(

EXPERT

NI

CTPATEMMYECKAS CECCUS
NTOI 2019 | | NNAHBI 2020




~ " 28 aBrycTa 2019 }' ...

NEHb POXXAEHWA
KOMMAHUN .

/



|.|=
m
-
S

[To3HaKOMWTbLCH

PacckasaTb HallW NaaHbl

BAOXHOBUTLCA




C yero Bce Hayanochb? //

[TokyrnKa npoaykTa
20 1 4 ro «CncTeMa reHeTUYeCKOoro perucTpa
HacneACTBEHHOW 1 BPOXAEHHOW MaTo0r NNy

B cucteme pa6ortanu >1 67 000

HoBocnbunpckas POAOCNOBHbIX KapT
0bnacTb

P 6 C

(ﬂelfyrlT)I//m};MKa axa >1 70 000
NccnepoBaHHbIX
reHeTU4YeCKUX KapT

o=l
— Pecnybnuka
Xakacus




CNOXXHO NPNAYMATb TrEHNAJIBHOE
B PASHbLIX CUCTEMAX KOOPAVHAT!

Beep!

NMuka!

BepeBka!




KOMAHAA

24 yenoBeka

PaspaboTumku,
Bpayuun-reHeTUKN,
AHANUTUKW,
6MONHPOPMaTUKN,
NabopaHTbI-reHeTnKN,
NPOAYKT-MeHeLKepbl,
PYKOBOAMTENN NMPOEKTA,
AN3aiHepPbl, MapKeToNoru,
NPOLAXHUKMN

HoBocmbupck




HALLUA MNCCNA — PASBVIBATD
POCCUNCKYIO FrEHETUKY B MEANLVHE
N HAYKE

leHeTMKa KaK HOBbIV ApaniBep
34paBooOXpaHeHus!



LLENb

Co3aatb UMOPOoBYHO NNATGOPMY, KOTOpPad 06 begNHUT
KNMHNYECKY 1 1abopaToOpHYH reHeTuKy




TREHAL

nnpee k PASBUTUE 34PABOOXPAHEHWUA : ynprPo
OT 26.12.2017 N 1640 HA 2018-2025I'T. NOAMNPOrPAMMA 3: OT 11.03.2019 Ne97
MepBblA LEHTP reHOMHbIX «Pa3BuTMeE N BHeApeHne «06 OcHoBax rocyfapCTBeHHON NOMNTUKN
nccnesoBaHUn MMPOBOTO YPOBHS MHHOBALMOHHbIX METOA40B Poccuinckon degepaumn B o6nactm
AN broMeanuUHbI Ha 6a3e ANArHOCTUKN, NPOGUNAKTUKM 1 obecneyeHusa XMMNYECKom 1 61onornyeckom
NHCTUTYTa MOnekynspHom 6rmonornm leyeHus, a Takxke OCHOB 6e3onacHoCTM Ha nepuog Ao 2025 roga n
NM. SHrenbrapara PAH nepcoHanN3nPOBaHHON MeANLMHbI» AaNIbHENLLYIO NepcrnekTnBy» (OCyLLLeCTBeH e

reHeTNUYecKor NacnopTn3aLmm HaceneHus)



TpeHAabl papMaLEeBTUUYECKOro pbIHKA:

bbICTpoe BKIKOUEHME B KNNHUYeCK e NCCIeA0BaHUS Ha 6a3e reHOMHbIX JaHHbIX
- npumep Foundation medicine
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Bce ocobeHHOCTU ABTOMaTI/I3I/IPOBaHHaF| OHKOMOrM CBA3bIBAKOTCA 3aI/IHTepeCOBaHHbIX
reHomMmoB NnayneHToB cncTtemMa Noncka rnMauneHToB C nNnaymneHTaMm n garoT nauneHToB CBA3bIBAOT
B 6a3e AaHHbIX C FeHOMHbIMV MapKepamu NHbOPMaLMIO O C 6AVXKanLLINM LEeHTPOM

KNIMHN4YeCKoOM ncaieoBaHnMm KNINHNYEeCKNX MCCﬂeAOBaHMVI

Pe3yanaT - 6ecr|peu,ep,eHTHaﬂ CKOPOCTb Ha6opa MaymneHToB B KIIMHN4YeCKnNe NCMNbITaHNA.

107 nauneHTOoB Co cneundnyeckmm 35% Bblpasunn ObLee Bpems OT
n3meHeHusa B reHax NTRK, ROS1, or ALK cornacue Ha yyacrtume naeHTNGNKaUnmM nauneHTa
0bHapyXeHbl aBTOMaTU3NPOBAHHOW [0 Hayana Tepanuu - 7 gHew

CUCTEeMON



KoHeL, 3noxm pacTyLmx 6roaxeToB (GrHaHChI).
JKOHOMMKA Aaxe BeAyLUMX CTPpaH He MOXeT

MOo3BOJINTb NMOAAEPXKNBATb
3KCI'IOH€HLI,I/I3ﬂbeII7I POCT
MEANLUNHCKNX PaCXo40B

Bbixopa - rocygapcTBeHHas
MONINTNKE CHUXEHINSA
3aKYMOYHbIX LieH Ha
npenapaThbl

NMocnepcTBUA - POCT MOALEPXKKM
Npon3BOACTBa AxeHeprkos (B CLLA),
BHeJpeHVe CCTeM KOMIMJIEKCHOW
3KOHOMMYECKOW OLEHKN 3PPeKTNBHOCTY
npenapaToB .

(ol (o171 QU170 PAPMALLEBTAYECKOT O PhIHKA

KoHeL, anoxmn 610k6actepoB (TeXHONOrun).
3anpoc Ha yBennyeHue 3pPeKTVBHOCTY
npenapaTos, npesesn 3¢PeKTUBHOCTY
«OfIHOrO AN19 BCeX» NpenapaTta 4OCTUTHYT

BbixoA - nepcoHannsauna npenapartos,
Cy>KeHune LieneBou rpynnbl NaueHToB
(opdaHHbIe). [eHeTnYeckme U KIeToYHble
TEeXHOJI0r N

NMocnepcTBUA - POCT CTOMMOCTW
Pa3paboTKy N CTOUMOCTI
npernapaTta




ATNAC HOBbIX MPODECCUNIA

- = 7

NT-MEAUNK APXUTEKTOP MEAOBOPYAOBAHUA BNO3TUK FTEHETNYECKNWN KOHCY/IbTAHT
CrneuynanuncT ¢ XopoLUVM 3HaHNEM CrneuynanuncT B 061aCTW HXEHEePHOW Cneuymanuct, obecneudrBaroLLNA MpoBOANT MNePBUYHBIV 1 NIAHOBbI
AT, cozgaeT 6a3bl GPU3MONOrNYecKNX N KOMMbIOTEPHOW rpadukn, MaTepuanoBeseHus, HOpPMaTVBHO-MPaBOBbIe U 3TUYeCKe PaMKM reHeTU4ecknin aHanmns B ANArHOCTUHECKMNX
JAAHHbIX Y yNpaBAsieT MU, cO3jaeT conpomara, Aetanei MaLluH, 31eKTPOTEXHUKN, [AeATeNbHOCTU MeANLIMHCKIX, LeHTpax, obpabaTbiBaeT AaHHble
nporpaMmmHoe obecrnedeHue ans obnagaeT NPOCTPaHCTBEHHbLIM MbILLIEHMEM, ANArHOCTUYECKMNX N BUOMHXKEHEPHbIX C AMArHOCTNYeCKMX YCTPOUCTB U AaeT
NeyebHOro 1 AMarHoCTUYeckoro NMOHMMaeT aHaTOMMIO 1 GU3MONOTNIO YesloBeKa, LeHTPOB, B KOTOPbIX OCYLLEeCTBAAETCS 3ak/ItoueHne 1 pekoMeHaaLmm
0bopysf0BaHuS. pa3bunpaeTcsa B 6MOCOBMECTMMOCTY MaTepranoB TPaHCMNAHTONOMNSA U FreHeTnYeckoe no JanbHelLLen cxeme neveHns.
1 NpnBOPOB, ABASETCS 3KCMNepTOM B 06/1aCTn MoZennpoBaHue.

MeANLMHCKOM N TEXHUYEeCKOW 6e30nacHOCTU.

CETEBOW KOHCYJ/IbTAHT NO KNMNHUNYECKW
BPAY 340POBOI CTAPOCTI BOVH®OPMATUK
BblcoKoKnaccHbI AnarHocT, Cneumanmct MegmnKo-coLmanbHo B cnyyae HecTaHAapTHOMO TeveHWs 601e3HW CTPOUT
BNajeoLLMA MHPOPMALIMOHHBIMMN cdepbl, pa3pabaTbiBaroOLLNIA KOMMbIOTEPHYH MOZeNb BUOXNMUMYECKNX MPOLLeCCoB
1N KOMMYHUKALMOHHBIMU TEXHONOT MMM ONTMMasbHble peLLeHus A4na Npobiem 60/1€3HU, UTO6bI MOHATL MEePBOMNPUYNHBI 3a601eBaHNA Moppo6Hee
1 CNOCOBHBI CTaBUTb AMarHo3bl CTaperoLLero HaceneHus. (BbIABNAET HapyLUEHWNsi Ha KNeTOYHOM
B OHNAlH-pexume. N Cy6KNETOUYHOM YPOBHSIX).

MPOPECCNIN MOABUTCA A0 2020 T.



FEHOM 3KCMEPT ‘%E""’”E/
7

CEFrOAHSA

Haluw akcnepThbl B rNaBHbIX paboymx
rpynnax MuH3sgpasa Poccmnn
MuHHaykn Poccuu

Mup y3Han

b/
" YFMOTEXMEA
- 0 «['eHOM 3KcnepT»

Co3pgaetca AHO PaspaboTtaH
«Jnpep 340poBbA» AV3aliH-HTepdenc NpoayKTa
.|.

PaspabaTbiBaeTcs CpopmmpoBaHa

MVP npoaykTta KOMaH/a /



MNJAAHbBbI 2020

O PopmumpoBaTtb bpeHs «'eHoM

3KCNepT» Kak KOMMaHWUM - Q HauaTb BHEApeHvVie MOy /A

SKCMepTa B pa3paboTke «brnonHdopmaTuka» n «MHTepnpeTayms
LMPPOBLIX MNAaTHOPM 1 O PasBuBaTh AdHHBIX» Ha NPUMEPE FreHeTVKM
CEepPBWCOB, B Pa3BUTMM KOMaHZy «eHOM PEMPOAYKTVBHBIX TEXHONOTVN
BUNOMEVLINMHCKON FreHeTUKM 3KCnepT» N OHKOTEHETUKA

O Paspaboratb O 3aBepLUnNTL BHegpeHue 0 3alnTUTb KOHUEenuMo
NPOAYKT B 2-X pervioHanbHbIX bopMUPOBaHNSA eaUNHOW

MeANKO-reHeTU4YeCcKmnx uppoBoV NnaTdopmbl

LLeHTpax reHeTUn4YeCcknX AaHHbIX

MuH3apaBa Poccnn



Pa3BuBaThb NapTHepcCKoe
COTPYAHNYECTBO

AHO «Jlngep 3p0poBbaA» C BeAyLLMMU
NHCTUTYTaMM CTPaHbIl B LLeNsx
bopmMmpoBaHUs «basbl 3HAHWIN»

N MapKeTrienca cmcteM obpaboTkm
N UHTepnpeTauun
reHeTNYeCcKuX AaHHbIX

UL XU _Ul

AOCTUTHYTb
BbIPYUYKM KOMMAaHUU

[lepenTn OT OLUMPPOBKN 50 MJ1H py6.

npoueccoB K 60NbLUNM
AdHHBbIM U N3 AdHHbIX

n3BaeKaTb 3HaHNA
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COCTAB KOMMNMOHEHT NMPOrPAMMHOTIO NMPOAYKTA «TEHOM 3KCIMEPT»

Bpau-reHetnk

ba3a 3HaHUN

LeneBasa aygutopus:

LleneBas ayantopus:

JlabopaHT, Bpay-nabopaTopHsblii reHeTuk, BruonHpopmatuk,
3aBefyoLnli reHeTnYeckor naboparopuei

*Kartanor *Kartanor *Katanor ¢ CnpaBoOYHMK ¢ CnpaBoOYHUK *CnpaBoOYHUK
beHOTUNNYECKNX  HO30/IOTUYECKNX  FeHOB 3TanoB MeTOZ0B YPOBHeli reH. MeTOAO0B
Npr3HaKoB dopm ' nccnesoBaHms

I I

*CnpaBoOYHUK *CNpaBoOYHMK * CnpaBoOYHUK * CnpaBoOYHMK *CnpaBoOYHUK
COMOCTaB/IEHHbIX COMOCTaB/IeHHbIX con METO/0B aHa/v3a 6riomaTtepranos
3aboneBaHuli n 3aboneBaHW (NpoToKONOB) JAAHHbIX
K/INH. MPU3HaKOB 1 reHoB

~... (DO H¢°P'
*XKypHan *XypHan *KoHTposib * XpaHunvie *XypHan aencteuii,
NOCTaHOBKM Aenepco- KayecTBa 3Tanos MeTafaHHbIX BbIMOIHEHHbIX
3KCMEepUMeHTOB Hanmsaumn nccnesoBaHmin 0 KayecTBe B NannaiHe
4
*XypHan * KOHCTpYyKTOP *)XypHan 3abopa —> *06paboTumnk * IHK viewer
HanpasneHui OT4YeTHbIX popM  Bromatepuana ¢arinos (FastQ)
*PaboTta c 6roma-  *XpaHunuie *brnobaHk * KoH$urypmposaHve
Tepuanom, 1306paxeHnin narinnanHa
npo6onoAroToska,
AeTekums

KnnHnyeckasi reHeTumka

vt

*PogocnoBHas

* dusnyeckme nnua
(NauneHTbl, YneHbl ceMbW)

* KoHcTpykTOp
OTYETHbIX PopM

*eHeTnYeckas KapTa

NHTepnpeTayua

*06paboTumk *OueHka *CTaTncTMKa
darinos (VCF) BapuaHTOB
4
—> * KoHPpurypu- *SKcnepTm3a *FeHepaumsa
poBaHwMe HacTpoek 3HaUNMOCTH 1 Banuaaums
paHXunpoBaHWs BapuaHToB 3aK/It0YeHNI
n obmeH
NHPopmaumen
0 HaxoAKax




2 bNNOK: AHK-ANATHOCTUKA
3ab6op n TpaHCNOpPTUPOBKa 6MomMaTepuana

@

MoaroToBka obpasLa K MapLipyTM3aLmm

'.' 3abop HIETENE duKcaums B CUCTEME | gyrpy MeMKO-reHETUYECKOV
KOHTPONpPYET
O 6bnomatepuana } KableETBO 2)6/ - } c6|>a|<Ta 3a6bopa } CNY>XX6bI/TPaHCMOPTVPOBKE B »
Ha nccnefoBaHve pasy nomartepuana NnabopaTopuio

44 @ T

B 3aBMCMMOCTM OT PaspaboTka Mpouecc 3abopa Cuctema nNprcBanBaeT 06pasLly LUTPUX-KOZ

MeToAa NCCNefOBaHNA  KpUTepmeB KayecTBa 3aBepLUeH, C YHUKaNbHbIM HOMEpPOM, KOTOPbIA 3aHOCUTCSA
n Tna buomatepmana 6uoobpasua 3abnKCMPOBaHbI B 61M06aHK AaHHbIX, a TaKXe pacneyaTbiBaeTcs
cucTeMa npegnaraet COBMECTHO C JaTa v Bpems, nget Ana dukcaumm Ha npobupke

COTrl no 3a6bopy skcneptamm HACBMO npoBepkKa BpeMeHw

6rvomaTepurana 3abopa n ap.

napamMeTpoB Ha
cooTBeTcTBME COTlly



2 bN1OK: AHK-ANATHOCTUKA
NoatanHoe AHK-uccnepgosaHvie

PaboTa nabopaHTta/nabopaTtopHOro reHeTMKa

Mpwv HEOBXOANMOCTU-

-B Hanpumep, 0 NGS
6 BeigenexHne AHK % noArMepasHasi LenHas } Trpaska Ha ) ’ npoBejeHVie KOHEUHOV
CeKBEHVpPOBaHMe

Konunuectso 3Tanos peakuns BepuprKaumm
3aBUCUT OT :
3aPpVKCMPOBAHHOIO B \ /
N HanpaBneHnn MeToja 9 C— —
AHK-nccnepoBaHms Hanpumep, anektpodopes =X 9=
© B MOIMAKPUIAMUAHOM = o=
CornacHo lNpoTokony, rene OTnpaBka gaHHbIX Bbibop meToaa
KOTOPbIN COAEPXKUTCA _ 6ronHPoOpMaTUKy KOHeuHow BepundumkaLmm
B Cucrteme '
! N
Hanpuwmep,
CeKBeHMpoOBaHme

KoHTponb KayecTBa MccieA0BaHNS,
KOHTPO/Ib KayecTBa 0bpa3La
Ha KaXKZ0oM 3Tane nccief0BaHNs

+ CncteMa PUKCMpPYET BbIMOJIHEHVE KaXA0ro 3Tana nccnefoBaHna:/1abopanT,
NlabopaTopHbIN reHeTUK 1 ero pykoBoAMUTe b MOTYT B 11060/ MOMEHT NOCMOTPETb Ha
KaKoM 3Tarne HaxoAUTCA NCCe0BaHueE;

« Bpau-reHeTuk, pykoBoguTens (M/mnv 3akaszumk) MOXeT B II060/ MOMEHT
NMPOKOHTPONVPOBATL Kak MPOXOAAT NCC/Ief0BaHMSA.




CEKBEHPOBAHWE HOBOI'O NOKOJIEHNA N BOJIbLUVE AAHHbDIE

¢ \l/
v p 0 g
Cycle 1 Cycle 2 Cycle 3 Cycle 4

i

&

CoBpemMeHHble Npmbopbl Hanbonee yacto ncnonb3yemas Kaxpas nocnesoBaTebHOCTb
Ans cekBeHupoBaHua AHK TexHonornsa — lllumina - ncnonbsyer nmeet ganHy 100-300 n.H
NO3BONIAIOT MPOUYNTLIBATE MUJINOHbI MeYeHble HYKNeoTUAbl AN AeTeKLnn

N MUNNNAPAbI KOPOTKMX GparMeHToB CUTHana C nomoLbto GayopecLeHLmn

AHK ogHOBpemMeHHO



OBPABOTKA AAHHbIX
CEKBEHPOBAHWUA

Variant calling - onpegeneHve
OTANYNIA NOCe0BaTe/IbHOCTU
OT pedepeHca (BapnaHTOB)

Ans onpeaeneHNs BapMaHTOB
HEeo6X0ANMO BblpPaBHMBaHME
NPoYTEHU Ha pedepeHC

[Mpoueaypa onpegeneHnsa oTanymnin
NMeeT CTAaTUCTUYECKNIA XapakTep

KOHeUHbIM pe3y/ibTaToM
ncnonbsosaHua NGS

B MeAVLMHCKON reHeTunke
ABNAETCA NOCTaHOBKA
MOJ1eKY/IAPHOro gnarHo3a

3Tan o6paboTkun dopmaT AaHHbIX
AAHHbIX

Cbipbie puabl
(FASTQ)

BblpaBHVBaHMe e
BblpOBHEHHbIE
puabl (SAM | BAM)

OnpepeneHvie —
BapVaHTOB

Cbipo Habop
BapuaHToB (VCF)

AHHOTaUMSA —>

AHHOTMpPOBaHHbIE
BapuaHThbl (VCF)

WuTepnpetauma

AwnarHos



NMPUMEP BUOMHDOPMATUYECKOIO MANMNTANHA

DATA CLEANUP

o>

[ Raw Reads ]
N

Map to Reference

BWA mem

Mark Duplicates
& Sort (Picard)

[ Indel Realignment ]

[ Base Recalibration J
+

Analysis-Ready
Reads

VARIANT DISCOVERY

=

EVALUATION

Var. Calling
Reads

o |’ Variants

Analysis-Ready E SNPs ]
& Indels

[ Genotype leellhoods

—

£

{ Joint Genotyping

Variant
Annotation

B

| (*‘3{ Prasing )

[Raw\lariants ( SNPs ][Indels] ‘

v

.

+ A g [Variant Evaluation]

‘ Variant Recalibration l

it (o |

0 -0

Indels ]] NERAT troubleshoot use in project

look good?




OCOBEHHOCTU NMNJIAT®OPMbI
“'’EHOM 3KCMNEPT”

- % AAT GGT ARG

Mogynb npuHMaeT FastQ-daiin 1 MeTasaHHble K HEMy
CyLLI,eCTByeT 60/1bLLIOE MHOXECTBO
Monb3oBaTenb 3arpyxaet pipeline v paspabaTbiBaeT

BUONHPOPMATUUECKUX MPOTOKO0B HOBLITA

o6pa60T|(|/| AAHHbIX, NCNO/b3YHLLINX BKJItOYas B pipeline NCTOYHMKW, KOTOPbIe AOMXHbI ObITb
MCNoNb30BaHbl MNP aHHOTUPOBAHNN

cBoe 10O 1 3aTOYEeHHbIX

NoJ, KOHKPEeTHble 3a/a4n

(monck repMmrHanbHbIX/

coMaTnyeckmnx MyTaLmii)

Pipeline popmumpyet VCF-paiin n cooTBeTCTBYyHOLLME EMY
MeTaZaHHble

* * * OrpaHunyeHns
HaknajblBaeMble Ha pipeline

Ha o6pa6oTKy Ha ¢popmumpoBaHue
BXOAHbIX AAHHbIX BbIXOAHbIX AAHHbIX

B pamkax Halleun peanmsaunm
NPeAnoaraeTcs MCrosib30BaTh + Pipeline cnocobeH » Pipeline cnocobeH oTaaBatb VCF-danbl

p 6 MPUHMMaTL FastQ-Gaiinsl + Pipeline cnoco6eH ¢popmumpoBaThb
(n pa KTnYeckn) nrobble - Pipeline cnoco6eH MeTajaHHble B 3aZaHHOM dpopmaTte
Ba pl/la HTbI I—Ial‘/"l nna VI Ha O6pa6aTb|BaTb 1 C 3ag4aHHON CprKTypOI7I oLeHKN

! MeTajaHHble KayecTBa (Hanpumep, A0S OCHOBAHWNS
CMOCOOHbIE B 3a4aHHOM dopmarTe c nokpbITemM 10 1 20 pas 1 6onee;
- o o KONNYeCTBO BapUaHTOB; OTHOLLEHME
B3aMMO/eliCTBOBaTb D= g C et Fereposnrormin
C OCTaNbHbIMUN MOAYIAMM ' N TOMO3UIOTHbIX FTEHOTUMOB;
[ON NHCEePLUUIA 1 feneumin n T.4)




B3AMUIMOAENCTBUE MOAYJIEA CUCTEMbI

Moaynb «/INC» nepesaet
FastQ- ¢ainbl 1 gon.
NHPOPMALIO K HAM

Mogaynb «/TNC»
obpabaTtbiBaeT
(Npon3BOANT KOHTPOb
kayectBa) VCF-darina

Mogynb «JINC»
NPUHVMAaET 3aK/rueHme,
nHeopmMmpyeT Bpaya

0 FOTOBHOCTUY pe3ynbTaToB
reHeTn4yeckoro
nccnesoBaHus

1

®ainnbl: Hanpumep,
no HTTP

MeTafaHHbIe:
xml vnu json

2

®ainbl: Hanpumep,
no HTTP

MeTagaHHble:
xml nnwm json

AGG TTG TTA

AGG TTG TTA =
AAT GGT ARG

MaTUKa

Moaynb
«bronHpopmaTmka»
NpPUHMMaeT nHPopMaLnto

b 4

Pipeline B Moayne
«bronHpopmaTmka»
obpabaTtbiBaeT FastQ-daiinbl

h 4

Pipeline B Moayne
«BbnoviHpopmatumka» nepesaet
VCF-darn 1 metagaHHble

3aknryeHue

VHTepnpeTauua
pe3ynbTaTtoB

J- 4

Pabota moayns
«/IHTepnpeTauusa pesybTaToB»

Mogaynb "IHTepnpeTauus jaHHbIX"
3arpyxaet BapuaHTbl 13 VCF-dpainna

h 4

Kaxablli BapaHT NoAroTaBANBaeTCs
ANSt PaHXMPOBaHUS

D 4

K BapraHTaM NpuMeHsTCs
HaCTPOMKN PaHXMPOBAHNSA

4

OueHka BapraHTOB
610MHPOPMATVIKOM U BPAYOM-
nabopaTtopHbIM reHeTUKOM

D 4
dopMUpyeTCcs 3aKNoUeHne



MHTEPMPETAL A PE3YJIbTATOB

Very strong PVS1 null vaniant (nonsense, frameshift, canonical £1 or 2 splice sites, initiation codon, single or multiexon
deletion) in a gene where LOF is a known mechanism of disease

Caveats:
* Beware of genes where LOF is not a known disease mechanism (e.qg., GFAP, MYH7)
e Use caution interpreting LOF variants at the extreme 3” end of a gene

* Use caution with splice variants that are predicted to lead to exon skipping but leave the remainder of the
protein intact

* Use caution in the presence of multiple transcripts

NHTepnpeTauus pesynbTaToB CEKBEHVPOBAHUSA N 06pabOoTKU
[AAaHHbIX (BapraHTOB) NpeanosaraeT Knaccupumkaumio

HaNAEeHHbIX OTAINYNIA reHoMa o6pasLa oT pedepeHca

C NCMNONb30BaHVEM CTPOrovi CUCTeMbl KPpUTEPUEB Knaccupukaumm

Takune KpuTepun pa3paboTaHbl Kak 3a pybexom
(ACMG, Sherloc), Tak u B PO (MI'HLL)

Ansa 3dbekTMBHOM NHTepnpeTauun AaHHbIX HE0OH6X0ANMO
NCMOJIb30BaTb YMHblE aNropUTMbl PaHXNPOBaHUSA
BapMaHTOB Ha OCHOBE NoAJepXVBaroLLen MHGopMaLmK
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AAMVHNCTPATUBHE

AKKayHTbI
MapKeTUHr
AvzainH

PR

TOlM-MmeHeA>KMEHT

NMpoussoact

Smd AHAINTUKN <— Paspabotumkm <«—— UX]|UI

MeHeaXxep npoayKTa

ApPXNTEKTOPSI

SKCNepT-aHaNTUKN PaspaboTumkm b/}

CncteMHble/busHec

Team Lead'’s
aHaNINTUKN

PaspaboTtumkun Full Stack
BHelLHKe 3kcnepThl

PaspaboTunkin Beb



TOMN-MEHEADKMEHT

Anekceui MapTbIHOB AHapeu TnoToB Tumyp AxmepoB

OcHoBaTesb OcHoBaTeNnb OcHoBaTeNb

MpuHa KapnyHuHa AnbBUpa NMnbmaHoBa

FeHepanbHbIV gnpeKTop AvpekTop no pasBuUTUIO




MapTtbiHOB AMUTpuii Kumosuy

JkcnepT

Bpau-ncmxmatp, akcnepT cyaebHOM 3KCnepTun3bl, ObIBLUNIA COTPYAHNK
MwuH3gpasa CCCP
JKCMnepT B 06/1aCTV MPOUN3BOACTBA U MPOABVKEHNS IeKapCTBEHHbIX
CpeacTB 1 BUOMeANLIMHCKNX KNETOUHbIX MPOAYKTOB

Acuvsa WopuHa

AMuntpun
KabpgpoB

SkcnepT B 06na8‘HTeHeTV|KV|, 6onee
3 net pabotaeT B 06nactu. PaspaboTka
COBCTBEHHbIX peLleHni — MeToA0B
FeHHOW AMarHoCTUKM

Bpau-reHeTnK

Crax 6onee 24 net

» BHELUHWE SKCHNEPTDHI

Nnpos. MNéTtp UropeBuny

3kcnepT

KaHamaaTt MeanumHckmx Hayk ¢ 1991 roga asnsetca skcneptom @by
«defepanbHbI LeHTP NOAroTOBKM CMOPTUBHOIO pe3epsBa» MnHcnopTa
Poccuu, BeayLLMM 3KCNepT Mo MHHOBALIMIOHHBIM CMOPTUBHLIM TEXHOIOTAM
PoHAa «HaumoHanbHoe nHTenekTyanbHoe passuTne» (MHHonpakTmka)

KOnuna HacbixoBa KOpui bap6butos

PykoBoauTenb BuouH¢opmaTumk
naﬁopaTopHoD’l CHX)KﬁbI
Kananaat Hayk, paboTaeT B obnactu BronHdopmaTuk 6onee 6 ner,

reHeTMYeckol AnarHocTukuy 6onee 15
neT. OkcnepT B o6nactu
nabopaTtopHO ANarHoOCTUKN

pa3paboTumk CO6CTBEHHbIX
61ONHPOPMaTNYECKNX peLleH T

3upa AHacTacusa
TeydaH JNlo6sugKan

HeT "
3KcnepT KNANHWUYecKo
1 NabopaTopHOW reHeTKn

eg'r
3kcnepT B oprafinsaums paboTbl
nabopaTopHoii
W KNIMHNYECKOW reHeTukn. PaboTaeT B
obnactu reHeTUKkM 6onee 5 net

AmunTtpun Nones
FeHeTnK
OnbIT paboTbl B reHeTnke — 0K0s10 20

ner. 3KCI'IepT B 06/1aCTN CNOXHbIX U
nepeioBbIX reHETNYECKNX METOA0B



Q“ AHANTNTUNKW

AHacTtacma MyxuHa
MeHep)Kep npoayKTa

OnbIT paboTkbl B 6M3HeC-aHanM3e
N CUCTEMHOM aHanun3e 6onee 5 net, n3
KOTOpPbIX 2,5 roja — pykoBoOAUTeNb OTAeNa
AHaNNTUNKK, 7 neT paboTbl MO CO3aHNIO
v BHegpeHnto NC B 34paBoOOXpaHeHn

AHHa CokonoBa

Bu3Hec-aHaNNTUK

3 roza B 6bU3Hec-aHanu3se, 2,5 roga
B CUCTEMHOM aHanmse, 1 rog paboThl
no cosgaHuio NC B 3paBoOXpaHeHnN

lrogmuna 3abapoBa

JKcnepT-aHaJIUTUK

OnbIT B pa3paboTke NporpaMMHbIX
npoayktoB >20 feT, U3 HWX -
15 net B reHeTuKe

AaHwvn XXykoB

CUCTeMHbI/6M3Hec aHaINTUK

4 rofa B aHann3e 1 BHeApPeHUN
KOprnopaTUBHbIX MHGOPMAaLMOHHbIX
cncTeMm

CapaH LblpeH>xanoBa

CUCTeMHBbIA/6N3HEeC aHaNNTUK

3 rosa B cMCTeMHOM aHanu3se, 1 rog
B bM3Hec aHanm3e, 3 roga paboThbl
MO CO34aHWI0 roCyAapCTBEeHHbIX
NHOOPMALNOHHBIX CUCTEM

Mapusa PyukunHa

CNCTEeMHbIV aHANNTUK

Bonee 10 net paboThl
CNCTEMHbBIM aHANNTUNKOM
1 B13HEeC-aHaUTUKOM



PASPABOTHUUKWM

Pa3paboTumKum reHeTMUHeCKOM N1aTPopMbl

AnekcaHap KBapauxenwus Knpwunn CyxopyuyeHko MBaH CopoKUH
ApxutekTop (MI) Paspa6oTtuuk Full Stack Paspa6oTtuumk Full Stack
PaspaboTka MO: 17 neT; Pa3spaboTka 8 ner, PaspaboTka 12 ner,
ApxnTekTop MO: 13 neT; 6onee 2 net B chepe 34paBoOXpPaHeHMs, M3 HUX B aBTOMaTu3aumn

HayuHasa geaTenbHOCTL: 9 et 6onee 2 neT pykoBOAUTENb Pa3paboTkn roccektopa - 9 net

W cKycCTBEHHBI MHTENNEKT Y MalLUMHHOe
obyuyeHue: 3roga

+6 yenoBek PaspaboTumk Be6 ——— +3 yenoseka Pazpabotunk B/ +3 yesioBeka

Paspa6oTumku nnatdpopmbsl BARS.JS

AmMmutpuin boiikoB AHppen MakcumoB AsaT fimanos Cepren bexTtep
Team Lead Pa3pa6oTtuuk B/J, Pa3pa6oTuuk Be6 Pa3pa6oTuuk Be6
Paspabotka 19 net, 6onbLue 10 7 net paboTbl pa3paboTymKomMm, Begywun paspaboTtunk, 7 nNeT onbiTa, ApXUTEKTOP.
NeT apxuTekTop, 6onblue 12 neT B 7 NeT — apXNTEKTOPOM, 4 roga BegyLmm, B paspabotke 6onee 12 ner,
cchepe 3qpaBooxpaHeHnst 10 neT — B 34paBOOXpaHEHNM B MeAuMLMHe nonroga 13 KOTOpPbIX 10 — B 30paBOOXpaHeHUU
ApTtem lNyceB Nnba PnanmoHoB PavixaH HacuxoB
Pa3pa6oTuuk Be6 Paspa6oTuuk Be6 Cneumanuct nNo TeCTUpPOBaHUIO

Junior —paspaboTumk Junior —paspaboTumk Junior —pa3paboTumk



UX | UI

AHapeni MaTBeeB

PykoBoAuTenb oTAeNa An3aiiHa

ApT-AnpekTop, UX-an3anHep KpynHbIX
NHGOPMALNOHHBIX CUCTEM
€ 15-neTHNM cTaxem

FepmaH NpULwKnH

BeayLwuii cneyuanimct no 3abnuantm

OnbIT B KOMMepPYeCKoM An3aiiHe
6onee 5 net. C Hynsa npopaboTan UX| Ul
npoaykTta «[ eHoM 3KcnepT»



MAPKETVHT

HukunTa Nl’omMmapHUK

KypaTop mapKeTUHr-ctpatermm
«eHOM 3KcnepTa»

OnbIT B MapkeTuHre 6onee 5 ner.
Ha nnyHOM cueTy CoTHN
MapKeTUHIroBbIX MaTepunanos,
NCCNefoBaHNM PbIHKa U T 4

Avirynb BannynnumHa

MapkeTonor

Bonee 2-x neT B MapkeTuHre obnactu
3apaBooxpaHeHus. Cneyyannsaumng
Ha nNpoaykTax ans pesepanbHbIX
W pernoHanbHbIX OpraHoB
WCMONHUTENIbHOW BNacTu
B chepe MeANLMHBI



N
@

CTPATErTMYECKAS /
CECCUA




COCTAB KOMMOHEHT NPOrPAMMHOTIO NMPOAYKTA «TEHOM 3KCIMEPT»

- - Ba3a 3HaHUM

LeneBasa aygutopus:
Bpau-reHetnk

*Katanor

LleneBas ayantopus:

JlabopaHT, Bpay-nabopaTopHsblii reHeTuk, BruonHpopmatuk,
3aBefyoLnli reHeTnYeckor naboparopuei

vt

*Kartanor *Katanor ¢ CnpaBoOYHMK ¢ CnpaBoOYHUK *CnpaBoOYHUK
beHOTUNNYECKNX  HO30/IOTUYECKNX  FeHOB 3TanoB MeTOZ0B YPOBHeli reH. MeTOAO0B
Npr3HaKoB dopm ' nccnesoBaHms

I I
*CnpaBoOYHUK *CNpaBoOYHMK * CnpaBoOYHUK * CnpaBoOYHMK *CnpaBoOYHUK
COMOCTaB/IEHHbIX COMOCTaB/IeHHbIX con MeTO/0B aHanuns3a 6riomaTtepranos
3a6oneBaHNi n 3a6oneBaHMiA (NpoTokonoB) JaHHbIX
K/INH. MPU3HaKOB 1 reHoB
= .| BuonHPpOp-
AATGGTARS
*XKypHan *XypHan *KoHTposib * XpaHunvie *XypHan aencteuii,
MoCcTaHOBKM Aenepco- KayecTBa 3Tanos MeTafaHHbIX BbIMOIHEHHbIX
3KCMEepUMeHTOB Hanmsaumn nccnesoBaHmin 0 KayecTBe B NannaiHe
4
*XypHan * KOHCTpYyKTOP *)XypHan 3abopa —> *06paboTumnk * IHK viewer
HanpasneHui OT4YeTHbIX popM  Bromatepuana ¢arinos (FastQ)
*PaboTta c 6roma-  *XpaHunuie *brnobaHk * KoH$urypmposaHve
Tepuanom, 1306paxeHnin narinnanHa
npo6onoAroToska,
AeTekums

v

KnnHnyeckass reHeTmuka

* dnsnyeckne nnua

* KoHcTpykTOp
(NauneHTbl, YneHbl ceMbW)

OTYETHbIX PopM

*PogocnoBHas *eHeTnYeckas KapTa

v4

=55 NHTepnpeTauusa
AAHHbIX

*06paboTumk

*OueHKa *Cratucrunka
darinos (VCF) BapuaHTOB
* KoHPpurypu- *SKcnepTm3a *FeHepaumsa
poBaHMe HacTpoek 3HaYNMOCTU 1 Banugauuns
paHXnpoBaHuNs BapMaHTOB 3aKIOYeHN
1 obMeH
NHPopmaumen
0 HaxoAKax




OB30OP KOHKYPEHTOB, CXOXUX NO ®YHKUNOHAJIbHbIM BO3MO>XHOCTAM

Lenesas ayaurtopwms:
Bpau-reHeTturk

EXPERT

> Lenesas ayautopus:
“a JlabopaHT, Bpay-nabopatopHsbiii reHeTnK, briovHpopmaTuk,

3aBefyroLnii reHeTYeckor nabopaTopueri

*Katanor *Kartanor *Katanor *CnpaBoYHUK *CnpaBOYHUK YPOBHEN *CnpaBoYHMK
deHoTUNNYECKMX HO30/10rMYecKnx reHos 3TarnoB MeTOZ0B reH. nccnefoBaHus MeTOo/0B
NpW3HaKoB dopm

L |
I I
*CnpaBoYHUK *CnpaBoYHMK *CnpasoyHuk COT *CnpaBoOYHNK METOL0B *CnpaBoYHNK
conocTaBneHHbIX COMOCTaBNEHHbIX (npoToKONOB) aHann3a AaHHbIX bromatepranos
3aboneBaHuii 3abos1ieBaHUI 1 FreHOoB
1 KJIVH. NPU3HaKOB
\
N\ (

MEXAYHAPOAHBIE NCTOYHUKWA

} MeXayHapOoAHbIli KaTanor HacneACTBEHHbIX
3abonesaHunii OMIM

} OHTONOrNSa deHoTunmnUecknx npnsHakos HPO
(Human Phenotype Ontology

} MexayHapoaHas HoMmeHknaTypa reHos HGNC
(HUGO Gene Nomenclature Committee)

} nr.a.

LOINC

Mcnonb3yeTcs B MeXAyHapOAHbIX CTaHAapTax obmeHa
MeANLVHCKAMU AaHHbIMK, Hanpumep, HL7 FHIR

He coaepxnT |/|H<|)opmau,|/|+o O MeToAdaX, C MOMOLLBbH KOTOPbIX

A0JIKHbI ObITb ncanefoBaHbl XpOMOCOMbI, TEHOM,
KoAmpyrowaa 4acTb, reH(bl), NaToreHHbIe BapnaHTbI

He OTpaXXaeT N3 KaKNX 3TarnoB COCTOUT Ka)Kﬂ,bIIZ MeTOo/,
reHetTn4yeckoro nccaenoBaHmsa

&ENDME




OBb30P KOHKYPEHTOB, CXOXXUNX MO »YHKUNOHA/IbHbIM BO3MOXXHOCTAM

Phenotips }

* KomnaHus-paspaboTumk: Gene4?2

e CtpaHa: TopoHTO, KaHasa

* Mopgenb noctaBkun: ObnayHas

PwnhpRE

OCHOBHbIe pa3sgen.l

AHamHe3 npobaHaa

KoHCTpyKTOp pOoA0CI0BHOM

KnnHunueckme cumntomsl (peHoTmn) no HPO
[eHbl, NaTOreHHbIe BapyuaHThI,
obHapyxeHHbIe y npobaHaa

[AunarHos no OMIM (3akntoumnTenbHbIN),
ORDO (KNMHUNYeCKniA)

MoapobHas drkcaumsa MHGoOPMaLMKL O KaX0M
KNMHUYECKOM Npu3Hake

MpOCMOTP OTK/IOHEHWN aHTPONOMETPUYECKNX
nokasartenen oT HOpPMbl

NHpopmMumpoBaHMe Bpaya O reHe, KOTOPbIV
CBfI3aH C yKa3aHHbIM GEeHOTMNOM
NHpopmumpoBaHme Bpaya 0 3aboneBaHusX,
KOTOpble CBSi3aHbl C yKa3aHHbIM GeHOTNNOM

HeaganTtupoBaHHble ang nonynauumn P®
CNpaBoYHVKN (GeHOoTuUM, 3aboneBaHVs)
HeT BO3MOXHOCTM HanpaBuTb B nabopaToputo

EXPERT
\ »,.?’J ."
\ @\‘,/.'\\){‘e
dusnyeckme

nnuda (mauneHThl,
Ys1eHbl CeEMbMW)

[eHeTnueckas
KapTa

PoaocnoBHas

KoHCTpyKTOpP
OTYEeTHbIX GOPM

GenoPro }

CtpaHa: KaHaza
Moaenb noctaBkmn: Desktop

OCHOBHbI€e pa3aen.l

KOHCTpYKTOp POAOC/IOBHOM
O6Lwme cBefeHMeE 0 YneHe ceMbl (3THMYECKas
NPUHaANEXHOCTb, FPaXAaHCTBO U T.4.)

Bo3moHOCTbL MaccoBoro

pefakTMPOBaHNA 06HEKTOB

Jlornyeckas npoBepka nNpu ob6aBneHnmn
CBSA3U MeXAy 3Haukamu

B0o3MOXHOCTb f06aBNeHUS

doTorpaduin Anst uneHa ceMbu
BO3MOXXHOCTb OTPaXXeHUst SMOLIMOHAJIbHbIX
OTHOLLUEHWIA MeXy YNeHaMn CeMbMU
eHepaTop OTYETOB Ha OCHOBE AAaHHbIX,
OTPaXeHHbLIX B POAOC/IOBHOM

PaCKpaCKa 3Ha4YKOB NMpPon3BOANTCA HE

MO KOHKPEeTHbIM 3ab60/1eBaHMAM Y/leHA CEMbMU,

ano O6LLI,I/IM XapakTepncTtnkam (BepOﬂTHO HoCUTeNb)
OTcyTCTByET reHeTn4yeckaa KkapTta

HeT BO3MOXHOCTW HanpaBunTb B na6opaTopmo



OB30P KOHKYPEHTOB, CXOXWUNX NO »YHKUNOHA/IbHbIM BO3MOXXHOCTAM

PASS LIMS

* KomnaHus-paspaboTumk: PASS

» CrtpaHa: PelicBelik, HngepnaHzabl

¢ Mopaenb noctaBkun: O61auHas

OcHOBHbIe pa3genbl

B3anmMogeincTBme c 1abopaTopHbIMU Nprbopamu, BKIOYas

BeZeHVe NHPopmMaLmm 0 Tex. 0b6cnyKmBaHUM npubopa
N MHCTPYKLMIO MO KannbpoBke npmnbopa

YnpasneHne obpasLamu, BKaYas

OTCNeXMBaHME MeCcTONoIOXeHMs obpasLa
YnpaBieHne MeTofaMu UCAbITaHNIA

YnpaBieHne pabo4mmM npoLeccom

YnpaBsieHne NpojykTaMn 1 cneumndukaymsmm
CocTaBneHve oTyeToB

MoaAepkka peLleHnin Ans ANKTOBKM,

Takux kak Medialnterface

BO3MOXHOCTb OTCNEXNBAHUS XXN3HEHHOMO

uurkna obpasua

BO3MOXHOCTb KOHPUIYPUPOBAHWSA 3HaUEHWI

AN OTCNEeXVBaHWSA KauecTBa NpOAyKTa

BO3MOXHOCTb KOHPUIYPUPOBaHMSA Paboumx NpoLeccos
(Lwaros, KOTOpble HEOOXOAMMBI A/1A aHaNM3a 06pa3La)
OTcyTcTBYET 06MeH nHbopmaumei

C MeANKO-reHeTUYeCKMU KOHCYNbTaumnsiMm
OTcyTcTBYeT 06MeH nHbopmaumei

C 61oHPOpMaTUYECKUMU CUCTEMAMUN U CUCTEMAMMU,
npeAHasHauYeHHbIMU ANSt MHTepnpeTaunn AaHHbIX

GENOME

EXPERT

XypHan HanpasneHni

XypHan 3abopa
6romatepuana

PaboTa c 6bruomatepuanom,
NpobonoAroToBKa, AeTekLms

XXypHan noctaHOBKM
3KCMEePUMEHTOB

XypHan
JenepcoHannsaunmu

KoHTpob KavecTBa
3TarnoB NCCNef0BaHN

KoHcTpykTOp
OTYETHbIX GOpM

Labstep

KomnaHusa-pa3paboTumk: Gene4?2
CtpaHa: TopoHTO, KaHaja
Moaenb noctaBkn: ObnayvHas

OcHOBHbIe pa3aesbl

HacTpoiika nonb3oBaTenbCkX NPOTOKOI0B
(COIM) ana BbINONHEHNA SKCNEPUIMEHTa
Pe3ynbTaTbl BbINOJHEHWNS LLArOB MPOTOKONA

B XOZie BbINOJ/IHEHWSA 3KCMEePUMEHTa

O6MeH 3HaHMAMU C ApYrMUK NMOob30BaTeNS MU
Bubnnoteka COI

YnpasneHue ck1agckMMm TOBaPHbIMU NO3NLUAMN

BO3MOXHOCTb OTCNEXMBaHUA X043

BbINO/IHEHWA 3KCNEePUMEHTa

BO3MOXHOCTb COBMECTHOI paboThl

nosib3oBaTtenen Haj 3KCNepuMeHTOM

BO3MOXHOCTb COBMECTHOI paboTbl HECKONBKUX
nccnegosaTeneli no gopmmposaHunto bubnmotekn COMos

MpPOTOKONbI XPaHATCSA Kak 3aMeTK1 6AOKHOTa

(B TEKCTOBOM BUAE), HE MPUTOAHO ASIA PA3HOro

poja CTaTUCTUKW AeTasibHOro OTC/IeXNBAHNS

X0Zla BbIMNO/IHEHWSA NPOTOKO/1a

HeT cncTeMbl KOHTPOASA KayecTBa BbIMOHEHHbIX LLAroB
Cknag He nMeeT LeHTpanmsaumio, To ectb
Nosib30BaTe/lb BUAMT TOJIbKO «CBOW» CKNAZ,



OB30P KOHKYPEHTOB, CXOXWUNX NO »YHKUNOHA/IbHbIM BO3MOXXHOCTAM

il

SeqOne
Runner

KomnaHusa-paspaboTuumk: SeqOne

CtpaHa: MoHnense, ®paHuyus

Mopaenb noctaBku: Desktop

OcHOBHbIe pa3aesbl

3abupaeT faHHble U3 FastQ-dainnos
3abupaeT SampleSheet lllumina
Co3zaHvie NPoOeKToB 1 06pa3LoB
3anycka aHanms3a AaHHbIX

ABTOMaTUYeckn napcuT (pasbrpaer)
JaHHble 13 FastQ-darnos n SampleSheet lllumina
ABTOMATMYECKMIA 3aMyCcK aHaAn3a JaHHbIX

MpuHMMaeT Tonbko FastQ-daiinbl

(bopmat BCL He npuH1MaeT)

[na aHanmsa ncnonb3yrTcsa TONLKO Habopbl:
GermlineVar, SomaVar n CNVCapture

AGG TTG TTA

¥y AGGTTGTTA
/% AAT GGT ARG

KoHpuryprposaHue
navinnamHa

O6paboTuuk parisios

(FastQ)

XpaHunuiie
MeTaZaHHbIX
0 KayecTBe

XypHan gencreuni,
BbIMOJIHEHHbIX
B NannianHe

Cloud
Pipeline

* KomnaHus-paspaboTumk: EPAM

* CrtpaHa: HbtoTayH, NeHcnnbBaHus, CLUA

* Mopgenb noctaBku: O6nayHas

OcHOBHbIe pa3aesbl

Co3gaHve n KoHpUryprpoaHue pipeline
Pipeline co3paeTtcsa Ha python, shell, luigi,
wdl, nextflow

YnpaBneHue HacTporikaMu (YyBeLOMAEHNSMN
0 CUCTEMHbIX COBLITUSAX, JobaBneHne
nonb3oBaTens)

YnpasneHue XpaHuanLwem JaHHbIX

(paboTa c pasHbIMK BepcuamMU dairinos)

B0O3MOXHOCTb KOHPUIYpMPOBaHUSA NHOHOTO
namnnarHa ¢ BU3yanusauyner KOMMOHEHT,
KOTOpble B3aUMOZAENCTBYHOT APYT C APYrom

Pipeline MoxeT ncnonb3oBaTb TONBKO
MoLLHOCTK: Amazon, Azure, Google



OB30OP KOHKYPEHTOB, CXOXXUX MO ®YHKUNOHAJIbHbIM BO3MOXXHOCTAM

1.

1.

PhenoVar

duHaHcupyeT: YHrBepcuTeT Lepbpyk
CtpaHa: LLep6pyk, KaHaga

Mopenb noctaBku: ObnayHas

OcHOBHbIe pa3aesbl

KnnHnyeckun-3Haunmasn nHpopmaums

(deHoTMn, gnarHo3 no OMIM, naTtoreHHbIe BapmaHThI,
OBHapyXeHHble B reHe (ax))

Ha3HauveHne BecoB (paHroB) 0O6Hapy>XeHHbIM BapyaHTaM
Ha ocHoBe peHOoTMMNa 1 FreHOoTUNa NauneHTa,

TakKXe C y4eToM MeTabosmyeckoro npoduns
PaHX1poBaHMe BO3MOXHbIX 3ab01eBaHUi

no ANarHoOCTNYeCcKoMy Becy

ANropuTM pacyeTa AMarHoCTUYeCKoro Beca cpaBHMBaeT
reHOTUMbI JINL, CO CXOXUMU GEeHOTUMNYECKMMU NMPpU3HaKaMm
M yunTbIiBaeT "onbIT" npeablfyLliero paHXnpoBaHus
PuUnbTpaunsa pes3ynbTaToB PaHXMPOBAHMA B COOTBETCTBUM
C OLLeHKOVi KayecTBa cekBeHMpoBaHua (6annbl QUAL n GQ)

[ns pacueta geHoTMNMUECKOrO Beca

ncnonbsyetcs To/ibko OMIM 1 HPO

[ns pacueTta reHOTUNNYECKOro BeCa UCMOb3YHTCA TOSIbKO
6a3bl Clinvar, HGMD. He ncnonb3yet

WCTOYHMKN MHGOPMAaLMKM O YacToTe BapuaHTa

W/Mnn NpescKasaHnax NaToreHHoCTH

OTCyTCTBYET BO3MOXHOCTb KOHGUIYpMpoBaHUA

paHroe (fo6aBneHme HOBbIX KpUTEpUEB,

KOPPEKTMPOBKa CYLLEeCTBYHLLMX)

GENOME

EXPERT

O6paboTumnk darinos
(VCF)

KoHdurypuposaHme
HaCTPOEeK paHXNpPOBaHWS

OueHka
BapvaHTOB

JKCnepTm3a 3Ha4YMMOCTH
BapVaHTOB 1 06MeH
nHopmMaLmern o HaxogKax

CtaTnctmka

FeHepauusa 1 Bannaaumns
3aK0YeHN

ClinGen

* ®uHaHcupyeT: National Institutes of Health (NIH)
e CrtpaHa: CLLA

* Mopenb noctaBkun: O61auHas

OcHOBHbIe pa3jesbl

1. Pab6ouee mMecTo 3KcnepTa:

« OnpegeneHvie KpUTepUeEB, HEOHXOAUMbIX
JNS OLLEHKM KNMHNYECKO JOCTOBEPHOCTU

« OnucbiBaeT foka3aTeNbCTBa, NOATBEPXAAOLLNE
CBSA3b MeXJy reHoMm 1 3aboneBaHneM

« [o3BonsieT KypaTopam UCMoNb30BaTb MHGOPMaLNIO
NS MeTOAMYECKOM knaccndurkaumm JoCTOBEPHOCTY
[JaHHOW Napbl reH-3aboneBaHne

+ [o3BonsieT cobupaTh LoKa3aTeNbCTBa, NOATBEPXAAtOLLNe/
onpoBeprarLLMe ranJoHe0CTaTouHOCTb

N TPUNNOYYBCTBUTENBHOCTL FEHOB 1 06/1acTeli reHoMa
2.  Alelle Registry - novck BapnaHTOB B reHe
3. Pathogenicity Calculator - kanbkynsTop naToreHHoOCTH
BAapWMAaHTOB MO Pa3/INYHbLIM KpUTEPUSM
0 1. Pabouyee MecTO 3KCnepTa, N03BONAIOLLEE NOAPO6HO
OMUCbIBaTb OL|eHKY NaTOreHHOCT! BapnaHToB
Mo PasIYHbIM KPUTEPUAM
2. BepgeHvie H$OpPMaLMLM O MOMNYASLMOHHbBIX AaHHbBIX BapuaHTa
3. TonydyeHure faHHbIX 0 BapmaHTax 13 ClinVar, RefSeq
4. KoH$uryprpoBaHue KpUTepreB [0Ka3aTelbHOCTY

Q 1. He ncnonb3yeTcsa CTPYKTypUpOBaHHOe
onmcaHve peHoTUNa NaLMeHTa
2. K BapwuaHTy BO3MOXHO 106aBUTbL 3abosieBaHme
Tonbko no MONDO (Monarch Disease Ontology)
3. OTcyTCcTBYET B3aMMOZEeNCTBME C labopaTopuei



MTOITOBOE NMNOKPLITUE KOMMOHEHT «FTrEHOM 3KCMNEPT» KOHKYPEHTHbIMW MO

B

Bpau-reHetuk

ba3a 3HaHUN

& LleneBas ayautopus:

OMIM, HPO, HGNC

HEHEBaSI ayaunTopus:
JlabopaHT, Bpay-nabopaTopHblii reHeTnK, bruionHdopmaTuk,
3aBeayoLnii reHeTYeckol nabopaTopueri

*Karanor *Kartanor *Katanor ¢ CnpaBoOYHMK ¢ CnpaBoOYHUK *CnpaBoYHMK
deHoTUNNYECKNX HO30/10rMYEeCKNX  FeHOB 3TanoB MeTOZ0B YPOBHeli reH. MeTOAO0B
Npu3HaKoB dopm | nccnefoBaHms

T T

*CnpaBoOYHUK *CNpaBoOYHUK * CnpaBoOYHUK * CnpaBoOYHMK *CnpaBoOYHUK
COMOCTaB/IEHHbIX COMOCTaB/eHHbIX con MeTOoZA0B 6romaTepranos
3a6oneBaHNi n 3a6oneBaHMiA (NpoTokonoB) aHaNM3a AaHHbIX
K/INH. MPU3HaKOB 1 reHoB

AGGTTG TTA
= S BUOUHGMOP=
Labste
p e N

*XypHan *)KypHan *KOHTpO/b *XpaHunue *XypHan aencteuii,
NOCTaHOBKM Jenepco- KayecTBa 3Tanos MeTafaHHbIX BbIMOIHEHHbIX
3KCMepUMeHTOB Hanmsaumn nccnesoBaHmin 0 KayecTBe B NainnaiHe

4
* KOHCTpyKTOP *)XypHan *)XypHan 3abopa —> *06paboTumnk *KoHpurypuposaHune
PASS LIMS OTYEeTHbIX POpPM HanpasieHnn 6nomaTepnana ¢arinos (FastQ) nannnavHa
*PaboTta c 6roma-  *XpaHunuie *BrobaHk \ CloudPipeline

Tepuanom, 1306paxeHnin
npo6onoAroToska, * [IHK viewer

AeTekums

vt

vt

e dusnyeckme nnua

KnnHnyeckas reHeTuKa

*[eHeTMYecKas Ka pTa

(NauneHTbl, YneHbl ceMbW)

GenoPro

*PoaocnoBHasda

* KoHcTpykTOp
OTYETHbIX POpM

v4

. WHTepnpeTauus

*06paboTumk
¢darnos (VCF)

*SKcnepTm3a
3HaUNMOCTH
BapVaHTOB
1 obmeH
nHpopmaumeri
0 HaxogKax

AAHHbIX

*OueHKa
BapVaHToOB
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poBaHue
HacTpoek
paHX1poBaHus

*Cratucrunka

*FeHepaumsa
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3aK1H0YEHNI
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WHTEFPALUNA TEHETUHECKNX AAHHbBIX C MTPUNTOXEHNAMMW
NOAAEPXKU NPUHATUA KITMHNYECKUX PELLEHI (3C, ATITP)

YpoBHU paboTbl C reHeTUYECKOU NHOpMaLmen

(NprMep MoAenn NHTerpauuy reHeTUYeCcknx pecypcoB B 31eKTPOHHOe
34paBooxpaHeHune, bnHaHcmpyeTcs Intel)

« AnddepeHumanbHasg AnarHoCcT1Ka
= VIHTepnpeTauusa pesynbTaToB TeCTUPOBAHUSA

v SKCNEPTHOE 3AK/THOYEHUE .
.. = KnnHuKo-reHeanorndecknii aHanm3
ypoBeHb (Treatment DeCISlonS) = [onynauMOHHO-CTaTUCTUYECKMIA aHaNn3
3aknryeHus (TEHETUYECKMW NACMOPT)
= OueHka reHeT4ecKoro pucka
= DKCMepTHOE 3aKk/YeHne
BA3A . EaTanor reHeK;mquKmx 3abos1eBaHN re;Hoclla:, q)O':'(DGaJ'!Ia6|(?MbI
< . oTokosbl KnuHuyecknx pekomernaauuii (Clinical Guidelines
i 3KanPIHb|X AHMMTMLIECKMM, . Aﬁropmmu OueHkm FEHQTEHQCKOFOApII;ILCKa((RiSk Algorithms) )
ypoBeHb SHAHUU WHCTPYMEHTAPUV »  AIFOPUTMbI HTEPMPETALMN Pe3y/IbTaTOB TECTMPOBAHNSA
AHANNTUKN (knowledge (CDS tools) «  ANIrOpUTMbI NOALEPXKKMN MbILLEHUS Bpada (BUPTYyanbHbIN
repository) MOMOLLHMNK «IN1EKTPOHHbIA FeHETUYECKUIA KOHCY/IbTaHT»)
» KnuHunueckme aaHHble (Clinical Data, CDR)
1] TECTUPOBAHWE « [eHeTnueckune nabopatopum (Genetic Lab)
YPOBEHb Yl (Genetic / genomic « [eHeTMueckoe (XPOMOCOMHOE, BUOXMMNYECKOE,
TecTtnpoBaHus data repository) NMMYHO0rn4yeckoe) TectMpoBaHue (Genetic test Results)
= [eHOMHOe TecTMpoBaHuMe (Genomic test Results)
| POAOC/NTOBHDbIE / b . . .
FeHEaNOrYeCKI B/ FEHETUYECKUE KAPTbI « PopocnoBHble / cemeliHble kapThl (Family Health history Data, FHH)

ypOBEHb

(Genealogic Repository)

« KapTtoteka (doToapxus, ¢oT0aNLO0M)



PASAE/Nbl B3 «TEHOM 3KCIEPT»

dyHKUMOHaIbHasA NoAAep>kKa Bpaya OCyLLLeCTBASETCS MO ABYM HamnpaB/eHUSM:
< iy AVArHOCTMYECKOMY ¥ CMPAaBOYHOMY

gt )
s \\‘.\?

YpoBeHb b3

Pazpgen b3

Ha3HaueHue b3

CnpaBo4Ho-
MHPOPMALIMOHHbIN
(BubnmoTeka)

AHanuTUUYecKui
(NCnpe)

SKCNepTHbIV
(NC30)

KnnHmnyeckasi reHeTVKa
MonekynapHas reHeTuka /
LinToreHeTtrka / FleHOMHas
MeanumHa
MeTabonnueckas /
BMOXMMUECcKasn reHeTrKa

OHkKoreHeTuka
KapavoreHeTvka
HeliporeHeTuka
lNcnxoreHeTrka
CypporeHetumka
HyTpureHetunka v gpyrve
HamnpaBNeHNs reHeTNKN

3nunaemMmnonormyeckas
reHeTuKa

JKonormnyeckas reHeTrKa
PasvauMoHHas reHeTunKa
dapmakoreHeTmka/
dapmakoreHomMuKa
PenpoAayKT1BHas reHeTunkKa
MOHUTOPWHTI BPOXAEHHbIX
MOPOKOB Pa3BUTUS
MonynsaunoHHas MeanUmHa

KnnHnko-gmuarHocTtnyecknii pasgen

CoaepxuvT CMCTeEMaTU3NPOBaHHbIE KJIMHUYeCKe, MONeKYyNapHO-reHeTUYeckne onmcaHus
N ANArHOCTUYECKME KPUTEPUN MOHOTMEHHbIX 1 XPOMOCOMHbIX HaCNeACTBEHHbIX 601e3Hel,
CUHAPOMOB

1 BPOXAEHHbIX NOPOKOB pa3BnTuA (HB)

Yrny6néHHble KNMHUYeCKNe 1 MONeKyISPHO-TeHeTnYecke afroputMel AnddepeHumanbHoOm
ANArHOCTNKN MOHOTEHHbIX 1 XPOMOCOMHbIX 60/1€3He 1 CUHAPOMOB.

[marHocTrka HacneACTBEHHbIX 3a60/1€BaHUIA, reHETUYECKNX NPEeAPaCcnoNIOXEHHOCTEN
N MyTauuii B reHax. F[eHOMHbIE, XpOMOCOMHbIE, FreHHble MyTaLui.

Web-cepBuc andpdepeHuLmnanbHOM ANAarHOCTUKIA ANS Y3KNX CNeLmnancToB. MHOroANCUNNANHAPHbIN
NOAXOA.

Knaccndumkauyms 1 oLeHOUHbIe KpUTepun Gr3nyeckoro passmtms n comatometpum (P® / BO3).

BnuvsiHne BpeAHbIX GakTOPOB Ha NAoA / pebéHka, penpoAyKTUBHYH QYHKLNIO.

MpOTOKO/bI MHTEPMpPeTaLM/ pe3yNbTaToOB reHeTUYeCKoro TeCTMPOBaHKS, BbI6op METOA0B NeYeHUs.
KnnHWKo-reHeanornyeckmin NPOrHo3, pacyét reHeTUYeCcKoro pu1cka A4nsa cembiu. buonHdopmaTtumka.

BbiBOABI C OLleHKOV MOPGObYHKLMOHANBHOMO COCTOSIHUSA, TENOCOXEHUSI 1 COOTBETCTBUSA
MacnopTHOro Bo3pacTa MaLMeHTa YpOBHO ero 61Moa0rn4eckoro pa3BuTus.

dopmMannsoBaHHble CNOCObbI NpeAcTaBAeHs MeANKO-reHeTUYeCKNX 3aKNHUYeHNR MeXAyHapOoAHOro
obpasua.

Cuctema MefuMKo-reHeTUYeCcKoro MOHUTOPWHIa NMpPpeHaTasbHOro N PpenpoaykKTUBHOIO 340P0BbA.



BA3A 3HAHWW: OB30P MATEPVAJIOB
AndA HANOJIHEHWNA b3

MeXxayHapogHble CUCTeMbl AN Knaccndrkaumm
3abonesaHnim BO3

MeXayHapoHble CTaHAAPThl ANA YHUDUKaLNK
reHeTnyeckon nHeopmaumm (International
Knowledge Base)

O630p KIMHNYECKUX OHTOI0MUIA
(Normalizing Medical Ontologies)

O630p 6a3 AaHHbIX B 06/1aCTV MOJIEKY/IAPHOW
MeanunHbl, Gene resources

MexayHapogHble KoandukaTopbl AN
06MeHa MeULMHCKUMU SaHHBIMN

CneumanmsmpoBaHHas oTeyYeCcTBEHHAS
N 3apybexHasn nutepaTypa 1 pecypchl,
aTnachl

HasapeHko /liogmuna MaBnoBHa - ApekTop reHeTUYecKom KANHMKMN,
npodeccop, A4.M.H.,

3amecTutenb anpektopa HUW megmumHckor reHetrkn CO PAH no Hay4How

1 neyebHoW paboTe, UneH aKcnepTHOV NpobaemHomn kommccmm Ne 29.01 «eHeTrka Yenoseka

1 HacneAcTBeHHble 601e3HM» HayuyHoro coBeta PAH 1 M3 P® no MeanLMHCKON reHeTnKe, raBHbI
BHeLUTaTHbIN reHeTUk M3 P® B Cnbupckom desepanbHOM OKpyre

SkcnepT-kypaTop: KypvpoBaHMe reHeTn4eckolr CUCTeMBI.
PeBn3uns basbl 3HaHWI

LopuHa Acusa PuHaToBHa - pykoBoautenb o6nactHoro LieHTpa

MOHUTOPUHIa BPOXAEHHbIX MOPOKOB pa3BUTUA HoBocrMbumpckon obnactu;
Bpau-reHeTuK BbICLLE KaTeropmmy 061acTHON MeANKO-FreHEeTNYECKOI cnyxbbl HoBoCcnbupcko
obnactu;

3KcnepT no pasgeny: Megnko-reHeTU4eckoe KOHCYIbTUPOBaHMe. KNNHYIKA, AUarHOCTVIKa U NeYeHne
HaC/NeCTBEHHbIX 3a601eBaHNN. AHaNM3 POAOC/TIOBHOM, PaCUET p1cka HaC1eACTBEHHOMO
3aboneBaHNs

N reHeTnYecknii MPOrHo3 Ans ceMbu. Pernctp BpOXAEHHOW NaTonornm.

MpeHaTanbHas AMarHOCTVKa 6epeMeHHbIX



BA3A 3HAHUI: OTYET 2019.
NTOTN / MEXXAYHAPOAHASA CTATUCTUKA
KATANIOI HAC/JTIEACTBEHHbIX 3ABOJIEBAHUI

OCHOBHbIe
Tabnuuybl b3

HB - kog OMIM

OnuncaH ¢eHoTUN,
MOJ1eKyI ipHas OCHOBA
N3BeCcTHa / He N3BeCTHa

b3 NeHJKcnepT:
Kon-Bo 3anuceu

7729

Pecypc mexxayHapoaHOW
naeHTueunkauunm,
external resource

Kon-Bo 3anuceii
B napeHtudpukarope

OMIM knowledgebase of

human genes and phenotypes Eonee 8 000
Phenotype MIM number



BA3A 3HAHUI:
OTYET 2019. KATA/IOT FEHOB

Pecypc meXxxayHapoaHOW
naeHTndumnkKauun,
external resource

National Human Genome Research Bepcun
Institute (NHGRI) MaW- ceHTA6pb 2019

Kon-Bo 3anucei
B npeHtudpukarope

OCHOBHbIe b3 NeH3kcnepT:
Tabnuubl b3 Kon-Bo 3anucen

KapTbl reHos 43 070 HGNC dataset 43278
B HoMmeHKnaTtype HGNC,

cCbiKa Ha pecypc flemo Tabn b3 Gene ID Approved 41 527
HanmeHoBaHwue aHrn. 41 964
> Gene map
CMBOA reHa (rnaBHbIA) Aemo Tabn b3
KapTbl c onucaHnem reHoB 16 395 MIM Gene/Locus
B KaTasnore OMIM, 6 _ o 16 190 + 37
CCbIIKA Ha pecypc Aemo 1abn B3 https://omim.org/statistics/geneMap
Entrez Gene ID (NCBI)

16 376 Ensembl Gene ID
MeXxxa. naeHTndpuKaTopsl 15 884
(MHAEeKcbl B HOMeHKnaTypax LS Enzyme Gene ID ENZYME EC

Jlemo Tabn B3 accession number

UniProtkB



BA3A 3HAHWI: OTYET 2019.
KATANOI PEHOTUMUNYECKUX MPU3HAKOB (TEPMWHbI PYC, AHTN)

Pecypc me>xxgyHapoaHom
naeHTUPUKaunn,
external resource

11175 Connections with
[emo Tabn 63 terminologies

Kon-Bo 3anucen
B ugeHTUPmnKaTope

OCHOBHbIe b3 NeH3KcnepT:
Tabnuubl b3 Kon-Bo 3anucen

HanmeHoBaHus npu3sHaka: rnasHbiii  ERSEIGS

TepMUH [emo Tabn B3

HavmeHoBaHMA NpU3HaKa: 3010

CUHOHUMbI Ademo Tabn B3

Koa B MeXXayHapogHoiA OHToN0rNU 7796 Human Phenotype Ontology 14 831
deHOTMNNUECKNX aHOManNuii Jemo Tabn b3 (HPO)

MeXxayHapoaHble ugeHTUdnKaTopbl

[ononHutenbHble NHAEKCHI 21 153

B KaTanorax TPaHC/ISILMOHHOW Jemo Tabn B3
MeAULMHbI

MeSH, UMLS, MedDRA, GARD

ICD-10, SNOMED-CT, UMLS,
MeSH



BA3A 3HAHUI:

OTYET 2019. KAPTbl HB (KTTMHNYECKOE ONMNCAHWE)

OCHOBHbIe
Tabnuubl b3

KapTbl MOHOreHHbIX Hb
C MONIeKYNIAPHOIA reHeTUKOM
B KaTanore OMIM

BOCHpI/II/IM‘-II/IBOCTb

lFeHbl, KOTOpPbIE YYaCTBYIOT
B ONUCAaHUWN MOJIEKY/IIPHOMA
reHeTuku Hb.

O6Lee KOJINYECTBO FreHOB
¢ ¢peHOoTMN-BbI3bIBalOLLIEN
MyTauuen

HB - 'eH(bI1), Nnapsbl

b3 NeH3KcnepT:
Kon-Bo 3anucen

5398
[emo Tabn b3

4137
Jemo Tabn b3

6 208
[lemo Tabn B3

Pecypc me>xxgyHapoaHom
naeHTndukaunu,
external resource

Phenotype MIM number - Gene/Locus MIM

number

https://omim.org/statistics/geneMap

Human Genome
(Morbid Map)

OMIM Phen - HGNC ID

OMIM Morbid Map Scorecard (Updated
October 11th, 2019)

Gene-Phenotype Relationships (OMIM Phen
- OMIM Gene)

Kon-Bo 3anucen
B ugeHTUPUKaTope

5460
Single gene disorders and
traits, Phenotype

4163

6516



BA3A 3HAHUW:
OTYET 2019. KAPTA HB: CUMNTOMOKOMIJIEKC

Pecypc me>xxayHapoaHou
naeHTUPUKauun,
external resource

Kon-Bo 3anucen
B ugeHTUPmnKaTope

OCHOBHbIe b3 NeH3KcnepT:
Tabnuubl b3 Kon-Bo 3anucen

Kapr' HB ¢ KJIMHUKO- 7388 OMIM knOWledgebase of human

reHeTMYecKoli genes and phenotypes Okono 7 000
< [emo Tabn B3 o ,

XapakTepuctmkoun Clinical Synopsis

Okono 1000 HB

185480 (Clinical Synopsis
Eﬁ;i:i;vélfomnneKcax zl,gef/lngSaﬁﬂ E3 SUPRABULBAR PARESIS, He 3arosHeH UAn Kon-Ba
CONGENITAL Clinical Synopsis NPU3HaKOB HeJOCTaTOYHO A/

AVNArHOCTUKW, 2-5 NPN3HaKOB)

MpusHakn, c 6annamu gns 132906 210350
ANArHOCTUKM [emo Tabn b3 BIEMOND SYNDROME Il

He yka3aHbl



BA3A 3HAHWW: OTYET 2019.
CPABHUTE/IbHASI XAPAKTEPNCTUKA
KITIMHUYECKN ONMNCAHUW B3 1 OMIM

A y» EI6APC © med-demoZbars-ope.. E5I Fenerwxa Pecypeman- B3 @apmaorewenaka B3 Howoctw w npasonmie ...

- About Statistics v Downloads ~ Contact Us MiMmatch Donate ~ Help ~

| HacneacTseHHbie 3300/1e8aHna

314500 OMIM Q options Display. ¥ Highlights ¢ Change Bars
| Feature 1Ds
‘ 6 D+
%314500 i External
Kog Hastnanozasne{pyc) Haumexosanra(asrn) Table of Contents % ‘% 14500 Links
3508 | Cwmppon Baw e Gowa VAN DEN BOSCH SYNDROME MIM Entry

VAN DEN BOSCH SYNDROME % Lol

Resources

Clinical Trials

SKEL
Skeletal deformity
EYES
- Choroideremia
POSSUM
INHERITANCE
- X-linked. ? contiguous gene syndrome
NEURO
Mental deficency
€1 B nojl0 v 3anncen M3 CYPIMMLE nepeRTy 1 | CTpannyy SKIN
CUHOHKM MeTafonMuecate Hapysektsa MONEKYNAPHAR TEHETHNS CHMNTONOKOMNASKC MKE Tun Hadl ) AUME“‘_OS‘S e
B, - Anhidrosis
R : DMarocTHIeckan AonOnKATERSHO . _ :
{Kmeiei eoul Iuckax | waunsocTs, % (oncamwe, Cinownm) | HTeMA/TDY Creation Date:Undefined
Mz 85 Koxa / noa Edit History: Undefined
MMNEpTEpMKA 85 OcobesiHocy
MMNOTHAPOS 85 CYXaR KON Koxa [ noay
1EPKKS WHTRANESKTYANEHOTO DIIATHR 85 230ROXKA DIIATHR Nowotyecs
MMNEDTEPMUA NOKUECTBEHHAR 85 OcobesHoc
HaHAIM 85 (+) Poct/OGurd
NpOuRE HOMANMK CETUITHH 85 Oprasiu 3pef
NPOUKA KepaTos 85 {+) Koxz / noay
T™HMAGZ 85 (+) Koxa / nopy NOTE: OMIM 15 intended for use primarily by physicians and other professionals concerned with genetic disorders, by genetics researchers, and by advanced students

YMCTBRHHER OTCTaNOCTL rRySokan 85 (+) Moy ec] in science and medicine, While the OMIM database is open to the public, users seeking information about a personal medical or genetic condition are urged to consult
with a qualified physician for diagnosis and for answers to personal questions
OMiM? and Online Mendelian Inheritance in Man® are registered trademarks of the Johns Hopkins University.
Copyright! 1966-2019 johns Hopkins University

4 12 34 F noi0 v zanmcedHa cpasmge nepeita K2 | CTpaHMUY L

oK OTNeHa

Num Lotk |19 @& & se € }'




BA3A 3HAHWUI:
CTPYKTYPA V1 HASHAYEHWE TAB/IL,

I KNACCUPUNKATOPLI HACNEACTBEHHbIX 3AEO/IEBAHU

dopmanmzoBaHHble KnaccndurkaTopsbl, NpeAgHa3HauYeHHble
ANA pacnpegeneHuns 3aboneBaHnii No OTAeNbHbIM Knaccam/rpynnam

T - R R

Knaccndukatop 3aboneBaHumii
Mo 3TMONOrMYECKOMY NPUHLUMNY
(reHeTnYeckuii)

Knacc - I'pynna(bl) MyTaumm - Trn(sl)
HacneaoBaHWA

33 3anucn

BeinonHeH aHann3 Orphanet classifications,
nockonbky ICD10, 4eNCTBYHOLLYIO B KTMHUYECKOM
NpakTUKe, CYUTAKOT HeYLOBNeTBOPUTE/IbHOMN B YaCTU

Knaccndukatop 3abonesaHumii no

Knaccbl natonorum Orpha
OpraHHO-CUCTEMHOMY NMPUHLMMNY

Ipynnbl natonornu Orpha (3 ypoBHS)

(KNMHUYeCKnii) peakunx 3abonesaHuni (KoHcopumym Orphanet (13
oTueTa EUROPLAN | «Kozgekc Orpha»)
< CpenaTtb 3X-ypOBHeBbIN KnaccnerkaTo
KnaccndukaTtop 3abonesaHumii AobasuTtb Knaccndukaymo HBO A yp ¢ P
o no obpa3suy ORPHA + cnpaBoYHMK T1Mna
Mo xapakTepy MeTabonmyeckmx «pynnbl MeTabonnyecknx HapyLeHnm» .
< o P XapakTepurcTmka HapyLleHuin" pynnsl
PacCTPOMNCTB (BUOXUMUYECKNIA) B pa3gen Orphanet classifications

MeTabonnuecknx HapyLwieHun, HBO



BA3A 3HAHUW: KATANOTI HO30/IOTMYECKNX ®OPM

HavmeHoBaHne [[naBHOE, CUHOHWMBI, PYC, aHI

Kog OMIM MexayHapoAHbI ko 3aboneBaHmns OMIM Phenotype, akTyanbHOCTb, NpAMas CcCblika Ha kaTtanor OMIM
Tun(bl) HacnefoBaHWA 3a60n1eBaHUA Ipynna knaccnéumkaTopa

[eHHble KapThI MonekynspHas reHeTnKa 3aboneBaHus

VIHACKCEI B MEXAYHAPOAHbIX JononHuTensHble naeHTUdMKaTopbl 3ab6oneBaHnsa: ORPHA, UMLS, MKB10, MeSH, UMLS

HOMeHkK/IaTypax
Bo3pact maHudecTaumm 3abonesaHna | Bknagka MaHuecTaums: CnpaBoYHUK MeAMKO-610N0rMyeckor nepmogmsannm
PacnpocTpaHéHHOCTb 3aboneBaHuA Jlons 60nbHbIX B rpynne 06cneAoBaHHbIX UL, UK B NONYASLMN (YAENNTb BHUMaHMe nokasatensim PP)
MonynsaunoHHasa yacToTa KoaddumuneHT 3a6onesaemoctn (Poccumsal)
3Tnonorus Bknagka 3tnonorusa
[MaToreHes Bknagka MatoreHes
MaHudectauns. CoOoTHOLLEHMEe NOA0B NpU AaHHON NaToaornm
KnnHnueckne ¢opmbl 3a6oneBaHms cnpaBoyHuK KnuH ®opma Hb
C yem anddepeHLMpoBaTh HavnmMeHoBaHve cnHapoma, OMIM

VckntovatoLme kputepmnm

NS AVIarHOCTK Mon; MaHndecTaumsa

ANb60OM NANKOCTPATMBHOrO MaTepmana CMHAPOMa; bubanorpaduryeckme cCbiku.
Pa3melLeHne KaprorpaMMbl, XpoOMaTorpamm, rpadurkoB 1 N306paxkeHn 13 MPOTOKOJIOB 1ab0PaTOPHbLIX aHANN3aTOPOB
CNpaBoYHMK Tun doToMaTepurana; okHo Hb - Bknagka ®otoanbb6om HB: 61bn; okHo HbB - Bknagka PoToansbom Hb: naumeHTsbI

dotoapxvs Hb
JepmaTornnduka

Bknagka O6cnepoBaHue, CNpaBoYHUK MFeHeTUYeckmne TecTsl.

MeTOAbl MeANKO-TEHETUYECKOrO TECTMPOBAHMS (TeHeTUYEeCKNEe, XPOMOCOMHbIE, BUOXUMUYECKMNE TECTbI).
PekoMeHZauuu no gon. o6cnefoBaHnto (NabopaTopHoOe, UHCTPYMEHTaNbHOe, HabtogeHre CeumanmncToB),
KyAa HanpaBuTb NaumeHTa Ana 06c1esoBaHns

CxeMa o6cnesoBaHuA

MpuHUMnbl Tepanumn Bknagka Metozbl Tepannm
MpakTnyeckre pekoMeHaaLnm Bknagka PekomeHaauunm no HabawogeHnto, npodurnakTmke

[JaHHble O MPOAO/IKNTENIbBHOCTU XXN3HWN. I'IporH03 TeyeHus 3a6o/1eBaHNSA
N pasButTna OCNOXHEHUM B 3aBUCUMOCTU OT BO3paCTa N METOAa nevyeHnsa

Bbubnnorpadpus Bubnnorpadpuryeckme cCbinkm Ha UCTOYHUKN. Bknagka brubnnorpadus, cnpaBoyHnk bubnvorpapus

MporHos



BA3A 3HAHWUI: CTPYKTYPA N HA3SHAYEHUE TABJINL,
KAPTA HB: MOJIEKYJTAPHAA TEHETUKA 3ABOJIEBAHWA. KATAJTIOI TEHOB

CMBOJ reHa (rnaBHbI, CUHOHKMbI)
® HawnmeHoBaHMe (rNaBHOE, CUHOHWMbI) PYCCKWMA, aHFINACKUIA.

Kog MIM Gene/Locus B katanore OMIM, ccbinika Ha pecypc

Me>|<p,yHapop,Hb|e VI,LI,EHTI/ICIDI/IKaTOpr (MHAEKChI B
HOMeHKNaTypax)

- Entrez Gene ID (NCBI) E”?‘IgmeKGBe”e'D
« Ensembl Gene ID e

V)
® Gene ID B HomeHknaType HGNC, ccbiika Ha pecypc
v/

<

Jlokanusaumst MoeKynspHbIX U3MEHEHWI



BA3A 3HAHUIA: CTPYKTYPA N HASHAYEHUE TAB/INL,

I KINACCUNDUKATOP ®EHOTUTNMNHECKNX TIPU3HAKOB CUCTEMHO-

OEJ_pﬁdﬂhcszMbm KnaccudukaTop npeaHasHadeH Ans pacnpegeneHusi NpusHakoB No OTAENbHbIM Knaccam/rpynnam
» CTpykTypa gepea cuctem: Knacc / rpynna / noarpynna (3 ypoBHSi, 275 3anvcen)

* [MpnmeHsieTca npy HanonHeHun b3, B pasgenax KNnMHUYeCKoro ocMoTpa,
AndpepeHumanbHON ANarHOCTUKM U CTaTUCTUYECKON OTYETHOCTH

I KATANOI PEHOTUTNNHECKKNX

F1PIABFHAJEE@H8e onncanne knnHMYecknx, napaknMHUYecKnX, MONEKYNAPHO-TEHETUYECKIX NoKasaTenei
crneumansbHOro U AoNonHUTENbLHOro o6cneaoBaHuns (MabopaTopHbIX, (PYHKLIMOHAMBHbLIX, MHCTPYMEHTanbHbLIX METOA0B)

* [MpyMmeHeHune: KNUHMYeCcKknn peHoTUN; BUOXMMMNYECKNin PeHOTUN

HaumeHoBaHMA npu3Haka KnuHuyeckune npusHaku, rmaBHbIi TEPMUH, CUHOHWUMbI, PYC, aHrm.

EITETTE S pviMenaHue npusHaka

MHpaekc B mexayHapogHom - .
Kog B MexxayHapoaHOM OHTONornm heHoTUNNMYEeCcKNX aHomanum
HomeHknartype HPO

Mexa naeHTuukaTopb! 1 JOMNOMHUTENbHbIE MHAEKCHI B KaTanorax TpaHCNALMOHHON MeANLUHbI
MeSH, SNOMED-CT, UMLS, LOINC,

ICD-10 npu3Haka PHCU: MKB-10(11)
TS AccoumaTuBHbIE CBSI3U MPU3HAKOB

doToapxuB XpaHeHwue CCbIfoK AN UANKCTPaTMBHOIO Matepunana + bubnmorpaguyeckne cebinkn Ha ooTo

UaeHTudukatopbl



BA3A 3HAHUIA: CTPYKTYPA N HASHAYEHUE TAB/INL,

I KAPTA HB: CUMIMTOMOKOMIEKC, KITMHNYECKAA KAPTUHA SABOJIEBAHUA

« Tabnunua ana xpaHeHUs KIMHUYECKNX, AMAarHOCTUYECKUX ONNCaHNA 6one3Her N CMHAPOMOB

* [prMeHsieTcs Npu HanonHeHWW b3, B pasgenax KIMHNYECKOro ocMoTpa, AnddepeHumnanbHoOM ANarHoCTUKA U CTaTUCTUYECKOM OTYETHOCTY

KnnHnyeckue npusHakm 3abonesaHus Bknaaka CMMNTOMOKOMMJIEKC

AvarHocTtnyeckaa 3HauUNMoCTb Bec npu3Haka B guddepeHumanbHom gnarHoctmke (6annbl, %)
Bo3pacTt maHundecTaumm npmsHaka

CTeneHb TAXKECTU NpPU3HaKa CnpaBoyHMK CTeneHb TAXeCTU (MpU3HaKk)

XapakTep TeyeHus CnpaBoYHVK XapaKkTep TeueHns (Mpmn3Hak)

YacToTa npu3Haka

OCOB6EHHOCTY KNMHMYECKMX MPOSIBAEHUIE B 3aBUCMOCTY
CooTseTcTBME NONY OT MONa M KNNHNYECKO! GpOopMbI 3a601eBaHNS

CooTBeTCTBME KIMHNYECKOW GOopMbl
3aboneBaHus

Ncknovaouwme npmaHakun gns
ANAarHoCTuKu

Bbnébnunorpajpus Bubnuorpapuryeckmne cCblIKM Ha NCTOUHUK

MnaH pacwimpeHus cnpaBoYHMKa: [J06aBUTb XapaKTepPUCTUKY MOPsiAKA Pa3BUTMS NATONOrMYeCcKoro npoLecca
N GOPMMPOBAHMA CUMMTOMOB; JOMONHNTENBHO YKa3aTb HETUMNYHbIE KINHUYECKE BapUAHTbI
TeueHWs 3a60neBaHNS; KTMHNYECKNA NOAUMOPPU3IM CUMITOMATUKKL



BA3A 3HAHUWW: NJIAH COMPOBOXAEHUA

ConpoBoxzeHne b3 /BepcMoHHOe 06HOBNEHME

[NoaaepxaHve akTyanbHOM HPopMaumm B Kaptax 3aboneBaHni,
NOArOTOBKAa MaTepmana gns rnornoaHeHns b3

+ CncTtemMaTn3npPOBaHHbBIV 0630p INTepaTypbl, MEXAYHAPOAHbIX KaTasoroB, OHTONOM NI
* JKCMepTn3a MaTepuanos C reHOTUNUYECKOV / GeHOTUMNYECKON N 4p. MHOopMaLmei
« OnpegeneHve, MoagnbuKauma 3HaAHUA

+ TNpun HeObXOAMMOCTU, MePeBOZ C aHIININCKOTO Ha PYCCKUIA S3bIK

AKTyanusauma gaHHbIX B B3.
O6BEM 415 BEPCMOHHOIro 06HOBEHNS

« APM 3kcneprta: pernctpauns / obHoBneHve nHGopmaunm B crneLmanbHbIX Tabamuyax

* KOHTpOJ’Ib OTBETCTBEHHOIO aHa/MTUKa



N
@

CTPATErTMYECKAS /
CECCUA




.|.

// o 0000000000000 0O0C O OO
CTPATEITA ronyboro OKeaAHA
EAVHCTBEHHBIV CrOCO6 NobemnTb KOHKYPEHLUIO

— 3TO rnepecTaTb NbITaTbCA NO6eanNTh.
BbITK 3a npeaesbl 13BECTHbIX YY4aCTKOB PbIHKA U
napagnrMbl XXeCcTKOM KOHKYPEHLM anoro okeaHa u

CKOHLEHTPMPOBaTb CBOU YCUJINA HA HETPOHYTbIX
06/1acTAX, Tak Ha3blBaeMbIX roNybbIX OKeaHax, rae HeT

KOHKYPEHTOB, HO €CTb OFpOMHbIIZ noTeHuman
ANA Pa3BUTUA KOMIMaHWN.

.....Ox 00000

Kuvum YaH n PeHe Mo60opH



‘ ‘ «..JNbBKPA, Mbl laxe He 3Haewm,
UYTO CKa3aThb...

Y Bac Takme aMbuLo3Hble
Llenn!»

------------ Halle ocCHOBHoOe€
NPenMYyLLLEeCTBO:
Mbl BUAMM NpoLecc Lenmkom,
LLIMPOKO N 06bEMHO



Halu pbIHOK

PepepanbHble BEAOMCTBA: B nepcnekTuBe:

@& MuHzapas Poccnm (NoABeAOMCTBEHHbIE YUpexXeHMs) 3apybexHble LieHTpbI

@ MwuHHayky Poccnn (NofBeAoMCTBEHHbIE YUpeXAeH st 1 nabopartopuu

PernoHanbHble yupe>xgeHus:

& Megaunko-reHeTUYECKNE LIEHTPbI U FeHeTunYeckne
nabopatopum (Ha 6a3e HayUHbIX MHCTUTYTOB)

€ YacTHble LUeHTpbI 1 NabopaTopum
(KpyMHble MHBECTULMOHHbIE MPOEKThI)



KTo Haw knveHT? 4

ANTEb

: AOKTOPA MeANLMHCKNX N
NX HayK




COCTAB KOMIMOHEHTOB MNPOrPAMMHOTIO NMPOAYKTA «TEHOM 3KCINEPT»

ba3a 3HaHUN

LeneBasa aygutopus:

Bpau-reHetnk

LleneBas ayantopus:

JlabopaHT, Bpay-nabopaTopHsblii reHeTuk, BruonHpopmatuk,
3aBefyoLnli reHeTnYeckor naboparopuei

*Kartanor *Kartanor *Katanor ¢ CnpaBoOYHMK ¢ CnpaBoOYHUK *CnpaBoOYHUK
beHOTUNNYECKNX  HO30/IOTUYECKNX  FeHOB 3TanoB MeTOZ0B YPOBHeli reH. MeTOAO0B
Npr3HaKoB dopm ' nccnesoBaHms

I I

*CnpaBoOYHUK *CNpaBoOYHMK * CnpaBoOYHUK * CnpaBoOYHMK *CnpaBoOYHUK
COMOCTaB/IEHHbIX COMOCTaB/IeHHbIX con MeTO/0B aHanuns3a 6riomaTtepranos
3aboneBaHuli n 3aboneBaHW (NpoToKONOB) JAAHHbIX
K/INH. MPU3HaKOB 1 reHoB

J..| BuonHdoop-
*XKypHan *XypHan *KoHTposib * XpaHunvie *XypHan aencteuii,
MoCcTaHOBKM Aenepco- KayecTBa 3Tanos MeTafaHHbIX BbIMOIHEHHbIX
3KCMEepUMeHTOB Hanmsaumn nccnesoBaHmin 0 KayecTBe B NannaiHe
4
*XypHan * KOHCTpYyKTOP *)XypHan 3abopa —> *06paboTumnk * IHK viewer
HanpasneHui OT4YeTHbIX popM  Bromatepuana ¢arinos (FastQ)
*PaboTta c 6roma-  *XpaHunuie *brnobaHk * KoH$urypmposaHve
Tepuanom, 1306paxeHnin narinnanHa
npo6onoAroToska,
AeTekums

KnnHnyeckasi reHeTumka

vt

*PogocnoBHas

* dusnyeckme nnua
(NauneHTbl, YneHbl ceMbW)

* KoHcTpykTOp
OTYETHbIX PopM

*eHeTn4eckas ka pTa

NHTepnpeTayua

*06paboTumk *OueHka *CTaTncTMKa
darinos (VCF) BapuaHTOB
4
—> * KoHPpurypu- *SKcnepTm3a *FeHepaumsa
poBaHwMe HacTpoek 3HaUNMOCTH 1 Banuaaums
paHXunpoBaHWs BapuaHToB 3aK/It0YeHNI
n obmeH
NHPopmaumen
0 HaxoAKax




MWHUCTEPCTBO
3OPABOOXPAHEHMUA
POCCUNCKOWU ®EOEPALIUU

Lienesas ayguropus: Lenesas ayanrtopus:
Bpau-reHeTyik NabopaHT, Bpau-nabopaTopHblli reHeTuK, bBrionHpopmaTuk,
3aBe/yoLLMii reHeTn4ecko nabopatopueit
* dusnyeckne avua * KoHcTpykTOp
*Kartanor *Kartanor *Kartanor * CnpaBoOYHNK *CnpaBoOYHNK * CnpaBoOYHUK < (NauUMeHTbI, Y1eHbl CeMbU) OTYETHbIX POpPM
$EeHOTMNNYECKMX  HO30/I0TMYECKMX  FeHOB 3TanoB MeTo/0B YPOBHeli reH. MeTo/0B ;
NPU3HaKoB dopm ' nccnesoBaHns
T T
¢ CnpaBoOYHMK * CnNpaBoOYHMK *CnNpaBoOYHMK *CnNpaBoOYHMK *CnpaBoOYHUK *PosocnoBHasn *eHeTYeckas KapTa
COMOCTaB/IEHHbIX COMOCTaB/IEHHbIX con MeTOo/0B aHanm3a 6romatepranos
3ab60/1eBaHU 1 3abosieBaHUn (MpoToKONOB) JaHHbIX
K/IMH. NPV3HaKoB 1 reHoB
| i I
XKypHan XypHan KoHTposb
MNOCTaHOBKM JZlenepco- KayecTBa 3Tanos KoHuryprposaHue O6paboTumk O6paboTumk OueHka Cratucrumka
3KCNeprIMEHTOB Hanmsaumm VICC}'IeAOBaHI/IVI navnnanHa ¢'a|7|/'|OB (FaStQ) q)aVI/'IOB (VCF) BapnaHTOB
- -
—> = = —>
XypHan XpaHnnvie XypHan 3abopa XpaHunnvie XKypHan gencresun, KoHouryprpoBaHue dkcnepTr3a ['eHepaunsa
HanpaBAeHNI 1n306paxKeHnin 6rvomaTtepmana MeTafaHHbIX BbIMOJIHEHHbIX HacTpoek ShiaguMoci ¥ Banugauus
0 KayecTBe B navinnariHe PaHXMpPOBaHMS BAapUAHTOB M 0BMeH 331 104eHN]
nHdopmaumen
0 HaxogKax
BrobaHk KoHcTpykTOp PaboTa c 4
OTYETHbIX 6romaTepmanom, OHK viewer
dopm Npo6onoAroToBKa,

aetekuns



MUHUCTEPCTBO
3O0PABOOXPAHEHMUA
POCCUNCKOU ®EOEPALINA

CospaHve EanHO NMHPOpPMaLMOHHOMN
nnatpopmMbl BCex MeANKO-reHeTNYeCKUNX
cny>k6 Poccun

/7

Bpauel-reHeTUKOB B Poccum 6yayT
o6ecneyeHbl MHCTPYMEHTOM AJ1S: ’

(> BepaeHws 3neKTPOHHOV MeAVNLIVIHCKOMN
reHeT4eckol KapTbl 1 6a3bl NALMEHTOB

(» MocTpoeHns poAoC/IOBHOM
NnaLneHTOoB

(O AnddepeHumanbHON AMArHOCTUKN HaCeACTBEHHO
MaToNoru, BLIGOPa NeUYeHVS 1 KINHUKO-TeHEeTNYECKOM
NPOrHo3e




MUHHUCTEPCTBO HAYKH
M BBICIIET'O OBPA3OBAHUSA
POCCHUMCKOW ®EIEPALINHA

ba3za 3HaHUU

Lienesas ayguropus: © & Uenesas ayautopus:
Bpau-reHeTk . [¢®\ JlabopaHT, Bpau-nabopaTopHbIi reHeTik, BruonHpopmaTuk,
. 3aBe/yoLLMii reHeTn4ecko nabopatopueit
dusmnyeckume nnLa KoHcTpykTOp
*Kartanor *Kartanor *Kartanor * CnpaBoOYHNK *CnpaBoOYHUK * CnpaBoOYHUK < (maumeHTbl, YneHbl CeEMbMW) OTYeTHbIX dopMm
beHOTMNNYECKMX ~ HO30/10TMYECKMX  TFeHOB 3TarnoB MeTo/A0B YPOBHeli reH. MeTo/0B R
Npu3HaKoB bopm ' nccnesoBaHus
T T
* CnpaBoYHMK ¢ CnpaBoYHMK : * CnpaBoYHMK *CnpaBoYHMK * CnpaBoYHMK PozocnoBHas F'eHeTMyeckas kapTa
COMOCTaB/IEHHbIX COMOCTaB/IEHHbIX - con MeTOo/0B aHanm3a 6riomaTtepranos
3ab60/1eBaHU 1 3abosieBaHUn (MpoToKONOB) JaHHbIX
K/IWH. NPY3HaKoB N reHoB
(f 2
] &
XKypHan XypHan KoHTposb
MOCTaHOBKM Aenepco- KayecTBa 3TanoB KoHdurypupoBaHue O6paboTumk O6paboTumk OueHka Cratucruka
3KCMEePVIMEHTOB HanAmMsaumm nccneAoBaHW nawviniariHa ¢aiinos (FastQ) darnos (VCF) BapuaHTOB
4+ -
- 5 5 -
XypHan XpaHuavie XypHan 3abopa XpaHuauie XypHan gencreui, KoHduryprpoBaHue dkcnepTr3a leHepaums
HanpaBAeHNI 1n306paxKeHnin 6rvomaTtepmana MeTaZaHHbIX BbIMONHEHHbIX HacTpoek 3Ha4MMOCTL 1 Banngauns
0 KayecTBe B navinnariHe PaHXMpPOBaHMS BApWaHTOB M 06MeH 331 n10ueHNi]
nHbopmaumen
O HaxojkaxX
BrobaHk KoHcTpykTOp PaboTa c 4
OTYETHbIX 6riomaTtepranom, JHK viewer
dopm Npo6onoAroToBKa,

aetekuns



ba3a 3HaHUU

LieneBas ayguropus: Llenesas ayanTtopus:
Bpau-reHeTyIK NabopaHT, BPaq-naGOpaTOQHbm reHeTuK, EI/IOI/IHd)OpMaTMK,
3aBe/yoLLnii reHeTn4eckon nabopatopueii
*KaTtanor *KaTtanor *KaTtanor *CnpaBoYHMK *CnpaBoYHMK *CnpaBoOYHUK
deHOTUNNYeCKNMX  HO30/10TMYEeCKUX TeHOB 3TanoB MeTo/40B YPOBHe reH. MeTOo/0B
Np13HaKoB dopm | nccnefoBaHus
T T
* CnpaBoOYHMK *CnNpaBoOYHMK *CnNpaBoOYHNK *CnNpaBoOYHMK * CnNpaBoOYHUK
COMOCTaB/IEHHbIX conocTaB/ieHHbIX con MeTO/0B aHann3a 6romaTepranoB
3aboneBaHUi 1 3aboneBaHuUli (NPOTOKO/NOB) AaHHbIX
K/IVH. MPU3HaKoB 1 reHoBs
BuounHdoop-
*XypHan *XypHan *KoHTposib
NOCTaHOBKM Aenepco- KauecTBsa 3TanoB *AHK viewer *O6paboTumK
3KCMepUMeHTOB Hanm3aunm nccnefoBaHuin ¢arinos (FastQ)
<
> = =
*XKypHan * XpaHunvie *XXypHan 3abopa * XpaHunuie *)XypHan gencTeui,
HanpasfieHui N306paxeHu 6nomatepuana MeTaZaHHbIX BbIMONHEHHbIX
0 KavecTBe B MavnnarHe
*brnobaHk * KOHCTpYyKTOP *Paborta c
OTYEeTHbIX popMm 6romaTepunanom, * KoHurypmpoaHue
npo6onoAroToBKa, navnnamHa
JAeTekums

vt

vt

desepanbHoe rocyAapcTBeHHOE 6HOLKETHOE yUpexaeHue
LLleHTp cTpaTernyeckoro NJaHMpPoOBaHUA 1 yNpaBieHUs
MeAnKo-6M0N0rMYeckKMMm puckamm 310poBbsl

dursmnyeckme nmua

KoHcTpykTOp
(maumeHTbl, YieHbl ceMbW)

OTYeTHbIX GopMm

PogocnoBHas [[eHeTUn4Yeckasd KapTa

NHTepnpeTayua
AAHHbIX

*O6paboTumk

*OueHka eCTaTncTnKa
¢arinos (VCF) BapuaHTOB
*KoHpuryprposaHue *3KcrnepTm3a *[eHepauus
HacTpoek 3HAYMMOCTU 1 Banugaums
paHX1poBaHUA BapuaHTOB 1 06MeH 3aKoYeHNn
nHbopmauwmeri
0 HaxoAkax




L% LleneBas ayautopus:

Bpau-reHeTnk

ba3a 3HaHUU

*Katanor *Katanor *Katanor
GEHOTUNNYECKMX  HO30/1I0TMYECKUX  FEeHOB
Np13HaKoB dopm '

I I

*CnpaBoOYHMK *CnNpaBoOYHMK
COMOCTaBAEHHbIX COMOCTaBEHHbIX
3a6oneBaHUin 3a6oneBaHuUi
K/VH. MPU3HAKOB 1 reHoB

LleneBas ayautopus:
JNabopaHT, Bpay-nabopaTopHblii reHeTunk, brionHdopmatuk,
3aBe/yoLLnii reHeTn4eckon nabopatopueii

*CnNpaBoOYHNK
3TanoB MeTo/40B

*CnNpaBoOYHNK

con

(NpoTokosoB)

*CnNpaBoOYHNK
YpOBHeli reH.
nccneAoBaHms

*CnNpaBoOYHNK
MeTO/0B aHannsa
AaHHbIX

* CnpaBoOYHMK
MeTOo/0B

* CnNpaBoOYHUK
6romaTepranoB

.
O3

*XypHan
NoCTaHOBKM
3KCMepnMeHTOB

*XKypHan
HanpasneHui

*BrnobaHk

i

vt

* XypHan
Aenepco-
Hannsauunn

* XpaHunve
1N306paxeHnit

* KoHcTpyKTOP
OTYeTHbIX popM

vt

*KoHTpOsib
KayecTBa 3TanoB
nccnesoBaHnii

*XypHan 3abopa
6nomaTepmana

*Paborta c
6romaTepuanom,
npo6bonoAroToska,
Aetekums

buo
MaT

* IHK viewer

* XpaHunvie
MeTaZaHHbIX
0 KayectBe

* KoHpurypmpoBaHue
navnnanHa

nHoop-
nKa

*06paboTumK
¢arinos (FastQ)

*)XypHan gencrsuii,
BbIMO/THEHHbIX
B NannaiHe

XaHTbl-MaHcuiAckuii
aBTOHOMHBbIV Kpyr

KnnHnyeckas
reHeTuka

* dusnyeckme n1ua
(NauneHTbl, YneHbl ceMbK)

* KoHcTpykTOp
OTYeTHbIX GOpM

vt

*PogocnoBHas *[eHeTYecKas KapTa

vt

NHTepnpeTtauyua
AAHHbIX

*0O6paboTumnk *OueHkKa e CTatTucTmka
darinos (VCF) BapvaHToB
<+
—>
* KoH$uryprpoBaHue *3KcrnepTm3a *eHepayus
HacTpoek 3HauUMMOCTH 1 Bannaaums
paHX1poBaHUs BapVaHTOB 1 06MeH 3aKN0YeH N
nHpopmaumen
0 HaxogKax




S/
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o
ErOlCLEr

XaHTbl-MaHCMUCKUA
aBTOHOMHbIN OKpPYr

[lBa 3aKa34ymKa
BHYTPU O4HOTIO
MNepuHaTanbHbIN

. A4
DernoHa: cukeCKMi LeHTp
6roa>KeT co3aaHus

r. Cypryr uciia

M|/|H3p,paB XMAO KnnHunueckas NHTepnpeTauus
reHeTUKa JaHHBIX
KnunHunuyeckas

NHbopMaTM3auma MeanKo-reHeTUYeCcKom Lindposasi nnatpopma oxpaHbl peNpoAyKTUBHOIO
CNyX6bl pervoHa 3/10pOBbsi 1 6€30MaCHOro MaTePUHCTBA

10,9 mnpa.P




LleneBas aygutopusa:
Bpau-reHeTnk

LleneBas ayantopwus:

JNabopaHT, Bpay-nabopaTopHblii reHeTunk, brionHdopmatuk,
3aBe/yoLLnii reHeTn4eckon nabopatopueii

*Katanor *Kartanor *Katanor *CnNpaBoOYHNK *CnNpaBoOYHNK * CnpaBoOYHMK
deHOTUNNYeCKNMX  HO30/10TMYEeCKUX TeHOB 3TanoB MeToA0B YpOBHeli reH. MeTOA0B
npr3HakoB dopm ' nccneAoBaHms

T T

* CnpaBoOYHUK *CnNpaBoOYHMK *CnNpaBoOYHNK *CnNpaBoOYHNK * CnNpaBoOYHUK
COMOCTaB/EeHHbIX COMOCTaB/IEHHbIX con MeTOZ0B aHanmsa 6romaTepranoB
3a6oneBaHUin 3a6oneBaHuUi (npoTokonoB) JAAHHbIX
K/IVH. MPU3HaKoB 1 reHoB

*XypHan *XypHan *KoHTposib
MOCTaHOBKM Aenepco- KayecTBa 3Tanos KoHurypuposaHume O6paboTumK
3KCMepUMEHTOB Hanmnsaumm nccnefoBaHniA navinnanHa danos (FastQ)
<
> = .
*XypHan *XpaHuavie *XypHan 3abopa XpaHunuie XypHan gencrsunn,
HanpasneHui 1N306paxeHnin 6nomaTepuana MeTaJaHHbIX BbIMO/THEHHbIX
0 KayecTBe B MawnnnamHe
*brnobaHk * KOHCTpYyKTOP *Paborta c
OTYEeTHbIX popMm 6romaTepunanom, JIHK viewer
npo6onoAroToBKa,
AeTekums

vt

v

KnnHnyeckas
reHeTuka

* dnsnyeckmne nnua

(NauneHTbl, YneHbl ceMbK)

*PogocnoBHas

* KoHcTpykTOp
OTYeTHbIX GOpM

*[eHeTnYeckas Ka pTa

Pecny6nunka Caxa
(AkyTnsa)

=M o

ObpaboTumk
danos (VCF)

KoHouryprposaHuve
HacTpoek
paHXMpoBaHNs

v4

OueHka
BapuvaHTOB

SkcnepTtr3a
3HaYMMOCTH
BapVaHTOB 1 06MeH
nHbopmaumen

0 HaxoAKax

Cratucrtumka

[eHepaumns
1 Banuaaums
3aKNHYeHNN
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NHdpopmaTnsaums
MeAMNKOo-reHeTn4YecKom
CNy>K6bl pernoHa
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Pecny6nuka Caxa
(AkyTuns)

NepeBop B cuctemy
HaKonJaeHHON

3a 15 neT 6a3bl AAHHbIX:

76 59, POAOCNOBHbIX

KapT

77 58' NccnepoBaHHbIX

reHeTn4yecCcKmMx KapTt



&

LleneBas aygutopusa:
Bpau-reHeTnk

ba3a 3HAHUW

*Katanor *Katanor *Katanor
GEHOTUNNYECKMX  HO30/1I0TMYECKUX  FEeHOB
Np13HaKoB dopm '

I I

*CnpaBoOYHMK *CnNpaBoOYHMK
COMOCTaBAEHHbIX COMOCTaBEHHbIX
3a6oneBaHUin 3a6oneBaHuUi
K/VH. MPU3HAKOB 1 reHoB

LleneBas ayantopwus:

JNabopaHT, Bpay-nabopaTopHblii reHeTunk, brionHdopmatuk,
3aBe/yoLLnii reHeTn4eckon nabopatopueii

*CnNpaBoOYHNK *CnNpaBoOYHNK
3TanoB MeTo/40B YpOBHeli reH.
nccnefoBaHus
*CnNpaBoOYHNK *CnNpaBoOYHNK
con MeTo/0B aHan3a
(NpoTokosoB) JaHHbIX

* CnpaBoOYHMK
MeTOo/0B

* CnNpaBoOYHUK
6romaTepranoB

Pecnyb6nuka
TaTapcTaH

KnnHnyeckas
reHeTuka

* dusnyeckme n1ua
(NauneHTbl, YneHbl ceMbK)

* KoHcTpykTOp
OTYeTHbIX GOpM

*PogocnoBHas *[eHeTYecKas KapTa

(-
3 ’

*XypHan
NoCTaHOBKM
3KCMepnMeHTOB

*XKypHan
HanpasneHui

*BrnobaHk

G

vt

* XypHan
Aenepco-
Hannsauunn

* XpaHunve
1N306paxeHnit

* KoHcTpyKTOP
OTYeTHbIX popM

vt

*KoHTpOsib
KayecTBa 3TanoB
nccnesoBaHnii

*XypHan 3abopa
6nomaTepmana

*Paborta c
6romaTepuanom,
npo6bonoAroToska,
Aetekums

* IHK viewer

* XpaHunvie
MeTaZaHHbIX
0 KayectBe

* KoHpurypmpoBaHue
navnnanHa

BuonHopop-
MaTuKa

*06paboTumK
¢arinos (FastQ)

*)XypHan gencrsuii,
BbIMO/THEHHbIX
B NannaiHe

vt

NHTepnpeTtauyua
AAHHbIX

*0O6paboTumnk *OueHkKa e CTatTucTmka
darinos (VCF) BapvaHToB
<+
—>
* KoH$uryprpoBaHue *3KcrnepTm3a *eHepayus
HacTpoek 3HauUMMOCTH 1 Bannaaums
paHX1poBaHUs BapVaHTOB 1 06MeH 3aKN0YeH N
nHpopmaumen
0 HaxogKax




NHpopmaTmsaumsa meguko-

Pecnybnuka
reHeTNYeCKOM Cny>k6bl pernoHa

TaTapcTaH

Ii 3abop bnomatepranos Onyxonu _I
KasaHckuu

denepanbHbIn
@@EPECHYBI\MKAHCKMVI KAMHUYECKUI YHUBEPCUTET

OHKOAOTMYECKUIA AUCNAHCEP

MWHUCTEPCTBA 3APABOOXPAHEHWA PECMYBAUKU TATAPCTAH

nnc
reHeTUKa AHanuns
MHTepnpeTauus 61omaTepmana,
AaHHBIX BbIsiB/IEHME
OHKOMapKepoB

BuonHpopmaTumka

HasHaueHue TapreTHOM Tepanuu
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MapKeTUHr -

Co3paH canT «eHOM 3KCnepT», /
paspaboTtaH 6peHabyK Ccbinika Ha caliT

acTuve B MeponpuaTunNX: lnaHupyem yyacrtume:
* 19 ceHTA6ps BUOTEXME/Z 2019 «eHeTMKa Kak HOBbI ApaniBep '.\
3/ipaBooOXpaHeHus!» e J B M O T E X M E A
’,
« 28.10 - kOHdepeHLMs No pa3BUTUO GapMaLeBTUYECKOro PbIHKA -

cTpaH EASC: «'eHeTnka XXI Beka, NyTn pa3suntmna B ctpaHax EASC.
dapmakoreHeTnka, Kak 3pdeKTUBHbIN NHCTPYMEHT
nepcoHann3nNpoBaHHON MeaVLVIHbI»

« 7-8.11 - Life sciences invest. «CoBpeMeHHOe COCTOsIHNE N BEKTOP
Pa3BUTUA TEHOMHBbIX TeXHOI0rMiN B Poccun. MNepcnekTrBbl
CO3/aHNA OTeYeCTBEHHbIX BUOMEANLIMHCKMX KNE€TOUHbIX §
NPOAYKTOB 1 NpernapaTos A1 TeHHOW Tepanum» —

Ackini Z BOCTOYHbIV Wy
* 12-14.02 - POCCUNCKNI NHBECTULMOHHBIN GopyM. «[eHeTrnkKa XXI BOCTOMHAH e

Beka. Hayka nnu npaktnyeckas MeanumHa?» ®OPYM



. Kakwme ponosiHNTe/ibHble

°  PbIHKU Mbl BUANM?  --::::0c

Moaynb ynpaBsieHUs 06pa3oBaTe/ibHbIM
npoLeccomM v oueHka KBannpukauum Kagpos

1 Kadeapbl reHeTVKM B MeAULMHCKNX YHUBEpCMTETaX
ObyuaroLme KypCbl MOBbILLIEHNS KBaNUPUKALN Bpayel
Linknbl npodeccnoHanbHOM NepenoaroToBKy

2
3
4 Kadeapbl HEBPOMOTUM C KYPCOM MEAVLIMHCKOW FreHeTUKM
5 JucrtaHuMoHHbIe Kypchl / TeHeTuKa

6

LLIkonbl ANnA reHeTKOB



PazBuTne yenoBeka

yepes pa3BuTUe cohep,
obecneymBaroLLX
dopmurpoBaHME, HaKOMNEHNE
N INYHOCTHYH peanum3aunto
4yesi0BeYeCKoro noTeHLmana
Ha BbICOKOM YpOBHE

O6pasoBaHue ’—-:
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' FeHeTunKa .

PoxxgeHue .—-: !
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NMcnxoreHeTuka
OTtpacnb «ObpasoBaHme»

I
CnopTnBHaa |
reHeTmka :
OTtpacnb «CrnopT» :



CTaHb TeM, KTO co3aaeT byayuiee

‘ ‘ «..BONBLUVMHCTBO BaXHeWLLINX TEXHONOMNIN, KOTOPpbIe
OyayT onpesensaTb Hally XU3Hb B bamxanime
TPMALATL /1eT, eLle He 1306peTeHbl, MO3TOMY OHU
6y4yT HOBbIMU AN YenoBeka. IMeHHO Ha 3To
MIHOBEHMEe HaYHYT OrNA4bIBaThCA IIOAN B byayLuem
N B34bIXaThb:

«IX, OKa3aTbCHa bbl cenyac Tam!»..»

Mbicnn n3 kHurm KesmHa Kennwu
«HeunsbexHo. 12 TexHONornmyecknx TpeH40B,
KOTOpble onpesenstoT Halle byayLiee»
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