summary/nanopore/nanopore-sequencing-makes-it-possible-to-decode-the
https://www.whatisbiotechnology.org/index.php/science/summary/nanopore/nanopore-sequencing-makes-it-possible-to-decode-the

I'EHOM YEJIOBEKA ®EBPAJID 2018

B crarbe, ony0aumkoBaHHOU B Nature Biotechnology, Takxke
ONMUCAH TMoOCTaBJeHHbIH ¢ mnomMombio MiIinlON pexkopa
no camomy JiauHHoOMY mnpoureHuro JIHK kiaerouHou JuHUH
yeqqopeka GM12878. B wurore moayuumiau 91,2 ruradas
JAHHBIX, 4YTO0 Cco0O0TBeTCTBYeT 30-KpaTHOMY NOKPLITHIO
resoma. /limHa 0oJiee MOJOBUHBI NPOYTEHHBIX (parMeHTOB
JHK cocraBuja 100 Thicsiy 1. 0. 1 0oJ1ee.

JlooJTHUTEILHO UCCJIea0BaTe/ I MoKa3aJiu, 4To
¢ ONITUMHU3UPOBAHHBIM MPOTOKOJIOM BO3MOKHO OIpeaeIeHue
nociaeaosareabHocTdy  JHK 10 882 7Thicsu m. o.
MakcumMajibHasd JIMHA NPOYTEHUS OIpeaeasaercd TOoJbKO
Ka4eCTBOM Bbiiejenus  JAHK. Iocue CpaBHEHUSA
¢ pedepeHcHbIM reHomoM JuHuu GM12878, koropbiii ObLI
NPOYTEH TPAAUIMOHHBIMUA METOAAaMHU MHOI0 Pa3, 0Ka3aJi0Ch,
YTO TOYHOCTH cOOpkHu npudaumxaercsa k 100%.



OBJIACTU IIPUMEHEHUA
MNEPCOHAJIM3UPOBAHHOUN MEJJUIIUHBI

Hauboabmu nporpecc B npuMeHeHuu noaxoaos 1M

HaO/II01aeTCH B TUATHOCTHKE 7| JICYCHU U
MVJIbTH(HAKTOPHBIX 3200J1€BAHMIA: OHKOJIOTH M,
KapAMOJIOTr U, IHAOKPHUHOJIOTHH, JIa00paTOPHOH
MeAMIIMHE, THMHEKOJOrMHM, PEBMATOJOIHH, JAPYIHX
o0tacTaX  MeQMIMHbLI, a  Takke  (apMakoJOoruu
(bapmakoreHeruka, (pPapMaKOreHOMHUKA), BbISIBJICHHUE
JIEKAPCTBCHHOM PEe3UCTEHTHOCTH, pa3padoTke /|

KIAMHUYECKUX HCNbITAHUAX JIEKAPCTBEHHBLIX cpeacTs. B
OPraHU3aMUOHHBIX ACMEKTAX 3T0 PAaHHAS JAHMATHOCTHKA,
OLICHKA PUCKA, NPOPUIAKTUKA, MOHUTOPUHT JIeYEeHUS.



[eHHble ceTu No OTHOLIEHUIO K CbYHKLII/IOHaHbeIM reHHbIM KrnacTtepam

leHbI
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OTHOCUTEILHBIA PUCK

KoonepaTtusHbiK 3P PeKT reHeTUYECKUX U
cpenoBbiX PaKTOpPOB, onpeaenaoWwmx pUcK
Pa3BUTUA UHPAPKTA MUOKAPAA Y MYXKUYMH B
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3AJAUYU TEPCOHAJM3UPOBAHHOM
MEJULINHBI:

BpIsiBjIeHHEe NOATHIOB, pPaHee  Ka3aBIIMXCH
e¢INMHbIMH, 3200/ 1EBAHUN

Haxo:xxaeHue Ha H3TOM OCHOBE€ MHUIICHUM 1JIA
CO3J1aHHUS HOBBIX JIEKAPCTBEHHBIX CPEACTB

dapmakoreHeTu4eckas OINEHKAa 3I(PPEeKTUBHOCTH
CylIEeCTBYIOIINX U BHOBb CO31aBaeMbIX
JIEKAPCTBEHHbIX CPEACTB

Co3nanue Ha ocHoBe OMMKCHBIX TexXHOJ0ruM
NJIA BbISIBJICHU A 3a00J1eBaHNH
BBICOKOCIHICIIU(PUIHBIX JUATHOCTHYCCKUX IMAHEIeH
JIAa00paTOPHBIX OHOMAPKEPOB



IimaBHBIM (paKTOPOM, 3aNyCTHUBINMM B3PbIBHOM POCT
MEIUIMHCKON TeHETHKH, CTaja I[OTPeOHOCTh B
PA3BUTHM TMEPCOHAJIU3ZUPOBAHHOU U TNPEBEHTUBHOMU
MeauuHbl. Cunraercs, Yro 10 20% CcyuniecTBYIIIIUX
MEIUIMHCKHUX IPOTOKOJIOB Jie4eHUsI Hed(dh(heKTUBHbI,
IMOCKOJBbKY  HE  VYHUTBHIBAKT __ MHIMBHUAYAJbHbIE
0COOCHHOCTH _OPraHM3Ma _4YeJIOBEeKa, a TaKiKe He

YYUTHIBAKOT N3MCHCHUSA IMUIAEMHUOJTOTUYECKON
00CTAaHOBKM B MUpe (MHOKECTBEHHAs JIeKAPCTBEHHASA
YCTOMYHMBOCTD IAaTOr€HOB, Yype3BblYanHas

BapHa0eJbHOCTh MUKPOOPraHU3MOB).!

Thttps://www.healthcarebusinessinternational.com/fraud-
analytics-set-to-reshape-private-healthcare/



B Nature Medicine ony0JJuKOBaHA CTATHS, B KOTOPOU KPYIIHbIE
MHUPOBbIE CTPATEr'M 3APABOOXPAHECHMA 321aJIUCh BOIIPOCOM
onpeaeIeHUs IIIABHBIX PECYPCOB 3IPABOOXPAHEHMSA C TOYKH 3PEHUS
3P PeKTUBHOCTH PAdOTHI.

IIpoBe/IeHO cenHaJIbHOE UCCICI0BAHNE: K ThICAYe MAIUEHTOB €
olnpeae/ICHHON NATOJIOrued IPUMEHUIU COBPEMEHHOE CTAHAAPTHOE
JICYCHUE, HEKUI CPEeITHUU YPOBEHb BO3MOKHbBIA HA CErOIHHA
Tepanuu, u 3ppekTUBHOCTL OKazagach 30%. K apyroi teicsaue
00/1bHBIX IPpUMEeHWIM oAX0AbI IIM M 3(ppekTUBHOCTH COCTaBHIIA
10 70%.

Takum obpasom, yxKe cerogHa, oNUpPaAcb HA COBPEMEHHbIe
NNeKApPCTBEHHbIE U MHCTPYMEHTA/IbHbIE pecypcbl, 3PPEeKTUBHOCTb

neyeHUa MOXKHO NoBbicUTb Ha 40%! _

p



I'EHETHYECKHUE BUOMAPKEPDI

Deciphering Complex Disease
A systems biology approach using the SOLID™ System
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AHOMaJIbHOe MeTWJ/IMpoBaHue —
paHHee cobbiTUe KaHLueporeHesa

AHOMaNbHOE METUINPOBAHUE - 3TO HeMeTHITHP OB AHHEIH IeH
MeTWIMpoBaH1e NPOMOTOPHbIX PAUOHOB
reHoB CyrnpeccopoB B ONyXo0Jiu,
CBfi3aHHOE C HapyLueHUEM SKCNpPecCcumn m

OTCYTCTBMEM 6eN1IKOBOro NpoAykKTa, IIp OMOTOPHBIM p afioH
peryJimpyrowiero KJ1eTouHbli LMK,
KNeTouHyro ancdpepeHUnpoBKy,
nponudepaumro, anonTos U apyrue

AHoMATBEHOE MEeTH/IIHPOEAHHEe I'eHA

npouecchbl.
23 24 25 26 27 28 K K-
~ I |.". . ' =2 IKCIIpeccHd
_ -m @ rerumiporane
~ - O OTCYTCTB He MeTHIIpPOBaHHA
46 45 44 43 42 41
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BhisiBIeHMEe «T€HOB NMPeAPACHOI0KEHHOCTH» K 3200J1€eBAHUIO
MPOBOAUTCH NMyTe€M COMOCTABJIEHUH YACTOT FeHOTUIIOB Y 00JILHBIX U
310POBbIX

['pynma 00abHBIX KoHTpomb (310pOBEIE)

2

@)

@ - ICHOTHUII,

%S; yKa3bIBAIOIIUH Ha
IZD IIPEPACIIONOXKEHHOCTD
Of&a{? pep
K 3200JIEBAHUIO.

>> P

P6OHBHBIC KOHTPOJIb

OR — xonnuecTBeHHas Mepa npeapacnonoxeHHocty (Odd Ratio),
MOKa3bIBAET BO CKOJIBKO Pa3 MOBBIIICHA BEPOATHOCTD 3a00J1€Th I
HOCHUTEIS «ILIOXOT0)» T¢HOTHUIIA

(1- P

P

00JIbHBIE KOHTpO.JIb)

OR =
(1-P

KOHTpOHB 6OHBHBI€)




PacnpocTpaHeHHbie ajuieu ¢ 00abumM 3¢ dexrTom,
ooHapy:xxeHHbie B GWAS (no Ch.S. Ku, 2010)

bonesHb HanMmeHoBaH rs OR OMIM PervoH
Me reHa
Bo3pacT- CFH 380390-C 4.60 134370 1q31
3aBuMcumMmasn
AereHepauus
ceTyaTKm
dkchonmarmBHas LOXL1 382942-G | 20.10 | 153456 | 15q24.1
rnaykoma
bone3sHb KpoHa JL23R 10889677 2.13 607562 | 1p31.3
Pak siMuka KILTG 3782179 3.08 184745 | 12q22
4474514 3.07




Caenywiiue NpU3HAKH XapaKTEePU3yIOT reHeTHYECKUH TeCT,
KOTOPBIX J0JIKEH CTATh HACTOAIMM MHCTPYMEHTOM PadoThI
Bpaya:

- BKJIWOYEHHbIC B IMAaHeJb IC€HEeTHYECKHE MOJUMOPGU3MBbI
HO0JIPKHBI COOTBETCTBOBATH KpurepusaM JIM (crarucTHYecKH
J10CTOBEPHbIE, BOCIIPOM3BOUMBIE, MOABEPIrHYThI
KPUTHYECKON OleHKe B MHTepecax mammenra). AHK Tect
UMeeT KPUTepUM JTOCTOBEPHOCTH, €CJIAU NoJauMopdusmM u
CBSAI3AHHBIA C HUM TI€HETHYEeCKHMH PHUCK OOHAPY:KEH B XOje
GWAS uiau BbLIeJEH B pe3yjbTare IPOBEIEHHOI0 MeTa-
aHaJIU3A. BaxHo, yTo KOJIUYECTBO YYACTHHUKOB
UCCJICA0BAHMN B Ipynmnax /Ui NONYJAANMOHHOW TIeHEeTHKH
10JI2kHO ObITH He MeHee 1000 yesioBek.




UcnonHutenb: EBponenckui koHcopuuym Gabriel

CoTpyaHn4yecTBO: 164 yyeHbix u3 19 ctpaH (23
nccnepoBaTeNibCKUX rpynn)

O6BLeKTbl nccnegoBaHusa: 10 000 actmaTukoB (geTu
u B3pocnbie) n 16 000 3agopoBbLIX MHANBUAYYMOB.

KuiroueBnbie pesdyiastarsl npoekra GABRIEL (2006-2010 r.r.)
O6Hapy»XeHbl HOBbIle reHbl, y4acTByIOLWME B UMMYHHOM OTBETe, NPOHULLAEMOCTU 3NUTENUSA
6pPOHXOB M KOHTPO/1IE CKOPOCTU BOCCTAHOB/IEHUA NMOBPEXKAEHNIA CAN3NCTOU 060104KHN
AbIXaTeNbHbIX NyTEW.

e ACTMy paHee cuuTanu eguHou 6onesHblo. Ho nonyyeHHble pe3ynbraThbl
npeanonaraloT buonornyeckue pasnnuma ana Tpex KAMHnYeckmnx opm: aeTcKas,
aCTMa B3POC/bIX U TAXKenaa actma.

® Anneprua ABAAETCA BTOPUYHBIM MO OTHOLIEHUIO K gedeKTam CAU3NCTon 060104KHU

AbIXaTeNbHbIX NYTEU NPU aCTMe U KOXKHOTo bapbepa y gerteit ¢ sKk3emou. Tepanuma TONbKO
annepruu He byaet apPpeKkTnBHa.

e MpeacKasatenbHas LEHHOCTb reHeTUYECKMUX TeCTOB HU3KaA. Heobxoguma naeHtudukauyma
anureHeTn4Yecknx ¢pakTopos.

e 0603HaueHbl muweHn gna 3pPeKTUMBHOM Tepanumn acTMmbl.



I'EHETUYECKHUE ITIOJIUMOP®U3MbI OHII B
BOJIBIIUHCTBE CJIYYAEB I1JIOXO
MMPEJCKA3BIBAIOT PUCKHU BOJIE3HEN

YdeHnble OOHAPYKUIU MCKJIWYCHUA (Hanmpumep, 00J1e3Hb
Kpona, wpequakuss W JereHepamus KeJTOro mnsTHA),
reHeTHYeCKUHM BKJIAJ KOTOPBIX COCTABJISIET NPUOJIU3UTEIHHO
or_ _40% no  50%. B YauBepcurere AJbOepThbI
NPOAHAJIU3UPOBAIH 001IeIOCTYNHbIE JTAHHbIE 569
FeHETUYCCKUX MCCJIACA0BAHMN, COOPAHHBLIX B_TEYEHHE JIBYX
NCCATHJICTHI M oxBarbhbiBAWIIMX 219  MeIMUMHCKHX
COCTOSIHUM. B 3THX MCC/IeI0BAHMAX HM3YYAJIUCh OTHOIICHMSA
Mexxkny OHII, w pasauyHbiMM  3200J1eBAHUSIMH |
cocrossnuamMu. IlomaBisiomee OOJLIIMHCTBO 3a00/IEBAHHUH,
BKJIIOYAsi MHOIMe BHAbI paka, auader u  00JIe3Hb
AJblrenMepa, MMeET B JyylleM CcJyyae TeHeTHYeCKHUH
BKJIaZ oT S 10 10%.




GWAS, n1o3BoJisieT CylmecTBEHHO 00J1erYuTh MOUCK
reHeTHYeCKHUX B3aUMOCBSI3€H M B 3TOM ILIAHE MPEBOCXOAUT
MeTOo/, BKJIIoUYamui Tojbk0 nouck OHIL.

IIpoBeaen GWAS aas Moaejad JeTCKOM acTMBbI,
KOTOPbIH BBISIBII HIeCTh HOBBIX reHOB,
OTBEYAKIIUX 32 MPeapacHoJIOKEeHHOCTb K JITOMY
3a0oseBanuio  (MANEA, MRPL53, LYCAT,
ST8SIA4, NDFIP1, u PTCH1), co cpeanuM ypoBHEM
JIO2KHOIOJIOKUTEJIbHBIX pPe3yabTartoB MeHblie 1%.
Taxon YPOBEHb JA0CTOBEPHOCTH SIBJISIETCSH
HEIO0CTUKMMBbIM JIJIA TECTOB, HCI0JIb3YIOIIUX TOJbKO
nouck OHII, a BJHsiHME 3TUX I'€HOB HA 3200J1€BAHME
PerMMYyIIeCTBEHHO peajau3yercs HA
TPAHCKPUIIIIMOHHOM YPOBHE.




NHTEerpaTuBHBIA NMOJTHOITCHOMHBINA AHAJIM3
acconuanui (IGWAS)

Hosbii moaxox iGWAS, rae ucnojab3dyercss MmHopMmanus 00
IKCIPECCHM T'eHOB s MccaenoBanus B3aumocBazu OHII ¢
dbenorunom 3a0ogaeBanuss. B uyacTHOCTHM, wuUcciaeayercsHd
IKCNMPECCHs T'eHOB, B3aMMOOTHOIIECHUS BHYTPH KJIACTEPOB
OHII u camo 3a0osieBaHMe, YTO NO3BOJSAET  Pa3aeJUTh
BJIMSIHUE T€HOTUIIA HA (peHOTHII 3200/ 1€ BAHMA HA IBE YACTH.

IlepBasgs 4actb — 3710 3(Q@eKT, omocpeayeMbld YypOBHEM
IKCIPECCHUM TIEeHOB, KOTOPbLIA HA3LIBAKT MeAMATOPHbLIM
dpPexToM, BTOpasi 4YaCTh O0YCJOBJIECHA BJIMAHHEM JAPYIrHUX
OMOJIOrMYeCKMX MEeXaHM3MOB WJIM BHEIIHel cpeabl H
HA3bIBACTCHA AJbTEPHATUBHBIM 3 deKkToM.

PazpabdoraHa miodajbHasgs cHCTeMa TEeCTHPOBAHUS O000HUX
3(pPeKTOoB I CO3AAHMHA IMPOCTHIX MOAeJed IaroreHesa
3200/1eBaHUM.



I'EHETUYECKOE TECTUPOBAHUE

B nacrosimiee BpemMss B IIM MOXHO BBIACJIUTH HECKOJIbKO
HanpaBjaenun [I'T: npeuMILIaHTANIMOHHOE,  NpeHATAJIbHOE,
HEOHATAJIbHOE, TNeAMATPUYECKOoe UM TepalneBTHYECKoe LIS
B3pocjoro Hacejgenus. OQ0biyHo I'T npumeHsOT B ciayyasax
HAIMYUSA KIMHAYECKHUX CHMITOMOB WM POACTBCHHHKOB,
CTPAJAKIIUX TeHETHYECKUM 3200/1eBAHUEM.

TexHosornuecku I'T ocyiecTBjasieTcss ABYMS MeETOAaMH, BO-
NePBbIX, TAPreTHbIM _ CEKBEHMPOBAHHEM INPH  HAJIUYHHU
KOHKPETHbIX TIE€HeTHYEeCKMX IOJUMOP(PU3IMOB, H, BO-BTOPbIX,
I0JJHOL€HOMHOI'0 CeKBeHUpPOBaHUsl. B mepBOM cJjiydyae MCCIeayT
KOHKpeTHbIe TreHeTuyeckue mnoaumopdusmbi: OHII, CNYV,
BCTABKHM, JejeluM, AYIUVIMKANMM U T.Jd. LeJeBbIX IC€HOB  MJIM
XpPOMOCOMHOI0  pervoHa. IloJIHOr€HOMHBIC  MCCJICIOBAHMSA
NPUMEHAKT NpPUH 3a00JeBAHUAX C¢ He COBCEM 4YeTKOH
KJIMHUYECKON kapTuHoil, M®3, a TakiKe npu NPOBEICHUU
CKPMHHMHIOBBIX HCCJIEA0BAHMN Jsl BBbIABJICHUS PEAKHUX M He
OYeBUWIHBIX (heHOTHUIIOB




UaeaabHBIN METO TEHETHYECKOT0 CKPUHUHTA
3200/1eBAHUI 10JI’)KeH UMEeTh, 110 MEeHbILel Mepe, TPH
NnpeuMyLiecTBa nepea «TpajuliuoOHHbIMID)
AUATHOCTHYECKUMHU TECTAMM:

-pe3yJabTarbl MOIYT TOYHEe TOBOPUTH O PHCKeE
pPa3sBUTUS 3a00JieBaHUsA, 4YeM (PCHOTHNMUYCCKUI H
(W1M) OMOXMMHUYECKHI CKPUHUHT;

-10JIKEeH CYIIEeCTBOBATH IKOHOMUHYECKH
ONPABAAHHBLIA M BbICOKOI(P(PEKTUBHBIA CIOCOD
IpeaoTBPALleHU JAHHOI0 3200/1IeBAHNA ;

-peKOMeHaaAMMN, MOoJy4eHHbIe B pesyabrare 17T,
TOJIKHbI UCIOJTHATHCSH nmalMeHTaMuU
0eCnpeKocCJI0BHO.



OCHOBHBIMH U Hau0oOJIee peaibHbBIMUA HANIPABJICHUSAMHA
UCNOJIb30BAHUSA TeXHOJIOTud NGS B MeAMUMHCKON MPAKTHKE
SIBJISIOTCA pasHbie BapuaHThl I'T U ucciaenoBanus
MHUKPOOHMOMHOI0 OMOLIEH03A YeJI0BeKa.

MOKHO BBIJICJUTH IBA OCHOBHbIX HANIPABJICHUSA NPUMEHECHUA
UCI0JIb30BAHUEM IT'€HOMHOI'0 CeKBEHUPOBAHUSA B OJIMKallee
BpeMu: HEMHBA3HMBHbIU NpeHATAJIbHbIN CKPUHUHT
(omenuBaerca 100000 wucciaepoBanuun B r1rogq B PD) m
OHKOJIOTMSI: oOnpeaejieHHe TepPMHUHAJBHbLIX MYTallUd Yy
3/I0pOBOI0 MAIUEHTA Js OHEHKH PHUCKA BO3HUKHOBEHMS
paka (nmpexae Bcero PMJK, paka jierkux, npaMoi KUIIKA H
JAp.) 1 COMATHYECKUX MYTAIMH JJsl moA00pa ONTUMAJIbLHOM
Tepanuu OIyXO0JIu.

OO0b14HO I'T npuMeHSIIOT B CJy4YasiX HAJMUYUASA KINHUYECKHX
CHUMIITOMOB HJIN POACTBEHHHUKOB, CTPagaAOIIHUX
reHeTHYECKHM 3200/ IeBAHUEM.



Schiabor Barrett, et al. Positive predictive value highlights four novel candidates

for actionable genetic screening from analysis of 220,000 clinicogenomic records. //
Genetics in Medicine (2021). DOI: 10.1038/s41436-021-01293-9

B CIHIA y:xe npoBOAAT eHETHYECCKUI CKPUHUHI HACEJICHUS,
HANPABJIEHHbIA HA BbISIBJCHHUE paKa IPyid U SAMYHHUKOB,
cBsA3aHHOIO ¢ wmyramusasMu BRCAI  um BRCA2 nm
BapuaHToB __ LDLR ¢ KOPOHAPHBLIM __ aTEPOCKJICPO30M.
CkpuHHHI 3a00j1eBaHMM He00X0AMM, TaK KaK OHH
A0CTATOYHO PACNPOCTPAHEHBbI, PUCK CHJIbHO KOPPEJHUPYET C
MYTAallUSIMHU B OIIpeJeJIeHHbIX I'eHAaX, a paHHee BbIABJICHHE
MO3BOJIAET CYIECTBEHHO 00JIerYUTh JIeYEeHHeE.

Iloka3zareqb 3HAYMMOCTH TE€HETHYECKOI0 BapHMaHTa MpPH
CKPUHUHIE - MOJI0KUTEIbHAS MPOrHOCTHYECKAS
LEHHOCTh (positive predictive value, PPV) — BeposiTHOCTD,
YTO 4YeJOBEK ¢ OOHAPYKEHHBIM «ILUIOXMM) TIeHeTH4YeCKHM
BAPUAHTOM JICCTBUTEJIbLHO OKAXKETCHA 00JICH.



https://www.nature.com/articles/s41436-021-01293-9
https://pcr.news/dictionary/?term=%D0%94%D0%BE%D1%81%D1%82%D0%BE%D0%B2%D0%B5%D1%80%D0%BD%D0%BE%D1%81%D1%82%D1%8C%20%D1%82%D0%B5%D1%81%D1%82%D0%BE%D0%B2
https://pcr.news/dictionary/?term=%D0%94%D0%BE%D1%81%D1%82%D0%BE%D0%B2%D0%B5%D1%80%D0%BD%D0%BE%D1%81%D1%82%D1%8C%20%D1%82%D0%B5%D1%81%D1%82%D0%BE%D0%B2

UccaenoBareau u3 amepukaHckod komnanuum Helix, koTopas
3aHUMAETCH MONYJASAIMOHHON NeHOMUKOM, NPOAHAJIN3UPOBAJIHU
IK30Mbl 1 MeAUIIMHCKHE KapThl 00J1ee 220 000 nanueHToB, YTO
I03BOJINJIO BBISIBUTH HECKOJIBKO HOBBIX PEIKHX NeHETHYECKHX
COCTOSIHU M, ¢ BbICOKO PPV yka3biBaroumux Ha 3200J1eBaHUS U
MOIYT OBbITh BKJIIYEHbI B MPOrpaMMbl TI'€HETHYECKOIO
CKpMHMHIra HacejJeHus. Bcero Obl10 o0o0Hapyxkeno 74
CTATUCTUYECKH 3HAYUMBIX aCCOLMANMM MeKAy 27 reHaMM.
I'eneTnueckux cocrossHu ¢ PPV 06oJiee 0.3 (He MeHee 4eM y
30% Jronerl ¢ 3THM BapHAaHTOM I'eHAa pPa30BbeTcHa 00J1€3Hb)
0Ka3aJI0Ch Bcero cemb. Cpeay HHX 4YeTbIpe paHee He
ONMCAHHLIX BapHAHTA T€HOB: OblIa II0Ka3aHAa CBS3b
Bapuanta GCK c¢ caxapHbIM JuaderoM, Bapuanta HBB c
reMorsioomHonarue, Bapuanta PKDI ¢ nDOJUKHCTO3HOM
00J1e3HbI0 MOYEK M BapuaHTa MIP ¢ KaTapaKToOil.




DopMaThbl KIMHUYECKHX MCCJIEA0BAHUM € UCII0JIb30BAHUECM
reHoMHOro cekpenupoBanusi (NGS):

IOJIHOTeHOMHOe cekBeHupoBaHue (whole genome sequencing, WGS);
MOJIHOOK30MHOe cexkBeHupoBanue (whole exome sequencing, WES);
CeKBEHHPOBaHMeE TeHHbIX MaHeJe.

I10JIHOT€HOMHOE  CeKBEHMpOBaHMe A  S0-KparHOro mnpoyYTeHus
HeoOxoauMo moaydursb 170 muapa. 0yks. Mcmoab3yercsi B KIMHUKE KaK
AJIbTEPHATHBA MHUKPOYHUIIOBOM IUATHOCTUKE WJIM IOJHOTCHOMHOU
rudpuan3anmuu JJIs TOUCKA KPYNHbIX CTPYKTYPHBIX H3MEHCHHUH
xpomocom (0osiee 100000 m.H.). Xopouio MOAXOAUT JJisi HEMHBAZUBHOIO
ckpunudra. K WGS npuberarwr, xorma ocTrajbHbie MeETOAbI
FeHOAUATHOCTUKH Ce0sl MCUepIaJIn.

I10JIHOOK30MHOE CEKBEHMPOBAHME HaM0oOJiee MEePCINeKTUBHbIA METO
aHaJIM3a, eCJIM TeHeTHYeCKasi MPUpPoaa 3a001eBaHuA He sicHA. Pe3yabTarsl
WES karopr mamueHTOB, NMOA00OPAHHBIX IO HO300JI0THSIM, 0000LIEHbI B
XOPOIIO KJIUMHUYECCKH AHHOTHPOBaHHBbIC¢ B/l ¥ MO3BOJIAT BBIABJIATH HOBbIE
reHeTu4eckue KOMIOHEHThI MOHOTeHHBIX U Md3.




CeKkBeHHpPOBaHNEe TE€HHLIX IIaHeJel  NO03BOJIsIeT
HCCIEA0BATL Cpa3y BCe TeHbl, MYTAallMd B KOTOPBIX
BbI3BIBAKOT KJIMHHYECKH CXOAHbIE MopaxkeHusi. B Hacrosimee
BpeMs NaHHBIH ¢hopmar fIBJIsIeTCA HaunoOo.1ee
PACIIPOCTPAHEHHBIM HM3-3a NPOCTOTHI, [CIIEBU3HBI M
OTHOCHMTEJbHO NMPOCTOM MHTEPIpPETAMH JAHHBIX. B manean
BKJKYAKT TOJbKO Te T'eHbl, JJf KOTOPbIX Yy:Ke J0Ka3aHa
CBA3b C 3200,1eBaHUSIMU.

B Hacrosimee BpeMsi B Pa3jIMYHBIX Ja00OpaTopusix
mupa npemjgararor 0osee 1000 reneru4ecKux TECTOB, B TOM
YHucJie KOMIIAHUU, KOTOPbIe NMpeNjaaraloT ux NpoMTH, MUHYH
Bpa4va, 0JJHAKO TOYHOCTH 3HAYEHHUE U LeJeCO00Pa3ZHOCTDb psijia
TECTOB /Jsi MeAUIHUHbI HMHOIMA BbI3LIBAIOT COMHEHHUS.
PasBurue pbiHka I'T 3aBHCHT He TOJIBKO OT BO3MOKHOCTEH
HAYKH, HO M OT 3alPOCOB 0011eCcTBA.



Oco0eHHOCTH MeTO0/1a: 0XBAT

I1oHBIM DK30M:

HexoTOpbIM manyeHTaM MOJIEKYJISAPHBLIN
P yp 20 000 reHoB

AUATHO3 HE MOZKET ObITH MMOCTABJICH APYIruM

CII0CO00OM.
IpuyuHbI:

* FTeHETUYECKAS reTePOreHHOCTh

* OTCYTCTBHME YETKOU KIUHUYECKOU
TMII0TE3bI

KiuHnyeckuu

IK30M: 4800 re

5 -500 renoB

1 ren

CekBeHUpoBaHue
[eHHble naHenu
no CaHrepy

TpeOoBaHMA K TOYHOCTH KJIMHUYECKOI0 AUATHO3A




Padora ¢ TreHeTMYeCKUMM NAHEJSIMHM _— 3TO _HOBOE
HAIIPABJICHUE MBIILJICHUS B _CHUCTeMe padoThl _Bpaua,
y4HuThIBAKOIIICE ero YPOBEHb KOMIIeTEeHII U,
NPaAKTHYeCKUI ONBIT, OCHOBBIBAAICH HA
HHIAMBUAYAJBHOCTH MamueHTa. Bpauy  J10/IkeH  yMeThb
HHTEPIPETHPOBATH PE3VJbTaThl _TECTA, CAMOCTOSTEIbHO
COCTABJATDH 3aKJIHYCHHUE 7] [EePCOHAJbHBIEC
PEeKOMEHIAIMU _maluMeHTy. B 3TOM M COCTOHMT CYTh
[EPCOHAJIUZUPOBAHHOIO moaxoxa. CucremMa NPUHATHUA
pemienuin (M) mMoxkeT MOABUTHCH B OylyllleM HAa CTbIKE
reHeTUKM M OHMOMH(POPMATUKHM, a IOKa MNPUHATHE
PelIeHU MO0 TIeHEeTUYECKOMY TEeCTHPOBAHMIO MMAIUECHTA
HAXOAMTCH B 30HE OTBETCTBEHHOCTH €ro Jieyauero spava.




Haubosiee pacnpocTrpadeHHbIe NP00IeMbl Y COBPEMEHHbIX
MPOAYKTOB N'eHETUYECKNX UCCIeTOBAHUM:

- TeHeTHYEeCKAada MaHeJdb UCCIAEAYeT MAJI0 FeHeTUHYECKUX TOYEK
U HA 3TOH OCHOBE (POPMYJIHMPYIOTCH TOJbKO 00LIEU3BECTHDbIE
pexoMeHaanuu. /JIpyroi KpamHOCTBIO HABJIAETCA TO, YTO
reHeTHYeCKass IaHeJb BKJIKYAET MHOI0 TI'e€HeTHYECKHUX
TOYeK, HanpuMmep, S00 TbIC., YTO CJI0KHO UHTEPNPETHPOBATH
U HEeYI00HO /JJIsl Bpa4ya-NMpPaKTUKA

-T¢€Hbl, OTBeYaKIIUe 32 (YHKIUU BbICHICH HEPBHOW
ACATEJbHOCTH 4YeJI0BEKA, HEJOCTATOYHO MCCJICI0BAHbI, a B
reHETUYECKOM NPAKTHKE TMCUXHATPUYECKUX 3a00/1eBaHUM
HET pelnpe3eHTATUBHBIX BbLIOOPOK B CBSI3M CO CHenU(PUKOH
NMAIUEHTOB, COBEPLICHHO 0OecmoJie3Hbl B NMPAKTHKE Bpadya H
AMCKPEIUTHPYIOT peajibHbIe HAYYHbIe HAPA0OTKH.




IHouemy 3K30M

CTOMMOCTDH CEKBEHHUPOBAHUS IMOJHOIO reHOMa B ~4 pa3a
BbIllle CEKBEHHPOBAHMS IK30MA.

CTOMMOCTHh XpaHEHHM U AHAJIM3A JaHHbIX BbilIe B ~10 pas.

JIJis aHaJan3a 310POBbIX:

99% onMcaHHbLIX BApDUAHTOB MOKHO OOHAPYKHUTDH C
HUCNOJIb30BAHMEM CEKBEHUPOBAHUS IK30MA.

IIpu aHaM3e reHoMa 00Hapy:KuBaeTCs 00/1bII0e KOJIUYECTBO
MEePEeCTPOEK C HeSACHOU 3HAYUMOCTBIO.

He onvcanHble BApMAHTHI B HEKOTUPYIOIIMX
MOCJIE0BATEJIbHOCTSX IVl MAMEHTOB 0e3 (heHOTHIIA
HEBO3MOKHO MHTEPNPETUPOBATD.



KoJinuecTBO NOATBEPKAEHHBIX MOJIEKYJISAPHBIX JTHATHO30B
HOBLINIACTCH IIPU ITOBTOPHOM AHAJIMN3€C IK30MOB ITAIIMCHTOB,
CCKBCHHUPOBAHHDBIX 6 Jgert Ha3all.

IloBTOpHBIA aHaMM3 AaHHBIX 250 3Kk30MO0B, (mepBbiil B 2012
I.) U HAa OCHOBe 3HAHUU Ha Jaexka0Opp 2017 r, yBeauuu
MOJIEKYJISIPHO-IUATHOCTHYECKUI BbIX0A MNOATBEPKIACHHbIX
cayyaeB ¢ 25 10 47%. HoBble MOJIEKVJISAPHbIC JMATHO3bI
ObLJIM ___ BBI3BAHbI ___KAK ___ OTKPbITMEM __ HOBBLIX __ T'€HOB,
ACCOLMMPOBAHHBIX € 3200J1€BAHUSAMH, TAK M _NPUMEHEHUEM
VIAVYIICHHOW  KJACCM(PUKAIMUA __ BAPMAHTOB B TeHaXx
U3BECTHBIX 00JIe3HEH, A TaK/Ke BbISIBJCHHEM IATOI€HHbIX
BAPDUAHTOB _YMCJIA _KONMH _HEKOTOPbIX YYACTKOB 3K30Ma.
Oko/10 Tpex 4YerBepTedl MALMEHTOB MOCJE IepecMoTpa HX
reHeTH4eCKHX JTAHHbIX ObLIU HAIPaBJICHbI Ha
JTOMOJHUTEIbHOE TeHETHYECKOe KOHCYJIbTHPOBAHUE, TAKTHKA
BeJeHUA 17 u3 HUX OblJIa KAPJAUHAJIBHO IepecMOTpPEHA.

Pengfei Liu et al. // Reanalysis of Clinical Exome Sequencing Data // N Engl J Med
2019; 380:2478-2480.




Pesyabrarsl npoekt 100 000 Genomes ¢cBHAETEJIbCTBYIOT 0
AUATHOCTHYECKON 3HAYUMOCTH MOJHOT€HOMHOI'0 CeKBEHHUPOBAHM A
10 CPABHEHHUIO C IK30MHBIM JJIsl PeAKHUX 3a00J1€BaHMI1

IIpoananu3upoBaau gaanHblie 4 660 mamumenToB u3 2 183
ceMell M HaWJEHbl HOBbIE JIOKYCbl, ACCOUMHPOBAHHbLIEC C
3aperucTpupoBaHbiMu 161  peakMMHM  PacCTPOMCTBAMM:
HeBPOJIOTHYEeCKHE, O(PTAIbMOJOIHYECKHEe M OIYyXO0JIeBble
cuHapomoB. 13% Bcex JMArHo30B, ObLIM _ CBSI3aHbI €
MYTAIUSIMH B HEKOJIHMPYIOIIHUX 00J1acTAX W1
MHUTOXOHJIPHAJBbHBIX  T€HAX, JKCHAHCHMEH  TaHJEeMHbIX
MOBTOPOB M _CTPYKTYPHBLIMHM BAapHMAHTAMM, YTO TOBOPHUT O
NpeuMyliecTBe  INMOJHOT€HOMHOI0  CEeKBEHHPOBAHHMS 11O
CPABHEHHIO C CeKBeHHpoBaHueM 3k3oMa. as 134 u3 533
MAIUEHTOB ¢ YCTAHOBJIEHHBIM paHee TeHEeTHYECKUM
AHUATHO30M JIeueHHe ObLJI0 N3MEHEHO.




B HEeKOAUPYIOIIUX YYACTKAX F'eHOMA €CTh MHOI0 o0J1acrei,
onpeaeJasaIuX cneuu@uIHYI0 JJs1 Pa3HbIX KJIETOK pad0oTy I'eHOB.

N3BectHO 0 80 ThIicauax Takux Hekomupywumx HII, a mo onenkam, ux
YHCJA0 MOXKET JA0CTUIraTh HECKOJbKHX COTeH Thica4. CoBpeMeHHOE
Pa3BUTHE TEXHOJOTMH U TOHKOI0 aHAJIM3Aa IKCIPECCHH I'eHOB OTKPLIBAET
HOBBII TOPU30HT: CTAHET SICHO, YTO INPAKTHYECKHU BeCh HAIl TCeHOM
AKTMBHO PadoTaeT M BCE €r0 YYACTKH HMEKT ONpeIeJeHHYI0 (DYHKIHUI,
YTO PE3KO MNOBLICUT IMOHUMAHHUE, IO0YEMY ONpeAeJeHHbIC MYTAlUN
CBSI3aHBI C ONPeAeJIeHHBIMU 3200/1€BAHUSIMMU.

HenaBHo y1aji0ch BbISIBUTH T€HETHYECKUIT MapKep 10 IKCIPEeCCHH reHa, u
MOKHO NPSIMO BO BpeMs ONepanuy IO yIAJEHUI0 NMEPBHYHOM OIyXOJIH
paKa 3HJAOMETPHS NMPeACcKa3aTh, OyAyT JiM Y NAIlMEHTKH MeTacTa3bl. Bpau
BO BpeMsi Onepanuyu MOKeT NPUHATH pPelieHue 0 TOM, OCTABJSATh UJIN He
OCTABJATH JuM@aTuyecKue Yy3Jbl, KOTOpPble OOBIYHO YIAJAKT B
npodpuaaxkrudeckux measx. [Ipakruka nokaspiBaet, 4rTo B 80% ciayuaen
ITO yAaJIeHHe HeOOOCHOBAHHO, U TAKas MEePEeCTPAX0BKA CHUXKAET KA4eCTBO
Ku3Hu 'y 80% xeHIUH



PYCCKHUE 'EHOMBbI

HauuoHa/JibHbIe TeHOMHbIC NMPOEKTHI CTAJU YyKe O00BIYHbIM
sIBJICHMEM B Pa3HBIX CTPaHaX, M ¢ KAXKAbIM IOA0M HMX YHCJIO
yeeaunuuBaercss. B 2015 roany B Cankr-IlerepOypre
CTApPTOBAJI MPOEKT «Poccunckue T€HOMBbD. B
HCCJICA0BATEJILCKUNA _ KOHCOPUHMYM _ BOLLIM __ I€HOMHBIE
JJa00paToOpuM M3 Pa3HbIX _TropoaoB _ crpaHbl: MOCKBBI,
HoBocuOupcka, Tomcka, Yodbl,  XadapoBcka H__ 1p.
Koopauuupyer npoekTt IleHTp reHoMHOW OMOMH(MOPMATHKH
uM. D, 1. Joop:xkanckoro  Cankr-llerepOyprckoro
FOCYIAPCTBEHHOI0  VHUBEPCHUTETA. HU1orom padoThI
ucciaeaoBarejed M BOJOHTEPOB (MPeXOCTABJISIONIMX CBOM
OuomMarepuaJ) 10JKkHA CTATh OTKPLITasi KOMIIbIOTEPHas 0a3a
AHOHUMHBIX TEeHOMHBIX JAaHHbLIX Oojiee 3000 yesoBek wu3
pa3HbiX peruoHoB Poccuu. Ilpeamosiaraercsa omnucarb
reHOMHbIE BapvMalMd M CO34aThb HH(MOPMAUOHHYIO 0a3y
BaApHUALMI, 3HAYMMBIX JJI MeIUIMHbI




IIposeaenue I'T Oyaer cnocoOCTBOBATH peKIaccCu(pUKAUU
3200J1eBaHUIl HA MOJICKYJISIPHON OCHOBE

I'T 1acT BO3BMOKHOCTH MCNOJbL30BaTh 04HO JIC 1 JieueHus
HeCKOJbKHUX 3a0ojieBanvii. MHorue M®P3 npeacraBiasiioT
Co00ii COBOKYIHOCTH PA3JIHYHBIX COCTOSAHUM, Kaxjaoe Wu3
KOTOPbIX HMMeeT COOCTBEHHYH) MOJICKYJSPHYIO IIPHPOAY.
Hanpumep, aBa Jeiiko3a MOryT OBbITb MIACHTHYHbLIMH
MOP(OJIOTHYECKH, HO HMeTh Ppa3Hbie MOJICKYJSAPHbIE
npoduau v mo-pasHomy pearuponsarthb Ha JIC.

EBponeiicKuil OnbIT MOKA3bIBAET, YTO «(PapMaAKOJIOrHYeCKUU
NACHOPT» BKJINYAKINUNA 58 reHeruyecKkux BapuaHToB 14
resoB (CYP2B6, CYP2C3, CYP2C19, CYP2D6, CYP3AS,
DPYD, F5, HLA-A, HLA-B, NUDT15, SLCO1B1, TPMT,
UGT1Al1l, VKORC1) mo:xker ObITHL HCII0Jb30BAH BMECTE C
KJANMHUYECKUMHU PEeKOMEHAANMAMM AJIsA ONTUMM3AIMHU 10361 U
NPOTrHO3UPOBAHUA MNMO00YHBLIX JPdexkToB I8 49 wyacrto
npumensiromuxcs JIC.



MPELUUSUOHHAA MEOAULUHA

Precision <+




NCTOPUS MOSABJEHUE TEPMUHA
MNPELNU3UOHHAS MEJJULIMHA

B kHure sxkoHomucToB K. Kpucrencena m JIx.
I' poccmana «IaHoBanmMoHHOE npeacKasaHue»,
Bhimieqmiern B 2009 r. BuepBbie NOSABJIsSIETCH caM
TePMHUH NpPEenU3MOHHAA MeAUMIHUHA. ITO COObLITHE
NMPOM30IILJIO IOCJe CaydYasds ¢ MajabdukoM Hwukom
BoakepoM, y KOTOpPOro B 2 roga CHJIbLHO 00J1eJ
KHIIEYHUK, a4 K 6 - oH nepenéc 160 omepanmi. K
JEYEHHI0  MAJbYUKA  MNOAKIYWICA  XoBap/
JxerKo0, CEeKBEHMPOBABIIMM €ro TIe€HOM M|
HameIImu Myranuoo B reie XIAP, oTBeTCTBEHHYIO
32 PeAKHH BOCHAJMTEIbHBIN NMPOLECC B KUIICYHHUKE,
KOTOPBLIM JICYUTCH TPAHCIUVIAHTAIMEH KOCTHOIO
MO3ra.



Hoii — 6-J1eTHMI MAJIbYMK, KOTOPbIHA CTPAa/1aeT
3a00J1eBaHMEM, HA3BAHUSA JIJIsi KOTOPOI'O IPOCTO HET.

B ssuBape 2015 . nporpamMmuctsl u3 TOPOHTO HAYAIM
TecTupoBarhb cucremy (MatchMaker Exchange) mo oomeny
reHeTu4eCcKoM MHpopManuen Mexka1y 00JIbHULAMH U
JAPYTMMHA MeIUIMHCKIMHA OPraHM3alMsIMHU M IMOKA ee
JIABHASL 1eJIb — HAJAKMBAHUE B3aUMOAEHCTBHE MEKTY
MeIMKAMM Pa3JIHYHBIX CTPAaH, KOTOPbI€ 3AaHUMAIOTCS
Po0JIeMOil peIKNX FreHETHYECKNUX MyTAllUi B OJTHOM-
e¢IMHCTBEHHOM I'€He.

Natchrhalker BEeEe<xchamge

SGenormic discowery through the exchanmnge of pheaenotypic & genoihywpic profiles




OBUIEE U PA3JIMYME B OJXOAAX M
U MpM

OBLIEE:

OMMUKcHblie TexHonorum (MM, MpM)

TapreTHble neKapcTBeHHble npenapartbl (MM, MpM)
BanaHne pakTopoB oKpyKatowen cpeabl (MM, MpM)

NMPELNSUNOHHAA MEOANMUUNHA
INeKTpPOHHAA meauuUuHa (mea. KapTbl, aHKeTbl)
LUudposaa meaguumnHa (MU, BAl, «aBaTapbi»)
MobunbHoe 3apaBooxpaHeHue (24/7, Tenem.)




IllpeaMKTUBHAS MEIUIINHA
- IHATHOCTHYCCKAS MEAUIMHA
PAHHUX JIA00PATOPHBIX
OMOMApPKEPOB M Tr€eHETHYECKHUX
IHpeaPaACIIOI0KEHHOCTEH
(OeHKA BEPOATHOCTEM)



WHHOBAIIUM B JIABOPATOPHOM JINATHOCTHUKE U
YYBCTBUTEJLHOCTDH AHAJIN3A

1890 . TPABUMETPUA YHYBCTBUTEJBHOCTD
TUTPOMETPUSA
OOTOMETPUS MMOJIb/JI
HE®EJIOMETPUA
1940 . XPOMATOI'PA® U
OJIIOOOPOMETPUA MKMOJIb/J
ATOMHASA ABCOPBIIUSA
1960 r. PAIMONUMMYHOAHAJIN3
UMMYHO®EPMEHTHBI AHAJIN3 HMOJIb/JI

®JIIOOPECHIEHTHBIV UMMYHOAHAJIN3
BUOJIOMMUHECHEHTHBINA AHAJIN3
1980 r. JIOMUHECIHEHTHBIA UMMYHOAHAJIN3 IIMOJIb/J
HOJIUMEPA3HASA LHEITHAA PEAKLIUSA
MUKPOBUOYHAIIbBI
CEKBEHHUPOBAHUME HYKVIEMHOBBIX KUCJIOT



I P-BboICOKAst TOUHOCTD U

YYBCTBUTC/IBHOCTD

MeTop, YyBCTBUTENBHOCTb OnTumanbHasa obnacrtb
npUMMeHeHus

Kanunaasipaoe boabme 10% OnyxosieBasi TKaHb
CeKBEHUPOBaHHE
IIupocexkBenupoBanue 10% OnyxoJsieBasi TKAHb
NGS 2% OnyxoJieBasi TKAaHb
KosmmuecrBennas TP 1% OnyxoJieBasi TKAHb
Alleanb 0,10% OnyxoJieBasi TKAHb
cneuupuueckas IIP
(ARMYS)
Hudposas 1P 0,1% n Hmxe IHK, peaxue

BAPHUAHTHI



UOKOCTHAA BMONCUA

BbIAB/IEHUE LIUPKY/TUPYIOLLMX
ONYXO/IEBbIX KNETOK (LIOK,CTC)



MuweHun ansa nepncepMMHOro MOHUTOPUHra
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LiupKynupyrouwme onyxonesble KN1eTKU, BHEK/NIETOYHAA U
repmuHanbHaa JHK 13 eguHoro obpasua Kposu

Immunofluorescence
labeling

Embedded ferromagnetic

B OCHOBeée — \ grid structure

cneuuanbHbI
NPOTOYHbIN YUN

“Sheath Flow”

o \

* MUKpOQIIOUIHBIA YHII, PA3MEPOM C
IpPeIMETHOE CTEKJIO

* UMmmyHO(IyOpECIIEHTHOE MEYECHME

Embedded 3D structures
for specific flow dynamics

°* BcrpoeHHast peppoMarHuTHasI CeTKaA
MMO3BOJISIET MPOBOAUTH MOACYET U
AHAJIN3 KJIETOK



CTC - MUKPOBUNOHUAIN

COCTOUT M3 KPEMHHEBOI0 YHUIIA C MPUCOEAMHEHHBIMM K HEMY
KOJIOHKAMH, KaMepbl, 1 MHEBMATHYECKOro Hacoca. KojioHKH
NOKPBLITHI  AHTHUTEJAMH K  aJAre3MBHBIM  MOJEKVJIaM
ynuTeanaJdbHbIX KJIeTOK (EpCAM., epithelial cell adhesion
molecule) KoTOpbIie UIPAIOT POJb MHUHHATIOPHLIX IPOOMPOK
e CMEeIIUBAITCA KJIeTKH M xummnueckue BemecrBa. CTC-
YHUI COOAEPKUT 78 ThIC. KOJIOHOK, BBIXBATHIBAIOIINX PAKOBbIE
KJIeTKH. B oT/iInune OT OOBIYHBIX KJETOK IMOYTH BCE KJETKH
KapuyHOM HecvT Ha noBepxHocTu EpCAM.

Oounapv:kuBaetr oauy HOK kpoBu jgaske cpeam MuJamapaa
HOpMAaJbLHBLIX, B 100 pa3 npeBocxoasi N0 YYBCTBUTEJIbLHOCTH
Hau0o0JIee  pacnpoOCTPAHEHHbIE METOAbl _ MICHTH(GUKAIMH
AHOMAJbHBIX KJIETOK.




PakoBas kieTka Jerkux "'mpuauvmia’ K
MUKPOKOJOHKe CTC-4ynna, KoTopas NOKpPbITA
AHTUTEJaAMHU.

Pasmepbl kaxaoun koJ0HKH - 100 x 100 mxm




CuKBeHC 0OJHOHN KJIeTKH

BOSMOXKHOCTb CUKBEHCA WHAUBUAYANIbHbIX
KJIETOK OTKPbIBAET HOBbIE BO3MOXHOCTU AONA
BUO/1OTUN U MEOULIUHDI.

( Battlich N. et al. Image-based transcriptomics in thousands of
single human cells at single-molecule resolution.// Nat.
Methods. — 2013. - 10.-P. 1127-1133.

FETEPOrEHHOCTb AHK B OMYXONEBbIX TKAHAX MO
CPABHEHUIO C HOPMAJIbBHOWU, OT NAUMEHTA K
NMAUMEHTY. DE NOVO MYTAUUU, HABJIIOOAEMbLIE B
CNEPME C BO3PACTOM, ACCOLMUPYIOTCA C AYTUSMOM,
LUIN3ODPPEHUEN, U YMCTBEHHOW HEAOCTATOYHOCTM.

( Boycott K.M. et al Rare-disease genetics in he era of next-

generation sequencing: discovery to translation.// Nat.
Rev. Genet. — 2013. — 14. — P. 681-691.)



Kiunnueckuii cay4dai: 52-jmernsas 6ojabHasa ¢ HMPJI

Resensitization to Crizotinib by the Lorlatinib ALK Resistance Mutation L1198F
Shaw A.T., Friboulet L., Leshchiner I, et al.//N Engl J Med 20165 374, P 54-61

IHociae MOJIEKYJISAPHO-TEHETHYECKOI0 MCCJIeI0BAHUSA ObLI
Ha3HAYeH «TapreTHbii npenapar» Kpuzorunud (K).

Yepe3 18 mecsiieB B KJETKAX OMYXOJM NOABMJIACH HOBAasi MYTALUS W
KJIETKM CTajJM YCTOM4YUBbI K mnpenapary. lloBeju XUMHOTEpANUIO,
KOTOpPAasi 3aCTABMJIA _ONYXO0Jb _OTCTYIUTh HAa M0Jroaa. 3areM CHOBA
pPeuuaInB U ObLIa MONBITKA CHOBA NPUMEeHUTH K — 0e3ycrneniHo.

3areM mNOABWICHA NPOXOAMBIIUN KJIMHUYECKHE MCNBITAHUS HOBBIH
npenapar — JIOPJATHHHMO u 6oJie3HbL OTCTYNHIa HA 6 MecsIeB.

3aTreM CHOBA THKeJIbIA PEUUIMB C YTPATOH (PYHKIMH MEYECHHU.

CHoBa MOJIEKYJISIPHO-TEHETHYCCKUN AHAJU3, NMPOAEMOHCTPUPOBABIINI
NMOsIBJICHUE HOBOW MYyTalMU, BOCCTAHOBUBINEH YYBCTBUTEJIBHOCTH K K,
KOTOPbIA ObLI Ha3HA4YeH B Tperuii _pa3! Meracra3dpl COKpaTWINCH B
o0beMe M BOCCTAHOBWJIACH (PYHKIUU NedeHH. bosibHasi mpoxuia emre
MoJIroaa.
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TpaguuuoHHaA buoncma TKaHU U «KnaKaa bunoncma»
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TEXHOJZ1IOTUUN AHAJTU3A
CBOBOAHOLUMUPKYTUPYIOLLIEU
BHEKIETOYHOMU OHK

HEUMHBA3SUBHOE NMPEHATA/IbHOE
TECTUPOBAHMUE (HUMT)

AHANN3 BHEKNIETOYHOW AHK NPU
PA3J/IM4HbIX 3ABOJIEBAHUAX



HeunnBazuBHOe npeHarajbHoe Tectuposanue (HUIIT)

Ucnoab3oBanue B I'T nupkyaupyrwmnen B KpOBOTOKE MAaTepPH
BHekJIeTouHOU JIHK mioga (celf-free fenal DNA, cffDNA)

BecbMa nepcneKTUHBHOM TEXHOJIOTHEH MPEeHATATIBHOIO
I'T sgBJasgercd WMCHOJb30BAHHME LUPKYJUPYIOLIIEH B
KpoBOTOKe Marepu BHekJjeTouHou /IHK muioma, HauvmHas
yaKe ¢ naTou Heaeau depemennocTu. ITo yucay nmpouyreHuu,
KOTOpPbIe  OTHOCATCA K  HCCIeayeMoll  XpoMocoMme
OTHOCHUTEJIbHO pedepeHCHOM, MOKHO ONpeaeuTh CJaydau
aHEeyIUIOAMM, BBIIBUTHL 1OJ  Oyaymero  peOeHKa,
XPOMOCOMHBbIE NepecTPOMKH. YKazaHHbli MeToa B 2012 1.
0/100peH KAaK JIONOJHEHHUE K CYIIECTBYIIIMM IPOTOK0JIAM
B_CIIIA, Ho HasHayaercss Ju0O IPH _BBICOKOM _PHCKeE
HACJIEACTBEHHbIX 3200J1eBAHMH, WJIN 10 KeJaHuw. NGS
ceKBeHMpoBaHMA Bced BHekJerTouHou /IHK m marepu wm
IJ101a, TO 3TO AAaeT BO3MOKHOCTh THATHOCIUPOBATH JI11000€
HaCJIeICTBEHHOE 3a00/1eBaHue.




HAYMHAS C 5 HEJEJIX BEPEMEHHOCTH TPOBOJUTCSI 3ABOP 18 MJI
BEHO3HOM KPOBU

HHK pebeHka B KpoBU maTepu

[ 1naueHTa MaTtepuHckas
KpOBb
1 Ieo)

Dapa becknetodHasa [HK rmnona
bp@a becknerodHas [1HK marepu



Kosu4ecTBeHHBIN, KOIIa MPOCTO CPABHUBAIOT KOJIUYECTBO
ucciaeayemMbix xpomocom (13, 18, 21 1 m0J10BBIX)
OTHOCHUTEJILHO HIECTOU U ONPEaeJAI0T BEPOATHOCTH HAJIUYMA
cuHapomoB Jlayna, JaBapaua, Ilaray, Kinaindgeabrepa u

Tepuepa.
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OneIT HEOHATAJIBLHOI'O CKPpMHHHI'A B MUPC

Nexus 466 61 YyBCTBUTEJIBHOCTh CKPUHUHIA C MOMOIIbIO
2016-2019 +45 ¢ NGS nuxke, yem TMC, HO BO3MOKHBI
3a001eBaHNEM JTOTOJIHUTEIbHbIE HAXOIKH.

Babyseq 954 127 Y 11 (8.6%) ObliIM 00HAPYKEHBI MATOTE€HHbIE U

2015-2020 BEPOSAATHO NMATOT€HHbIE HAXOAKH, 6 U3 KOTOPBIX
ObLIIM ACCOLMUPOBAHBI C PUCKOM Pa3BUTHA

kapauomonatuu; 4 (3%) B rene TTN.

IIpoexTt B Kurae 134 4950 Ilo TaHHBIM reHeTH4eCKOr0 CKPUHUHTIA Yy 4

(PMC8862216, (TosIBKO +36 ¢ HOBOPOKJAEHHBIX C OTPULATEIbHBIM

PempocneKmueH AR) 3a00/1eBaHUEM pe3yJabTaTOM OMOXHUMHUYECKOI0 CKPUHHUHIA ObLJIO

blil) MOATBEPKIAEHO HAJTMYME MOHOTEHHbIX

3a00/1eBaHUM.

Newborn 200 100-200 ThICHY IHpoexkT HayHéTcs B 2023 roay, MJIIAHUPYOT

genomes cekBeHHPoBaTh 100 THICAY HOBOPOKACHHBIX 32 2

program (UK) roaa.

2023-2025

GUARDIAN 160 + 100 bosee 100 Toicsu I[lnanupyror anaauzuposarb 160 renos, nis

(New York) BAPHUAHTOB B KOTOPBIX €CTh NPOPUIAKTHKA WU

2022-2026 JieYeHre U npu kejdaHuu poauresaen 100 renos,

AJIA BAPUAHTOB B KOTOPBLIX HET JICYCHMUIL.




IInnorHsiin npoekt IK3AMEH

(«Ix3omHubIN KimHnyecku 3HaYuMbId AHaau3 Myranuu
Exnnnunbix HykiaeoTtuaon»).

B HanyoHajabHOM MeQUMIIMHCKOM HCCJIeJ0BATEIbCKOM
HEeHTPE AKYIIePCTBA, T'MHEKOJOIMH MEePUHATOJOIHA HMMEHHU
akaaemuka B.U. KymakoBa mnposeau B 2022-2023 rrn
MOJTHOIK30MHBIN CKPUHHUHT BCEX HOBOPOXKICHHBIX, POAUTEIHN
KOTOPBIX 1aJIM HA 3TO COIJIacue.

Uror: 245 naxoaku y 8413 noBopoxaéHubix (~3%) u TOJIBKO
8 BXOAAT B pacCllUpPeHHbIN CKPUHUHT HA 36 3a00/1eBaAaHUM



UTOI'A ITPOEKTA
(manubie .LFO. Tpopumona)

KonunyectBso HaxoaoK | KonanyectBo HaxoAo0K Yy NALMEHTOB C

Yy «340pPO0BbIX» BPpOXKAEHHbIMU U NEPUHATAJ/IbHbIMU

Tun BapuaHTa (N=7830)

3abonesaHnamu (N=583)

MyTauuu B 103 (1,3%) 77 (13%)
IK30HAX

Xpomocomubie 20 (0,25%) 45 (7,7%)
HAPYILIEHUS

Bceero: 123 (1,5%) 122* (21%)

*ewmey 124 (21%) nayuenmoes oonapyscenvl eapuanmol HEeACHOU
snauumocmu (VUS)



bJIAT'OAAPIO 3A BHUMAHMUE!
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