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AHANN3 MYTAUMNOHHOTIO CTATYCA TEHOB, YYACTBYOLL X
B NMATOINEHE3E KOJIOPEKTAJ/IbBHOIO PAKA, METO4OM NGS

E.H. Tenviwesa, I.[l. CHu2upesa
Pocculickuli Hay4yHbIl yeHmp peHmzeHopaduoaozuu, Mockea
e-mail: telisheva_k@mail.ru

BaxHbIM ¢$akTOpoM B rMatoreHese KOJOPEKTa/IbHOro paka ABNAfeTcs
HaKoMAeHMe LUMPOKOro CrnekTpa MyTauumin B crneumduyeckmx reHax, 4ro
NPUBOAUT K HaPYLUEHWIO Peryiaunmy CUrHanbHbIX NMyTer, KOHTPOUPYIOLLMX
K/It0UeBble MPOLeCChl KNeTKN, a, CNejoBaTe/ibHO, 1 NPOLIeCChl KaHLeporeHesa.
46 06pasuoB OMyxoNeBbIX TKaHel 6bUI0 MPOaHaNM3MPOBAaHO METOAOM
cekBeHMpoBaHWs Hosoro nokoneHus (NGS) Ana  BbiABNEHUS HOBbIX
BO3MOXHbIX OHKOMapKepoB, KOTOpble MOMAN 6bl OblTb WCMNOJb30BaHbI
KaK AOMONHUTENbHbIE MapKepbl AMArHOCTUKW, 3GGeKTUBHOCTU NeyveHus
N MPOrHO3a TeyeHWa 3aboneBaHus. [Ans NpobonoAroToBKM 6MEAMOTEK
ncnonb3oBann Habopbl GeneRead DNASeq Targeted Panel v2 Human
Colorectal Cancer (“Qiagen”, CLLUA). Ana Bcex obpasuos AHK onyxonesoli
TKaHW rybrHa NpoYTeHNs aMmrIMKOHOB cocTasasna He MeHee x100. Bce
BapWMaHTbI, OMMCaHHbIE B JaHHOM NCCNef0BaHVN, 6bI/IM CHACTOTOM NPOYTEH A
paBHOM nnn 6onbLueri 10% oT BCeX MPOYTEHNM KOHKPETHOro yyacTtka. bbino
nNpoaHan3npoBaHoO 25 reHoB, y4acCTBYIOLLNX B MOJIEKYISPHOM MaToreHese
KPP. Bcero 661510 BbiiBneHOo 130 coMmaTnyecknx BapmaHToB. CaMmoe 6osblLuoe
KOMIMYeCTBO COMATUYeCKNX MyTaL i BbisiBNeHo B reHax APC (56% naumeHToB)
n TP53 (50% nauyneHTOB). Pexe BCTpeTUINCL MyTaummn B reHax FBXW7 (15%
nauneHtos), BRAF (9% nauyueHtoB) 1 SMAD4 (9% naumeHTOB). MyTauun
B reHax SMAD2, DMD w PIK3CA BcTpeTtnnnce B 6,5% cnyyaes. 1o gse-Tpwn
MyTaumn (4%) 6bino obHapyxeHo B reHax ATM, CTNNB1, DCC n TCF7L2 n
oAHa myTaums (2%) - B reHe MLH1. Takum obpa3om, aHanms 46 obpasLos
OMyXx0/seBO TKaHW C npuMeHeHneM Metoga NGS Mo3BONVA BbISBUTb
MOJIEKY/IAPHO-TEHETYECKMe HapyLUeHWs, XapakTepHble ANnA naTtoreHesa
KPP. B 17 n3 25 npoaHann3npoBaHHbIX reHOB 6blIN BbIsiBAEHbI MyTaLunu,
NPUBOAALLME K N3MEHEHUIO CTPYKTYPbI 1 GYHKLN 6€/1KOB (OHKOreHOoB 1n
onyxosieBblx cyrnpeccopos). CambIMW HYacTbIMU MyTaLUsAMN Bblan MyTaumn B
reHax APC (56,5%), TP53 (50%), FBXW7 (15%) n SMAD4 (9%).



MCnoJib30BAHME BbICOKOINMPOM3BOAUTE/IbHOIO CEKBEHUPOBAHWUA
NPV OLEHKE YYBCTBUTE/IbHOCTU K TAMOKCUN®EHY KNETOYHbIX
NNHNN PAKA MOJTOYHOW XXENE3bl MCF-7, MCF-7/M, MCF-7/T.

B.M. CagpoHosa, A.A. lonosuHa, C.E. CemuHa, A.-M. LLjepbakos, M.B. [ydkoea,
M.A. KpacunsHukos, J1.H. /llob4yeHko

HMMWL] oHkono2uu um. H.H. baoxuHa, Mockea

e-mail: vera.svm@gmail.com

MN3yyeHbl KIeTOYHbIe INHUW paka MOOYHON Xenesbl: MCF-7 - nepBuyHas
KnetoyHasa nuHUsA, MCF-7/M - NHNS € yCTOMYNBOCTLIO K MeTdopMuHy, MCF-
7/T - IMHNS € YCTOMUYMBOCTLIO K TaMoKcneHy. BblcokonponssoauTeibHoe
cekBeHnpoBaHue (NGS) ¢ MCnonb3oBaHMEM KOMMEepPYecKon mnaHenu Ans
Lenesoro oboralleHus reHos GeneReader Actionable Insights Tumor Panel
(GRTP-101X)6bl10BbINONHEHOHaNaTdopmeQClAnalyserversion1.1(Qiagen).
B pesynbTaTe cekBeHUPOBaHWSA GbINV MOJyYeHbl MPOYTEHUA C KauecTBOM
BblLe Q25 ans 6onee, yem 70% nccnegosaHHor AHK. bubnvoTtekn o6pasLos
AHK HopmannsoBann Mo KoHUEeHTpauum € NocneyowmmM nyanpoBaHmem.
KonnuectBo npoyTeHnin 4ns aHanu3npyeMblx 06pasuos coctaBuao MCF-7 -1
490 465, MCF-7/M -1 195 387, MCF-7/T - 1 376 487, 4TO CBUAETENLCTBYET O
KOPPEKTHOCTU MPOoBefeHHOoM HopManmnsaumn. MporpammHoe obecneyeHve
aBTOMAaTUYECKM MPOU3BOAUNIO GUABTPALMIO NOMYYEHHbIX GParMeHToB Mo
KayecTsy, TPUMMUHI aZlanTepoB 1 KapTUPOBaHKe NonyyYeHHbIX ¢parMeHToB
Ha pedepeHcHbIi reHom hg19. CpefHee KOIMYECTBO MPOYTEHNIA B pernoHax
NHTepeca AN UCCNe0BaHHbIX KNeTOYHbIX NMHWI coctaBuno MCF-7 - 4700,
MCF-7/M - 3900, MCF-7/T - 4323, npu goctaTtoyHoM Ana aHanmsa 500.
AN AOCTOBEPHOWN OLEHKN Hannums MyTauuidi B reHax gocratoyHo 1.5%
OMyXxo0J1eBbIX KNeTokK. B nepBnYHOM KneTouHom AHUM MCF-7 1 pe3ncTeHTHbIX
cy6nnHmax MCF-7/M 1 MCF-7/T 6b1nn BbisiBNeHbl UAEHTUYHbIE MyTauuu
B reHax PIK3CA, ALK, EGFR, EGFR-AS1, ERBB2, ESR1. B mexayHapozAHOW
6a3e gaHHbIX COSMIC (http://cancer.sanger.ac.uk/cosmic) MyTaumm B reHax
PIK3CA (c.1633G>A), EGFR (c.474C>T), EGFR (c.2361G>A), ERBB2 (c.1963A>Q)
n ERBB2 (c.3508C>@G) 3aperncrprpoBaHbl, Kak MaToOreHHble KIANHUYEeCKU
3HauMMble BapuaHTbl. Pa3BUTMe pPe3NCTEHTHOCTU KJETOYHOW JINHWUU
MCF-7 k TamokcndpeHy n MeTGOopMUHY He COMPOBOXAAETCH M3MEeHeHneM
MYyTaLMOHHOrO CTaTyca B nccnefoBaHHbIX pervoHax AHK.



NPUMEHEHWE TAPTETHOIO CEKBEHNPOBAHWA AJ11 NONCKA
MYTALUM Y NALULNEHTOB C HEKOPOHAPOTEHHbIMWA
3ABOJIEBAHUAMW CEPALIA

A.T. Epmakosuy
VIHcmumym 2eHemuku u yumosoauu HAH benapycu, MuHck, benapyce
e-mail: danatyermakovich@gmail.com

Bonbluytdo  A0NH0  HEKOPOHaporeHHbIX 3aboneBaHuin  cepaua (HEK)
COCTaBNAOT  pas3/iNyHble BUAbl  KapAavomuonatvia. Yacto MpUYNHON
NX PasBUTUA ABNAIOTCA MyTaUMW B reHax, OTBeYaloLMX 3a MOCTPOKY
AeCMOCOMalbHbIX 1 CAPKOMepPHbIX 6e/1K0B. MoIMreHHOCTL 1 pa3HoobpasHas
MaHnecTaums 3aboneBaHVi He MNO3BONAIOT BbIOPaTb KOHKPETHbIA reH
AN9 NCCNefoBaHns, YTo obycnaenmMBaeT HEO6XOAMMOCTb WCMOb30BaHNA
NGS. Mownck myTaumin y 24 naumnentos ¢ HEK 6611 npoesegeH meTozom NGS
C ncnonb3oBaHueMm naHenn TrueSight Cardio Sequencing Kit (174 reHa).
ObpaboTtka cbipbix FASTQ-dalinoB ocylwecTsnanacb nociefoBaTenbHO
cnegyroMMn MHCTpyMeHTamu: Trimmomatic, Bowtie2, Samtools, Bcftools,
VCFlib. AHHOTauua O6HapyXXeHHbIX BapuvaHTOB Oblna oOCyLlecTB/eHa
nporpammoin ANNOVAR. Bbin co3gaH bash-ckpunT ana asTomatmsauumm
npouecca 06paboTKM K aHHOTALMWU pe3ynbTaToB CeKBeHNPOBaHUA. bbin
nposefeH aHanms in silico cepsncamm Human Splicing Finder, Jpred4, Align-
GVGD, Condel. ¥ 7 HepoACTBEHHbIX NauneHToB 6blno BbiABAeHO 10 3ameH
B 7 Pas/INUHbIX reHax, NpUBOAALLMX K U3MEHEHWIO Ha YpOBHe 6enka 1 ¢
60/bLLION BEPOATHOCTBIO ABAAIOLLMXCA NPUYNHONM 3aboneBaHunsa. OgHa 13
HUX - rs121912683 (SLC25A4, missens) - MeeT naToreHHbIn ctaTyc. Apyras
- rs756237624 (MYH6, missens) - He3aperncTpympoBaHa Kak KAVHWYeCKni
BapuaHT 1 nmeet yactoTy 0.000008 no agaHHbIM EXAC. OcTanbHble MyTaLMK:
2 frameshift deletion (TTN n LAMP), 1 stopgain (TTN) n 5 missens (aBe B
TTN, SCN5A, ILK, CRYAB) - He onucaHbl. AHanu3 in silico yka3sblBaeT Ha KX
NaTOreHHOCTb, CeMelHaa WCTOpWUS - Ha cerperauuto ¢ 3aboneBaHUSAMU
cepgua. B Hawem wnccnefoBaHUM MeTOJ TapreTHOro CekBeHVpPOBaHUSA
MO3BO/INI OBHAPYXUTb B pPasHblX reHax 10 3ameH, KnaccnpuumMpoBaHHbIX
HaMn KaK BEPOATHO NAaTOreHHble 1 rnatoreHHble. MyTauum 6blin BbIsIBAEHbI
y noutn 30% nauneHToB, YTO rOBOPUT O AOCTAaTOYHO XOPOLLEM MOKPbITUN
KapAnonaHebto reHoB, OTBETCTBEHHbIX 3a HEK.



A NOVEL VARIANTS IN SCN1A GENE ARE ASSOCIATED
WITH GEFS+ OR SMEI

M. Belenikin
Moscow Institute of Physics and Technology, Dolgoprudny
e-mail: genetics.npcmpd@gmail.com

Genetic variants or mutations in SCN1A gene are the most common cause
of GEFS+ (generalized epilepsy with febrile seizures plus), SMEI (severe myo-
clonic epilepsy of infancy, also known as Dravet syndrome). Currently more
than six hundred clinically important variants are known in SCN1A gene (e.g.,
more than seven hundreds pathogenic variants, in according ClinVar data-
base). Here, we report mainly for a novel missense and nonsense mutations
found in SCN1A (chromosome?2), associated with SMEI or GEFS+, which we
found at out clinical research study. DNA isolation procedure was performed
by MagNAPureLC2; 90 biosamples were tested by 454 GSjunior (we per-
formed the research in our Lab of Molecular Genetics and Whole-Genome
sequencing (Research Center for Children Medical Care) in 2014-2015) after
the NimbleGen SeqCap target enrichment. The 34 genes associated with epi-
leptic encephalopathy were tested. Informed consents were obtained from
legal representatives of patients according local ethical approval. All steps of
the sample preparation or sequencing were performed in according to the
manufacturer’s protocols. Finally, we identified a number of heterozygous
missense and nonsense mutations (hg19 genome assembly coordinates)
in SCNT1A gene: chr2:2.166847972G>A (p.Ala>Val); chr2:g8.166848441T>G
(p.lle>Leu);  chr2:2.166859155C>T  (p.Gly>Ser),  chr2:2.166897905A>G
(p.Ser>Pro);  chr2:g2.166904163C>A  (p.Asp>Tyr), chr2:2.166909412A>G
(p.Leu>Ser); chr2:g2.166901591G>A  (p.Arg>Ter); chr2:2.166912936C>T
(p.Trp>Ter); chr2:g.166930011T>A (p.Lys>Ter). The author are grateful to MDs
Ananyeva T., Ayvazyan S., Lukyuanova E., and Zhilina S. for clinical selection
of patients. In 2014-2015 the research was supported by the Department of
Health of Moscow.



NGS FOR EPILEPSY RESEARCH: A TWO CLINICAL CASES

M. Belenikin
Moscow Institute of Physics and Technology, Dolgoprudny
e-mail: genetics.npcmpd@gmail.com

Epilepsy is the most common multifactorial disease, however in some
cases epilepsy is a monogenic. Here, we present two clinical cases. Casel.
A compound heterozygous mutations in ALDH7A1 at pyridoxine-dependent
epilepsy. Newborn, on first day of life developed tonic-clonic convulsions.
Negative response to initial pyridoxine admission. Molecular genetic
study (454 GSjunior, then WES using HiSeq) for proband and his mother
revealed the heterozygous variants: (1)NM_199037.4:¢c.769G>A (SCN1B); (2)
NM_001182.4:c.1279G>C (ALDH7A1); (3)NM_001182.4:c.328C>T(ALDH7A1).
An unaffected mother has only 1&2 variants. Case2. Early Infantile Epileptic
Encephalopathy Type4isautosomaldominantdisease caused by heterozygous
mutation in the STXBP1 gene. The boy (birth year 2013): at the 3rd week of
life a single focal seizure attack was appeared. At 2014 we have performed
the molecular genetic study using 454 GSJunior (NimbleGen SeqCap target
enrichment) at epileptic encephalopathy panel: we have found heterozygous
mutation in STXBP1 gene: ¢.1235_1236delCC (NM_003165.3), that results to
frameshift joined with nonsense mutation. Further clinical exome analysis
(Ilumina) did not revealed any other pathogenic mutations. Data analysis was
performed using in-house pipelines. In 2017 molecular genetic study for trio
performed at Birmingham Women's Hospital confirmed de novo mutation
in STXBP1 for proband. We performed the research for both cases at Lab
of Molecular Genetics and Whole-Genome sequencing (Research Center for
Children Medical Care) in 2014. The author are grateful to MDs Ananyeva T.,
Ayvazyan S., Lukyuanova E., and Zhilyna S. for selection of patients. In 2014-
2015 the research was supported by the Department of Health of Moscow.



PHENOTYPE AND GENOTYPE CHARACTERIZATION OF
USHER SYNDROME IN RUSSIAN COHORT FOR INCLUSION IN GENE
THERAPY TRIAL

M.E. lvanova ', V.N. Trubilin 2, D.S. Atarshchikov, A.M. Demchinsky, V.V.
Strelnikov 3, A.S. Tanas 3, O.M. Orlova 2, A.S. Machalov 4, K.V. Overchenko “,
T.V. Markova 3, D.M. Golenkova ?, K.I. Anoshkin 3, D. Barh >

" Oftalmic LLC, Moscow

2 Center for Ophthalmology FMBA, Moscow

3 Research centre for medical genetics, Moscow

4 Center for Otorhinolaryngology FMBA, Moscow

° Center for Genomics, Jiwaji University, Gwalior, India.

e-mail: info@oftalmic.ru

Ushersyndromeisretinitispigmentosaanddeafness, prevalenceis3-6/100K.
Mutationspectrumsof USHassociatedgenesarereportedinmanypopulations,
but this is first comprehensive study in Russian population. Methods:
28 subjects with USH were selected from 3200 patients from Deaf-
Blind Foundation “Con-nection” following observational study protocol
NCT03319524. Examination was visometry, perimetry, OCT, ophthalmoscopy,
ERG, recording of VEP, tonal and electronic audiometry, acoustic
impedance  measurement,  vestibulometry, electronystagmography,
and posturometry. NGS, MLPA, and Sanger sequencing. Findings:
53% and 39% patients had USH1 and USH2, respectively. 73% subjects
showed variations in USH1 associated genes MYO7A (77%), CDH23 (5%),
PCDH15 (12%), and USH1C (5%). 11 mutations are detected in MYO7A where
54% are novel. MYO7A: p.Q18* was the most frequent (27%) mutation and
found to be associated with early manifestation and most severe clinical
picture. Two novel mutations (p.E1301* and c.158- ?_318+?del) were detected
in PCDH15 gene. 90% patients suspected to be USH2 confirmed by genetic
testing have shown 11 mutations in the USH2A gene, where 27% were
novel. In 50% cases, we observed USH2A: p.W3955* with p.E767fs, p.R1653*
and c.8682-9A>G (16% each). Interpretation: Clinically the prevalence of
USH2 is low (39%) and the frequency of MYO7A mutations responsible for
USH1B is very high (81%, N=9/11) compared to other cohorts indicating
that these nine USH1 patients are eligible for UshStat clinical trial. The
diagnoses of USH1 and USH2 were genetically confirmed in 73% and 90%
cases respectively, indicating the efficacy of our clinical protocol. Funding:
ANO «Sensor technology for deafblind» and Deaf-Blind Support Foundation
Con-nection
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B3ANMOCBA3b COCTABA MUKPOBUOTbI KNLUEYHWKA,
CYBK/TMHNYECKOIO ATEPOCKJ/TIEPO3A 1 NUTAHNA

A.A. KawmaHosa, O.H. Tkayésa

Poccutickuli 2epoOHMOM02UYeCKUT HOYYHO-KAUHUYECKUU
yeHmp PHUMY um.H.W.Mupozosa, Mockea

e-mail: dr.kashtanova@gmail.com

Llenbto HacToALero ncciefoBaHms CTano n3yyeHre B3aMMOoCBA3N COCTaBa
MUKPOBUOTBI KULLEYHKKA C COCTOAHMEM COCYANCTON CTEHKW 1 NoTpebieHrem
HYTPUEHTOB Yy UL, 6e3 KANHUYECKNX MPOABNEHNA CepledHO-COCYANCTbIX
3abonesaHnin (CC3). B nccnegoBaHvie BKIKOYANNCL MPaKTUYECKN 340pOBble
inua B Bospacte 25-76 net. Hannume CC3 nckntovanock nyteM npoBejeHus
K/IMHNYEeCKOro 1 nabopaTtopHoro ob6ciefloBaHns, obLLero 1 61oX1MMmNYecKoro
aHanmsoB kposw, IKI, IXO-KI' Tpeamun-tecta. Bcem yuactHukam 6binuv
npoBe/eHbl JyrnjeKkcHoe CKaHMPOBaHVe COHHbIX apTepuli C ornpejeneHriem
TONLWMHBI  KOMMJeKca WHTUMa-mMeamna (KMIM), cekBeHmpoBaHue V3-V4
BapuabenbHbIX y4acTHMKOB 16S PHK reHa obpasLoB Kana B COOTBETCTBUN
C pexkoMeHAyemblM TMpPOTOKOJIOM MEeTareHOMHOro CeKBEHVPOBaHWA.
Xapaktep MUTaHWA OLleHMBAaCA YacTOTHbIM METOAOM C MCMOJIb30BaHVEM
CTaHAAPTU3NPOBAHHOM KOMMbLIOTEPHOV nNporpaMmel MHCTUTYTa nuUTaHUA
PAH. CtaTnctmnyecknin aHanns nposoguncs B R sepcun 3.1.0 ¢ npyMeHeHmnem
TecToB MaHHa-YUTHW 1 NOCTPOeHneM 0606LLIEHHBIX MOZe et ¢ mornpaBkamu
Ha MHOXecCTBeHHOe cpaBHeHVe FDR.

B vccnegoBaHve BktOUeHO 92 yenoBeka, 26 MYXUYUH U 66 XEHLUWH.
CpegHuin Bo3pact 52 £ 13 neT. Y 20 yenosek KM 6bi1 = 0,9 MM, cpesHee
3HaueHue coctaBmno 0,76 = 0,2 mM. B nccnegyemoin koropTte AnL, TOALWMHA
KWM 6bina 6onbluel y nayneHToB ¢ 60osiee BbICOKOW NMpeACTaBNeHHOCTHIO
rpamMoTpuLaTenbHbIX  OMMOPTYHUCTUYECKUX MNaTtoreHoB poja  Serratia
(p = 0,009) n poaa Blautia (p = 0,004), NnpeacTaBUTEN KOTOPOrO CMOCOOHBI
VHNLUMNPOBAaTbL CUCTEMHOE BsaNOTeKyLlee BocnaneHue. CpegHecyTouHoe
noTpebneHve kKanopuii coctaBuao 2176 + 654 Kkan, noTpebneHve yrneBo0B
209 + 92 r (kpaxmanbHbIX Kpaxmana 109 £ 68 r; 6enkos 77 = 23 1; unpos 102
+ 33 r. Mpn aHannse NUTaHUA 6bII0 OBHAPYXKEHO, YTO BbILLEYNOMSAHYTbIE
6akTepun poga Blautia B 3HaUNTeIbHO 60/bLLEM KOIMYeCTBE NpejcTaBieHbl
B MUKPOb6MOTE AOHOPOB, NOTPEbAANLLNX 6OJbLLe KpaXMa/ibHbIX YIN1eBOA0B
(p = 0,007), a npeactaBneHHOCTb Bifidobacterium y 3Tx 4OHOPOB OKa3anacb
cyLecTBeHHO Bbliwe (p = 0,009).

CoctaB  MWUKPOGUOTBI  KMLLIEYHMKA  B3aMMOCBA3aH C  Haanyvem
CyOK/IMHNYecKOoro artepocksieposa. B 6onbliein creneHn y vy C
CyOK/IMHNYeCKMaTepOoCKIepo3oMpecTaB/eHbl 6akTepum, MHAYLIPpYoLLne
BOCMNaneHne. 3T xe 6akTepuyn OKasaiancCb B MeHee rnpejctas/ieHbl Y NUL,
NOTPEeBNAOLNX BOMbLLE T.H. «CTOXHbIX» YFNEBOAOB.

11



PE3YNbTATbI MPUMEHEHWA HEMHBA3SBHbBIX MPEHATA/IbHbIX
TECTOB B KMTMHUNYECKOW NPAKTUKE

B.A. THemeuykasa ', E.E. bapaHosa ', M.C. besaeHUKUH 3,

FO.A. Tapacosa 2, B.J1 Vixcesckasa #, M.A. Kypyep *

" Pocculickas MeduyUHCKas akademus HenpepsieHo20

npogeccuoHabHo20 0bpasosaHus, Mockea

2 Meduko-zeHemuyeckul yeHmp 2pynnsi komMnaHut «Mame u Jums», Mockea
3 Mockosckuli ¢pu3suko-mexHuveckuli uHcmumym, JlonzonpyoHell
4Meduko-zeHemudyeckuli Hay4YHbIl yeHmp, Mockea

SPHUMY um. H.W. MNMupozosa, Mockea

e-mail: baranova.gen@gmail.com

Lenbto paboTbl ABWMNOCH oOrpejeneHne MpPOorHoCTUYEeCKolr LIeHHOCTH
MONOXWUTENbHOro U oTpuuaTenbHoro pesynstata HUIMT Ha Hanuuune
aHeyrnaonAnn (XpOMOCOMHOW NaToJIOrNN) B rpynnax XXeHLNH BbICOKOro U
HU3KOro pucka. Bcero obcnesosaHo (B nepunog 10-22 Hegenb 6epemMeHHOCTN)
1724 xeHwmH, n3 Hux 1130 ¢ oaHonmnoAgHoM M 594 ¢ MHoronioAHOM
6epeMeHHOCTbI0. CKPUHUHT | 1 Il TpumecTpa 6epeMeHHOCTU NPOBOAUAN
c nomMouybto nporpammel Life Cycle. VIHBasnBHasa AnarHoctnka (éuvoncms
BOPCMH XOPVOHa WAM aMHMOLEHTe3) MpoBoAuAack B C/lydae BbICOKOTO
pucka XpPOMOCOMHOWM nartonorum no pesynbtatam HWUMNT Ha ocHoBe
TEXHONOTUN TapreTHoro MacCMBHOro napaniefnbHoro CekBeHMPOBaHNSA
1 nocsieAytoLlero aHanamsa Ha Mukpoudmnax B cpoke ot 11 go 21 Hegenw.
Ana oueHKN [OCTOBEePHOCTW MOJlyYeHHbIX Pe3y/nbTaTtoB MPOBOAUIU KX
CpaBHeHWe C UMTOreHeTNYeckMMn AaHHbIMK O KapuoTune rjoja Wauv
HOBOPOX/JEeHHOro pebeHka. o pesynbTatam CKPUHWHIA | TpumecTpa B
rpynny BbICOKOro pucka sowwio 1011 nayneHTok, B rpynmny HU3Koro - 713.
Mo pe3ynetatam HWMT 6b10 BbIABAEHO 15 WCTUHHO MONOXUTENbHbIX
aHeyrnIonAnin 1 6 JIOXKHOMONOXUTENbHBLIX B Tpyrne BbICOKOro pucka, 3
WCTUHHO MOJIOXNTENbHBIX U 5 NOXHOMONOXUTENIbHBIX — B FPYMMe HU3KOro,
npuyem 3 13 HUX BbLIN NO NATONOrMK X XPOMOCOMbI, 2 MO Tpmcommnn 13.
PaccumTaHHble 3HaYeHUs YyBCTBUTENbHOCTU U cneundUUYHOCTM B LIe/IOM
COCTaBUIN, COOTBETCTBEHHO 94,7% 1 99,3%. B rpynne ¢ BbICOKUM PUCKOM
3HaveHusa coctasunu: MUMP - 71,4% v MUOP - 99,9%. B rpynne HM3Koro
pucka MUOP coctasuna 100%, Torga kak MUMP 37,5%. Hanbonee To4YHble
pe3synbTathl HAMT nokasan Ha aHeynionanm 21 1 18 B rpynnax 060mx pyckos,
npv 3TOM MOXHO PeKOMEeHJ0BaTb BO3JEPXMBATbCA OT TeCTMPOBaHWA Ha
NOJI0BbIe XPOMOCOMbI B FPyrire XeHLH HN3KOro pucka. PaboTa BblNosHEHa
npw noaaep>ke rpaHta PO®I N2 18-013-01175.
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POJIb ANTNHHBIX HEKOANPYHOLLNX PHK B CMEPMATOIEHE3E

C.A PyoHesa ', B.b. YepHebix 2
"Meduko-zeHemuuyeckul Hay4Hell yeHmp, Mockea
2PHUMY um. H.W. Mupozosa, Mockea

e-mail: sveta_a_r@mail.ru

OfHUM V13  BaXHbIX JAOCTVDKEHWI  MOCNEAHUX  TPAHCKPUMTOMHbIX
NCCNefoBaHUIA  ABNAETCA MNPU3HaHWe perynstopHoil poanm IncRNAs B
cnepmartoreHese. TexHonornsa PHK-Seq 3a nociefHue HECKOJIbKO /€T He
TOJIbKO NMpeAoCcTaBnia MHOMOUMCIEHHbIE OTKPbITbIE JaHHbIE TDAHCKPUMNTOMOB
Ha pasHbIX CTaANAX CriepMaToreHesa, Ho 1 NpriBesia K HOBbIM BO3MOXHOCTAM
no naeHtneumkaumm INCRNAs B cnepmatoreHese. [10CKONBKY MOAyYeHHbIe
AaHHble MOryT 6blTb MOBTOPHO MPOaHaIN3MPOBaHbI 1 0606LLeHbl C
MCMOJIb30BaHVEeM CPaBOYHbIX 6a3 AaHHbIX 1 MOJIe3HbIX OHAAVH MPOrpamMm.
Ncnonb3ys fAaHHble MHOTMOUMCIEHHbIX TPaHCKPUMNTOMHBIX WCCNef0BaHUA
Ha pa3HbIX CTagnsax crnepmMaToreHesa 1 obobLuas nx, nprsejeHsl NpuMepsbl
TOro, Kakue perynaropHble GyHKLUN B JAHHOM MpoLiecce MOryT BbIMOMHATE
AnnHHble HekoaunpytoLme PHK. 1. INcCRNA moxeT 06pa30BbiBaTb KOMMNAEKChI C
AHK-cBs3bIBaOWLNMUNCSA 6elkaMuy TakMMW KaK TPaHCKPUMNLMOHHbIE GaKTopbl
n 6nokmposaTb UX B3aumogelctsune ¢ uenesoit AHK -npumep Tsx, Dmr,
Mrhl. Mrhl cogepXnT MHOXeCTBO npeznofiaraeMblX CalTOB CBA3bIBAHWSA
TPAHCKPUMNUMOHHBLIX $akTopoB, BKMtOYas ¢akTop TpaHckpunumm TCF4.
INCRNA Mrhl mMoxeT MHrMbnpoBaTb CUrHaAbHbBIA MyTb Wnt MOCPeACTBOM
B3aumMogenctems ¢ xenmkason PHK p68. Dmr npepoTBpallaeT
npexzeBpemMeHHbIA Meli03 B CriepMaToroHusax, nojasnas Stra8. Tsx- urpaet
BaXHYIO POJib MPY NPOXOXAeHUN Meiio3a. 2. INCRNA MoxeT akTMBMpoBaTh
anureHeTn4Yeckne MoaMGUKaToOPbl, HaLeNB UX Ha KOHKPETHble y4acTku
AHK, n3menas metnnmposaHune HK 1 ructoHHble mogndukaunm- npumep-
XIST, Spga-IncRNA1T n 3. IncRNAs mMoryT 6bITb NOABEPrHYTbI PecTpUKLM
Taknmn PHKasamun kak Drosha v Dicer ¢ obpasoBaHuem siPHK, koTopble B
CBOIO 04epesb MOTyT OCYLLEeCTBASATbL Aa/IbHENLLYHO NOCT-TPAHCKPUMLIMOHHYHO
perynsunto-npumepsl HongrES2, Mrhl, Tsx ,Spga-IncRNA1 1 2. Spga-IncRNA1
W 2 UrparT BaXHYK poJib MNpW MNojdepxaHuy HeinddeHUMPOBaHHOMO
COCTOSIHUA CNepPMaToroHves.
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OLLEHKA 39®PEKTUBHOCTW BHECEHUA AENELNN CCR5DELTA32
METOAOM CRISPR/CAS9 B S-®A3E 3UTOTbl YE/TOBEKA.

T.A. Kodeinesa’, E.A. Teiwjuk', B.B. Makapoe?, A.B. Xxpomoe?, B.A. IyuuH?,
A.H. Abybakupoe’, A4.B. Pebpukos’, IT. Cyxux'

"HayuoHaneHsIl MeduyuHckul uccnedosamensckuli yeHmMp akyuwiepcmaa,
2UHekos102UU U nepuHamosoauu um. B.U. Kynakosa, Mockea

2Mry um.M.B./lomoHocoea, Mockea

e-mail: drebrikov@gmail.com

Mpobnema BUY nHekumm ocTaétcsa KpaliHe akTyanbHOW 1 B Poccum, 1 B MUpe.
OaHUM 13 cnocoboB bopbbbl € MHbeKUMen SBASeTC reHeTuyeckass MoanduKaums
MOBEPXHOCTHBIX PEeLenTopoB (B YaCTHOCTK, PELIENTOPOB XEMOKMHOB), CHUKANOLLAS
3¢deKTMBHOCTE MPOHUKHOBEHUS BMPYCa B keTKy. B HacTosillee Bpems B mupe
NPOBOAATCH KIVHNYECKME NCMbITaHWSA HECKOBKIMX NMPEnapaToB A1 CO34aHNA AeneLmm
BreHe CCR5 (co3gaHuve romo3uroTsl no annento CCR5delta32) c oueHkol adpdekTBHOCTY
1 6e30MacHOCTN A1 YesloBeka Pas3NYHbIX TEXHOMOMMIA peAakTPOBaHWS reHoMa
T-KNeTok (N reMono3TNYECKMX CTBOJIOBbIX KJIETOK) €X ViVO.

OfHako KpoMme pepakTupoBaHua reHa CCR5 B T-kneTkax (4151 6710KMpOBaHMS
passutna CMUA y BUY-MHOMLUMPOBaHHBIX MaLMEHTOB), BO3MOXHA MOCTaHOBKa
3aZia4M No pefakTMPOBaHMIO JAHHOMO JIOKyCa Y SMOPMOHa Ha CTaguy NAaHMPOBaHKSA
H6epemMeHHOCTU. Tako MOAX0Z MOXET ABASTLCA 31EMEHTOM CyLLeCTBYHOLLLEro KOMraeKca
TEXHOJIOrI 3KCTPaKOPIOpanbHOro oniogoTeopeHus (3KO).

B Poccum okono 1,5% BUY-MHGULmMPOBAHHBIX — 3TO AeTW, POXAEHHbIE OT MaTeper
¢ BWY. Mpw 3ToM B C/lyyae BbICOKOW BUPYCHOV Harpysky BCIeACTBYE MIOXOro OTBeTa
6epeMeHHOM Ha aHTUPETPOBMPYCHYHO Tepanuio BeposTHOCTb Mepedaqyns BUpyca
pebEéHKy 3Ha4MTEIbHO BO3pacTaeT.

NHbekums komnoHeHToB CRISPR/Cas9 B 3uroTy no3BonsieT MoAnduLIMpOBaTb reHOM
BO BCEX KNeTKax OpraHn3Ma, NpMBoAA K BO3MOXHOCTU nepeayn OTpesakTUpOBaHHOIO
reHoMa MouleAyroM  MOKONeHusIM.  BHeceHve  fgeneuunn,  aHaNOrMYHOM
NPUCYTCTBYHOLLIEMY B MOMYNALN «ecTecTBeHHOMY» annento CCR5delta32, noteHumansHoO
MO3BOAUT 0be3onacuTe MNOA OT 3apaxeHuss BWY B mpouecce BHYyTpUyTPOGHOrO
pasBUTLS, a Takke Npu pogax. Nob6OYHbIM MONOXKUTENBHBIM BTOPUYHBIM 3QPEKTOM
ByseT MOXM3HEHHas HEeBOCMPUMMUMBOCTL 4enoBeka kK BUY-uHbekuun. B Takonm
nocraHoBke pegakTuposaHue CCR5 Ha cTagmuv onio40TBOPEHNS MpeacTaBaseT coboli
pagMKkanbHbIA CNOCob 3aLmThl oT BAY.

B AaHHOM nccnefoBaHUM 41 pefakTUPOBaHMSA reHOMa MCMOo/b30Bann AOHOPCKME
00LMTBI C @HOPMAa/bHBIM YACIOM TMPOHYK/EYCOB, HEMPUrofHble ANA JasbHelLero
1CMO/b30BaHNA B MporpaMmax BPT v goHopckyto cnepmy (bromatepuan 6bi1 cobpaH
C cobntogeHvieM npoueaypbl MHGOPMUPOBAHHOMO COracus AOHOPOB). JoHOpbI 6biN
npoBepeHkbI Ha OTcyTCTBME BapuaHTa CCR5delta32.

Pa3paboTaHHo Hamu cctemoli CRISPR/Cas9 ans BHeceHus geneumn CCR5delta32
6b11 MHBeLMpoBaHbl 10 31roT B S-pase. MNocne MHbeKLN 3UroTel MOMELLANn B cpesy
NSt KynbTUBMPOBaHUS aMbproHoB Blastocyst Medium (COOK), 1 kynbTrBMpOBan B
TeyeHue 6 aHen B CO2 nHKybaTope A0 CTagnmn 6aactoumcTsl (MpriMepHO 250 KeTok).

N3 10 wHbeumpoBaHHbIX npenapatom CRISPR/Cas9 3mb6puoHOB A0 CTagmu
6nacToLMCTbl HOPManbHO pasBMBanvCL 3. Bce Tpu MonyyeHHbIX 3MOpUOHa 6blan
npoaHann3npoBaHbl MeTogom [MLP «B peanbHOM BpeMeHW» Ha Haauyne BHOCUMON
myTauun. Jea ambpuoHa nokasanu 100% romosuroty no geneumun. OAgvH SMOPUOH
nokasasn Haanyme Mo3anum3Ma C COOTHOLLEHNEM 0KoNMo 20% MCXOAHOrO reHoTuNa Ha
80% CCR5delta32
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KNINHNYECKAA MHTEPMNPETALLNA PE3YJIbTATOB CEKBEHPOBAHWA
CNEAYIOLLErNO NOKOJIEHA NP NOMOLLA
3KCMNEPTHOM CUCTEMbI XGENCLOUD /11 MUACTEHUA
N MUACTEHNYECKUX CMHAPOMOB

A. llemposa, Y. Yeapos, Y. LLlapkoea, B. YepHusix

Mockoeckuli 2ocydapcmeeHHsbili MeOUKO-Cmomamosozuveckuli
yHuUsepcumem um. A.Vl. Esdokumosa, Mockea

e-mail: petrova-annaa@mail.ru

HacnefcrBeHHble  MuacTeHuYeckne  cmHApoMbl  (HMC)-reHeTnuecku
reTeporeHHass ” KIMHUYECKN MNONUMOPPHAa rpynna HacieiCTBEHHbIX
HepBHO-MbILLEeYHbIX 3aboneBaHuin (HHM3). K HacToswemy BpemeHW Ans
ANArHOCTUKN MOHOTeHHbIX MC NAeHTUONLMPOBAHO 21 reHa, OTBETCTBEHHbIX
3a pa3sute HMC 1 fanbHenwmnin nx nonck npogosxaertcs. PaHee asTopamu
npeasioXeHbl MNPOTOTUMbI  FeHeTUYeCcKO MaHenu ANa  AMarHOCTUKMK
MOHOTMeHHbIX U MHOrodakTopHbIx $pOpM MUacTeHUW. B HacTosLee Bpems
NCKNIIOUUTL  WAWN  YTOUHUTL OTAE/IbHbIA  reHeTnyeckuii BapmaHt HMC
BO3MOXHO TO/IbKO MPY NMPOBEAEHUNN CeKBEHUPOBAHNA 3K30Ma, UYTO CO3jaeT
TPYAHOCTV B UHTEprpeTaynmn, B Hay4YHOM U NMPakTNYeCcKOM UCMOJIb30BaHN
Pe3ynbTaToB MOJIHO3K30MHOIO U MOJIHOMTEHOMHOrO CeKBEeHVPOBaHWA ANA
MWUCTEHWI 1 TpebyeT pa3paboTKn 1 MCNOb30BaHNA CreLranmn3npoBaHHbIX
KOMMbIOTEPHbBIX Nporpamm. Ans HanosHeHWs 6a3bl 3HaHWIA 3KCrepTHOW
cnctembl «xGenCloud» MCMNOMb30BaHbl JOCTYMHblE MY6ANYHBbIE UCTOYHUKN
cetn MHTEPHET. Ans dopMmnpoBaHNs KaTanora MOHOreHHbIX 3aboneBaHni
NCMONb30BaI MHPOPMALIMIO M3 KaTasora MeHAeNMPYIOLMX COCTOSHUIA
OMIM. CBegeHnsA 06 NnaToreHHoCTN MyTaumi B3aTbl 13 ClinVar. PesynbTathl:
aBTOMaTM3MpPOBaHa KJIMHNYeCKas MHTeprnpeTauns pesybTaTtoB 3K30MHOIo
CeKBeHNPOBaHNACHOPMMPOBaAHMEM3AKIIOYUEHIA, BKIOUatOLLLerocieaytoLume
pasjenbl: BBOAHaA WHbOPMaUMA O WHTeprnpeTauun reHeTUYeckoro
NnccnefoBaHns, OMMUcaHve naHenn,KpUTepun PaHXMPOBaAHUSA WN3MEHEHUIA
MO NaTOreHHOCTW, NepeyeHb NaToreHHbIX MyTauuii N acCOLMMPOBAHHbBIX C
HAMU MOHOTeHHbIX 1 MHOrO$akTOPHbIX 3a60/1eBaHVA, CyMMapHas oLleHKa
PUCKOB, pPeKoMeHZauun Mo JOMOJAHUTENbHbIM N1abopaTopHbIM TecTam
N VHCTPYMEHTaJIbHbIM  MpoLeAypam,KOHCYyNbTaunsaM — Bpayei,crimcok
NTepaTypbl, NepeyeHb BbIAB/IEHHbIX M3MeHeHW. icnoib3oBaHMe cepsuca
xGenCloud npu nHTepnpeTauuy nosiyuyeHHbIx pesynstatos NGS rnossonger
3HaUNTEeNIbHO  ONTUMM3MpOBaTL  PaboTy  Bpaya-reHeTnKa,NnoBbICUTL
3$$eKTUBHOCTb KOHCY/IbTMPOBAHWA MNaLMEHTOB C MUaCTEHNEN.
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BMONH®OPMATUYECKIA KOHBEVEP AN11 OBPABOTKW AAHHbIX
NGS B 3AA4AY4E MOJITHOFrEHOMHOT'O N3YYEHUA
AOMEHHOWM OPTAHU3SALLM TEHOMA.

10.B. Kpasaykud, V. Kpasaykas, B.P. YeyemkuH,
A.M. ®edoceesa, H.A. Yypukoe

VIHcmumym monekynapHol buoaoauu

um. B.A. SHzenvzapoma PAH, Mockea

e-mail: lokapal@gmail.com

®opyM-gomeHsbl (Tchurikov NA et al. 1992) npeactaBnstoT cO60M yHacTKm
xpomocomMHon AHK gnnHoin 50-250 T.M.H.,0rpaHnYeHHble 061aCcTAMY FOpAYmMX
Touek JAByxuernoyeuHblx paspeiBoB JHK (double-strand breaks,DSB). 31u
AOMEHbI NPeACTaBAAT CO60V OANH U3 3/1EMEHTOB apXUTEKTypbl reHoMma.
AN NONHOreHOMHOro KapTMpoBaHWs ¢GOPYM-AOMEHOB  LCMO/b30Ban
CeKBEHMPOBAaHMe NX KOHLEeBbIX 06/1acTeil He6obLLON ANVHBI. Ans 3Toro 50-
300-kb JIHK someHoB Bbipesanu U3 MUHU-Tens, 3N101poBanv B ANAIN3HOM
MeLLKe 1 TIUTMPOBasIv C N36bITKOM BUOTUHUANPOBAHHOIO ONNTOHYK/IeOTUAa.
3atem [JHK ykopaumBann C MOMOLLbIO PecTpUKLMK pecTpukTaszon Sau3A
- W KOHLeBble 061aCTV BbUIABAMBAAN Ha MapaMarHUTHbIX YacTuuax co
cTpenTtaBnanHom (SA-PMP). Mocne nurvposaHusa Sau-aZantopa npoBOANAN
amnanéukaymo. Takoh aMnanGUUMPOBAHHbLIA MOAHOreHOMHbIM Habop
KOHLIeBbIX obnacteil GOpyM-JOMEHOB UCMONb30BaNN A CeKBeHNPOBaHUA
Ha nnatdopme lllumina MiSeq. Mockonbky Kakne-To DSB MOriv 6biTe BHECEHbI
B JIHK npn MaHUNynsaumax 40 cTagum ANrMpoBaHUa BUOTUHWIVPOBAHHOMO
OJINFOHYKNE0TNAA, UTeHUA obpabaTtbiBasn TakK, UYTOOblI OCTaBUTb TOJIbLKO
ropsume Toukm DSB, T.e. TOUKN, B KOTOPbIX Pa3pbiBbl MPOUCXOAAT OCO6EHHO
yacto. O6nacTn, pacrnonoXeHHble MeXAy TakMMK TOYKaMU, COOTBETCTBYIOT
dopym-gomeHam. Hamm  co3gaH  6uomHbopMaTUyeckuii  KoHBelep,
NO3BONAOLLMI NONyYaTb U3 AaHHbLIX NGS reHOMHble KOOPAVHATbLI «TOPAYNX»
obnacteil AByxuenoyeudHbix paspbiBoB AHK, a Takxe koopanHaTel DSB
C TOYHOCTBIO A0 Hyk/neoTuga. Takxe HamMu paspaboTaH OpPUrMHasbHbIN
AHANTNYECKNI METOZ, MOIHOTeHOMHOIO U3YYeHNs NOoMnapHbIX KOppensaLni
MeXAy PacrnosioXeHNeM PasNYHbIX TeHOMHbIX 06EKTOB, Pean30BaHHbIN
B BUJe Beb-cepsepa http://ancorr.eimb.ru. C MOMOLLbIO 3TOr0 MeToAa Hamu
6bINV NCCNeoBaHbl NOMHOFrEHOMHbIE KOPPeNALunM pPacnosioXeHVs rpaHnL,
$OPYM-JOMEHOB M Pa3INYHBIX FTeHEeTUYECKNX U 3NUTeHeTNYECKNX MPU3HAKOB.
PaboTa nogaepxaHa rpaHTamuy PO®K 14-04-01638, 17-04-02152.
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HEKOTOPBIE TUMbI MOAYNALUNN
" PENPESEHTALUUA KOHCTEMTAULNOHHbIX ANATPAMM
B 6bICTPOM AHA/IN3E AAHHbIX NGS B PAMKAX TEXHOIOT A
SIGNAL-PROCESSING-BASED BIOINFORMATICS

E.[. Adamoeuy, O.B. [padoe

VIHcmumym sHepz2emu4yeckux hpobaem Xumuyeckol Qusuku
um. B.JI. Tanepo3se PAH, Mockea

e-mail: o.v.gradov@gmail.com

B cuny yBennumsatoweroca obbéma AaHHbix NGS 1 BO3pacTatoLeit
C/IOXKHOCTW  BbICTPON  aHANNTUKK, MOJIYKOJIMYECTBEHHOM WHTepnpeTaunn
AAHHBIX  CeKBEHMPOBaHWS, CTAaHOBATCA BCE 60/ee BOCTPEH6OBAHHbLIMU
noaxoApl T.H. signal-processing-based bioinformatics (PMID: 24110375;
PMID: 25570082; PMID: 28268964; PMID: 21096145; PMID: 23931160; etc.),
KoTOpble obecneymBaroT M3B/leYeHNe LeHHON nHopMaunm He B pamKax
data mining noct-¢pakTyM, a B paMKax aHajv3a B peasbHOM BpeMeHMU
curHana, noctynaroLero ¢ U3MYeckoro YCTPocTBa (cekBeHaTopa). B
pamkax npuHuuna signal-processing-based bioinformatics MOXHO BblgennTb
ABa TpeHaa: DSP-B (Ha 6a3e undposoii 06paboTku curHana - DSP) n ASP-B (Ha
6a3e ASP - aHanoreoin o6paboTkn cMrHana), OTanyme KOTOPbIX OHEBUAHO He
TOJIbKO B CKOPOCTU 1 KBAHTOBAHWU / [UCKPETN3aLMM UIIN NX OTCYTCTBAW, HO U
B TUMax MOAYNAUNN / MAHUNYAAUNN CUTHAaNa, Ha YéM PeSKo AenatoT akLeHT,
OrpaHNYMBasACk NPOCTbIM HABOPOM 6a30BbIX YCTaHOBOK. Hamu npegnaraercs
NCMONb30BaHWE MeToja Bu3yanM3aunn KOHCTEMNALMOHHbLIX Auarpamm,
“CUTHaNbHbIX CO3BE3AUIA" A1 OTOBPaXeHNs PasNYHbIX TUMOB MOAYNALMN
/ MaHUNYNALMW, YAOB6HBIX ANSA BU3yann3aumMn B KOHKpPeTHbIX ciyyasx NGS,
B TOM 4ducne B ASP-NGS. [l aHanm3a 4actoT BCTPeYaeMOCTU BO3MOXHO
BM3yanmsmposaTb ASP curHan B MoganbHoct PFM  (Pulse-Frequency
Modulation). Ans aHanmMsa KOMMJIEMEHTApPHOCTY MO /ABYM HykK/leoTUAaMm
Mbl NpejnaraeM MCcnofib30BaTb ABOUYHYO $a3oByro MaHunynsumo (BPSK),
a ANs BU3yanMs3aumm no 4YeTbIpéM OCHOBaHUAM (6e3 yyeTa MUHOPHBIX)
pauUMOHaNbHO  WCMO/b30BaTb  KBAAPATYPHYHO $asoBytd  MaHUMYyNSALNIO
(QPSK). Ansa paga 3a4a4 aHanUTUK MOXeT Ucnosib3oBaTtb PPM (pulse-porosity
modulation). HekoTopble U3 TUMOB MOAYNALMU UMIMIEMEHTVNPOBAaHbLI paHee
AN BEKTOPOCKOMUYECKUX METOAO0B BWAEOaHaNINTNYECKOro OLEeHNBaHNSA
pe3ynbTaToB CEKBEHNPOBAHNA.
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CPABHEHUE METO40B KBAHTU®UNKAL NN BUBJTUOTEK
®PArMEHTOB AHK NMEPEA LUENEBbIM OBOIrALLEHVNEM N
CEKBEHNPOBAHWMEM C/NIEAYIOLLENO NOKOJIEHNA

A.FO. KpacHeHko 23 U.®. CmeyeHko?3, H.A. [lnomHukoe?,

K.fO. ykaHoe?, O.U. Knumyyk?3, B.B. inbuHckud %34
"MiIHcmumym obuweli 2eHemuku um. H./. Basunosa PAH, Mockea
2PHUMY um. MNupozosea, Mockea

3000 «eHomek», Mockea

4IHcmumym 6uomeduyuHckol xumuu PAH, Mockea

e-mail: krasnenko@genotek.ru

OCHOBHOV BK/1a/, B CTOMMOCTb CEKBEHUPOBAHWSA C Lie/IeBbIM 0b60oraLleHriem
BHOCAT 3Tanbl MOAroToBKM 6ubnanotek [HK, TapreTtHoro o6oralleHus
N CaMO CeKBeHWpPOBaHVe. PaBHOe pacrnpejeneHne MpoYTeHUA Mexay
obpasLamy AaeT BO3MOXHOCTb aHaan3nposaTb 60sblue 06pasuos, B
TO Bpems Kak 60/bLUOlV pa3bpoc B KoAMYecTBe MPOYTEHWI A Ha obpasel,
NPUBOAUT K BbINAJAEHUIO HEOMOKPbITLIX 06pasuoB W yBenndmBaeT
Tpebyemoe KONNYEeCTBO [JaHHbIX. Martepuanel U MeTogbl: 6ubanoTeku
6611 npuroToenieHbl ¢ nomolbio NEBNext Ultra (NEB). KBaHTudukaums
nposoAvnace C nomowbk Bioanalyzer 2100 (Agilent), pa3sHbIMK
meTtogamu TLUP “B peanbHoM BpemMeHW”, Qubit 3.0 (Life Technologies)
1N CekBeHMpoBaHVeM Ha npubope Miseq (lllumina). Mocne TapreTHoro
oboralleHnsa ¢ ncnosib3oBaHvem Habopa SureSelect XT2 Focused Exome u
cekBeHMpoBaHUS Ha npubope HiSeq2500 6bina BelYMCAEHA OTHOCUTENbHAs
KOHLIeHTpaLmsa 61banoTeK 1 NpoBeseHO CPaBHEHVE NOTyYEHHbIX 3HAYEHN
CO 3HAaYeHWsIMU OTHOCUTENIbHOW KOHLEHTpauuy, MOJNyYeHHbIMU Npu
NMOMOLL Pa3INYHbIX METOAOB KBaHTUGMKaLMKN. Pe3ynibTaTbl: Mbl BbIACHUAN,
YTO MOJSIHOFEHOMHOE CeKBEeHNPOBaHWE C Y/IbTPAHU3KMM MOKPbITUEM — 3TO
Hanbonee TOYHbIA MeTo4 A8 KBaHTUGUKaALMU. OH 3HAUUTENIbHO CHUXAaeT
BapVaTVBHOCTb B KOJIMYECTBE MPOYTEHNI, MNONyYeHHbIX Ha obpasel,. Kpome
TOro, MeTO/, NO3BOSET OLUEHUTb pacnpejeneHne ANUH BCTaBKW N MPOLIEHT
dparmMeHTOB 6M6ANOTEKN, KAPTUPYIOLLMXCA Ha FreHOM uYesioBeka. BbiBogbl:
aly pesynbTaTbl MOKAa3bIBAKOT, YTO MMOJHOMEHOMHOE CeKBeHUpPOBaHMe ¢
YNbTPAHV3KMM NOKPbLITMEM MPEBOCXOANT MO TOUHOCTU ApYyrne nonynspHele
MeTo/bl KBaHTUdUKaLMN. PaboTa BbiNo/iHeHa Npun $p1UHAHCOBOM NojAepXKe
MunHoBHaykn Poccum (ngeHTnumkatop cornaeHmna RFMEFI60716X0152).
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NCNOJIb3OBAHNE ®U3SNYECKMNX CBVOVICTB
NOCNEAOBATE/IbHOCTEUN BAKTEPUAJIbHOW AHK AJ14 X
KNACCN®UKALUMN C NTOMOLLBIO MALLULMHHOTIO OBYYEHUA

M.A. Opros, A.A. Pacuk, E.A. 3bikoea, A.A. COpOoKUH
VIHcmumym 6uogu3suku knemku PAH, lMywjuHo
e-mail: orlovmikhailanat@gmail.com

Mporpecc metoaunk cekBeHnposaHuna AHK, npexze Bcero cekBeHNMpoBaHNs
HoBoro rnokoneHns (NGS) obecneumn AocTyn K 604blWUIMM AaHHbIM O
nepsuyHoO cTpyktype AHK. 3T0 onpegenser Heob6XOAMMOCTb Pa3BUTUSA
MeTOZ0B VX aBTOMaTM3MPOBAaHHOroO  aHHOTMpOBaHuA. B cayvae
perynsaTopHbix obnactein AHK (npeXge Bcero NpoMoTOPOB) NCNONb30BaHMe
TPaAVULIMOHHBIX anropuTMOB, OCHOBAHHbIX Ha aHannse HykJ1eoTUAHOM
NnocNef0BaTeNbHOCTY, MPUBOANT K MOJIYYEHWIO HU3KOM crneunduyHOCTA
(AONA UCTUHHOOTPULATEIbHBIX Pe3ybTaToB). B CBA3M C3TUM LilenecoobpasHo
COBMECTHOE paccMOTpeHme PasINYHbIX GUINKO-XUMNYECKUX U CTPYKTYPHbIX
cBonctB AHK Hapsgy C TekcToBbiMWU. ABTOpPamMu MNpejioxXeH KOHBeliep
(anropuTtm™), NO3BONAIOLLNIY BbIAENINTL HaVIMEeHee KOppenpytoLLme CBONCTBA
AHK ana  knaccndurkaumMm reHOMHbIX MOCAef0BaTe/IbHOCTEA  Pa3HOro
TMna (Ha npumepe E. coli MG1655). OT60op ocyLlecTBASeTCAa NpY MOMOLLM
KOPPensAUMOHHOro aHanMsa W OLEeHKW pe3ynbTaToB MepapxXmyeckoi
Knactepmsaumn. [lanee npoBOAATCA TPEHWPOBKA W OLleHKa 6UHapHbIX
KnaccndukaTopoB, aHANN3UPYIOLLNX NePBUYHYIO CTPYKTYPY U CTaTuyeckume, a
Takxe pesKko paccmaTprBaemble guHaMmmnyeckmne csoiictea JHK [Grinevich et
al.,2015].Cnucnonb3oBaHMEM 4aHHON METOANKNYCTaHOB/IEHO, YTO Pa3/INYHble
dusnveckmne ceoctBa [AHK cogepxat cneunduryeckyro MHPopMaLmIo,
LleHHYto ansa knaccnoukaumm nocnegosatensHoctern AHK. Jlyywwive mogenn-
KnaccndukaTopbl MPOAEMOHCTPUPOBaAN TOYHOCTL A0 90%. WHTepecHo,
YTO MakKCMManbHO 3¢PeKTUBHON oKaszanacb paboTa KnaccMdmkaTopoB ANs
cMecn “NpomMoTopbl - NMpoMoTopHble ocTpoBKK” [Ryasik et al. 2018]. Takum
06pa3oM, MokasaHa BO3MOXHOCTb aBTOMAaTU3VMPOBAHHOW Knaccudmkaumm
6akTepmnansHoin IHK Ha 0CHOBe pacCMOTPEHUSA PasINYHbIX GU3NYECKUX U
TEKCTOBbIX CBOMCTB.
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BMONH®OPMATUYECKNIA AHANN3 AAHHBIX MO/IHOTEHOMHOIO
BbICOKONMPOU3BOANTE/IBHOIO CEKBEHUPOBAHWUA
KNMNMHNYECKWN S3HAYNMbIX LUTAMMOB ENTEROCOCCUS FAECALIS

A.b. lopoees, J1.A. Jlnb6acoeckas, A.B. Ayb6odenos, FO.B. PodyeHko,

U.C. Mykoced, T.0. Kowemkosa, E.C. LLly6uHa, A.fO. 016408,

B.B. 3y6kos, A.F0. Tpogumos, T.B. [lpunymHesuy

HayuoHaneHbeIl MeduyuHcKkul uccredosamensckull YeHmMp akywepcmsa,
2UHeKo/102UU U hepuHamosaozuu um. B.U. Kynakoea, Mockea

e-mail: gordeew@vega.protres.ru

DHTEPOKOKKN - YaCTb HOPMasbHOM MUKPOPIOPbI XenyA0YHO-KALLEYHOTO
TpakTa yesnoseka. Y UMMYHOKOMIMPOMMCCHbIX MaLeHTOB SHTEPOKOKKM MOTYT
BbI3bIBaTb TAXe/ble CUCTEeMHble MHEKLMW, B YaCTHOCTY, Y HeZOHOLLEHHbIX
HOBOPOXJEeHHbIX. Hanbonee KAMHMYECKM 3HauMMble BUAbI IHTEPOKOKKOB
- Enterococcus faecalis n Enterococcus faecium. Pa3Hble wtammbl E. faecalis
061a4at0T PasNnMyYHbIM HabOpPOM reHeTnyecknx GpakTopos. Vicnonb3oBaHme
CekBeHMpoBaHWs HoBoro rnokoseHns (NGS) nossonsieT MNpoBOAUTL
pa3HoObpa3Hble reHeTMYeckne MUCCIeA0BaHNSA MUKPOOPraHM3MoB. Lenbto
paboTbl 6blN0 NOAYyYUTH € Nomolbio NGS MONHOreHOMHble AaHHble ©
nposect 6uonHOpMaTUUECKN aHaNu3 AN 4YeTbipexX  KAWHUYeCKU
3HauMMBbIX WITaMMOB E. faecalis, BbligeneHHbIX y nauneHTos ®IreY «HMLL
AITl nm. B.M.Kynakosa» MuH3gpasa Poccuu. LLTamMbl cekBeHMpOBanu Ha
nnatdopme lon PGM Torrent. Yncno KOHTUroB B C6OpKe BapbMpOBanoCb
ot 127 po 987, anvHa reHomoB 3,00-3,45 MAH M.H. N8 Kaxzoro wramma
B XOJe aHa/v3a Obl0 MPOBefEeHO CMKBEHC-TUMMPOBAaHME M MOWCK FeHOB
PEe3NCTeHTHOCTW N BUPYNI@HTHOCTW. [TONCK reHOB OCYLLLeCTBAAIN C MOMOLLLIO
nporpaMm ResFinder n VirulenceFinder, B cnopHbIX Cay4asx NpPOBOAWUAN
aHanu3 nocsiefloBaTeNnbHOCTEN, MOJlydeHHbIX 13 GenBank, ¢ MomoLbto
nporpammbl  BLAST. CukBeHC-TUMNMpPOBaHWE BbIABWIO MNPUHAAIEXHOCTb
WTaMMOB K TpPeM W3BeCTHbIM CUKBeHC-TUnam: ST-41, ST-179, ST-206.
YeTBepTblll LUTAMM OTHOCUTCA K CUKBEHC-TUMY, OTCYTCTBYyHOLleMy B 6ase
AaHHbIX MLST, ¢ annenbHbiM npodunem: arok7, gdh35, gki32, gyd7, pstS40,
Xpt26, yqiL6. O6Hapy>eHOo, YTO M3y4vaemble LUTaMMbl 06NaZatoT LUMPOKNM
CNeKTPOM reHoB pe3ncTeHTHocTU (ant(6)-la, aph(3)-1ll, aac(6')-aph(2"), str,
erm(B), Isa(A), cat, tet(M), tet(L), dfrG) n BupyneHTHOCTU (tpX, camE, elrA, srtA,
agg, cCF10, ace, cad, gelk, efaA, esp, cOB1, cylABLM, ebpABC, hylAB, fsrB).
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METOAbI CMEKTPOCKONMN NOHHBLIX KAHA/TOB
B NGS-BMMONH®OPMATUKE N DDPPEKT SABNCALLETO
OT NOCNEAOBATE/IbHOCTU OTKPbITUA MOHHbBIX KAHAJ/TOB
B HAHONMOPOBOM MEMBPAHOMWMETUNYECKOM
CEKBEHNPOBAHNA

O.B. lpados, E.[. Adamosuy

VIHcmumym sHepz2emu4yeckux hpobaem Xumuyeckol Qu3uku
um. B.JI. Tanepo3se PAH, Mockea

e-mail: o.v.gradov@gmail.com

WNHHOBALUMOHHBIM 1 KNaCcCUYeCKUM, MPOPbIBHBIM N QyHAAMEHTaNbHbIM
MeTOLO0M Ha3bIBaOT CreLmanicTbl pa3BnBatoLLMECH TEXHUKM HAHOMOPOBbLIX
n3MepeHu’i Ha 6a3e CUHTETUYECKMX WOHHbIX KaHanoB (cM.. PMID:
11231558; PMID: 17130164; PMID: 24052667; etc.). dbdekT 3aBucALLero
OT MOC/Ief0BaTeNbHOCTM OTKPbLITUS MOHHbLIX KaHanos (“sequence-depend-
ent gating of an ion channel by DNA hairpin molecules”) n 3aBucMMoCTb
3N1eKTPUYECKUX MNapaMeTpoB OTK/IMKAa MpU MNPOXOAaX Pas/vyHbIX Mo
nocsie/loBaTeNbHOCTY (a B NepcrnekTmBe - N XMMW3MY, yYUTbIBas, B YaCTHOCTHY,
XNA-TexHWKn) monekyn HK ckBo3b KkaHan / nopy, € MNO3UUMIA aHanm3a
CUTHANOB, NPEeACTaBAOT MPEBOCXOAHbIV MPpUMep MPUMEHNMOCTYN LNPPOBbIX
NN aHaNoroBblX METOAOB MyJ/ibTUNapaMeTpUYecKoi nceBAoCrnekTpassHOM
06paboTKM ANa naeHTUGMKaUMK nocnegosaTenbHOCTU. Hammn pa3paboTaH
KOMMJeKC MeTOAOB, BKIOUAKOWMA B cebs aHanus3 >sHepreTnyeckmx
CMeKTPOB, HECKONbKMX BEMBNETHbLIX M KencTpanbHbIX 06paboTok, aHanm3a
KOpPensaumMoHHOM pa3MepHOCTH, $a3oBbIX W KOMMAEKCHbIX (Re | Im)
CNeKTPOB, MO3BOMAIOLWMIA aHaNU3MPOBaTb GUHTEPNPUHTBI MPOXOAALLNX
Mosiekyn. MNpesBapuTenbHasa anpobauns npoBejeHa Ha 3apyb6eXHbIX JaHHbIX
OTKPBITOro Joctyna. MpuHUMN mMeToda 6asmpyeTcs Ha MaTeMaTUyeckunx
n  6ruodmsnyecknx acrnekTax paspaboTaHHOM paHee “maTy-knamn-
CNeKTPOCKoNMn” - COBOKYMHOCTN MeTOAO0B, BMepBble aHHOTUPOBAHHOW B
2015r. (c™m. [Fpagos O.B. // Uutonormna. — 2015. — T. 57, N2 9. — C. 625-626]).
B HacToALllee Bpems Leiblo, onpejenstoLeil HanpasaeHne UccnesoBaHuin
N, O4HOBPEMEHHO, IMMUTUPYIOLLMM ero 3BEeHOM, SIBSeTCA BO3MOXHOCTb
NpoBeseHNA CaMOCTOATE IbHbIX M3MepPeHNiA B paMKax aHanorM4yHoro MeToga
PaboT MAM AaHHbIX, MOyYEeHHbIX aBTOHOMHO (Mog 3ajauyy C KOHKPeTHbIMU
napameTpamun) B Poccuinckonn ®egepaumn. o BHeApeHUss B aBTOHOMHBbI
3KCNEepPUMEHT MeToZ He MoXeT cumTatbcs NGS-BannAMpPOBaHHbBIM, XOTH U
npeACTaBAsieT MHTepecC Kak B acrnekTe signal-processing bioinformatics.
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ZENOME PLATFORM - B/TOKYE/AH-UH®PACTPYKTYPA AN1A
XPAHEHWA N OBPABOTKW FTEEHETUYECKUX AAHHbIX

H.A. KynemuH, A.fO. lNop6aues, B.A. Haymos,
AA. Ty6uHa, .M. Peymos, C.A. llonoe
Zenome.io LTD, Mockea

e-mail: nick@zenome.io

Ha AaHHbI MOMEHT MojaBasiolas 4acTb MepCcoHalibHbIX FEeHOMHbIX
AAHHbBIX PAcrofioXeHa B AaTa-LieHTPax reHOMHbIX KOpropaLunii, rocyaapcrs,
HayYHbIX W MeAVLMHCKAX Yy4ypeXAeHnn, a Takxe dapmaLeBTUYecknx
KomnaHwui. CyliecTByeT Takxke MpobseMa 3aKOHHbIX OrpaHUYeHuii,
Hak/MajblBaeMbIX Ha [OCTYMN K MepCcoHaibHbIM FE€HOMHbLIM JaHHbIM, NPy
3TOM [JOHOpPbI JaHHbIX HE KOHTPOAMPYKOT AOCTYMN K HWM, @ BO3MOXHOCTb
CBO6OAHOrO OBMeHa  JaHHbIMW  MNPaKTUYeckKn  OTCYTCTBYeT. Takas
MOHOMOMIN3ALNA CYLIeCTBEHHO CAEPXWBAaeT pas3BUTVE TeHOMWKW W, B
YaCTHOCTW, NMepCcoHaNN3NPOBAHHON MeMLMHbIL. [oaBneHre KpunTorpapun
1 TEXHONOTM N 6JI0KYENH CyLLLeCTBEHHO B/ISIET Ha NpoLecchl TpaHchopmaLmnm
MHOTMX 3KOHOMUYECKNX OTPac/er. IT e TeXHOOrMY MOryT BbITb B3AThbI 3@
OCHOBY /191 MOCTPOEHNSA MHPPACTPYKTYPbI AN MEPCOHANBbHON FreHOMUKW, rAe
KaXxZblil YeloBeK — NONHOMPAaBHbIV BNajeneLl, CBONX reHeTUYeCckKnX JaHHbIX.
MpoekT Zenome npejcTaBaseT CO6OW YyHUKaNbHOE peLleHne yKasaHHbIX
npobsiem. BocHoBe Nnat$opmMbl NEXNUT NPUHLIMM, YTO NPaBa Ha reHeTnyeckre
JaHHble COXPaHATCA 3a NoJib30BaTesieM, YTO AaeT BO3MOXHOCTb He TOJIbKO
CaMOCTOATE/IbHO peLlaThb, Kak, B KakoM 0bbeMe 1 Kem byzeT NCnonb3oBaHa
nosib3oBaTesbCkas nHGopMaLs, HO 1 NoJlyYaTb BO3HarpaxzseHue 3a Takoe
1CMOJIb30BaHVe B NOJIHOM obbeme 6e3 nocpefHNKOB. besonacHbli 06MeH
AaHHBIMU 0b6ecneymBaeTcs C MOMOLLBI TEXHONOMMY CMapTKOHTPAKTOB, a
BCE 3KOHOMMYeCKMe B3aUMOAENCTBMA NPON3BOAATCA C MOMOLLbIO TOKEHOB
ZNA. Kpome 3T0ro, Zenome ctaHeT nnatGopmMori 415t 601bLLIOMO KOAMYecTBa
reHeTUYeCcKnx CepBICOoB.
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MOJIEKY/IAPHbIA AHANIN3 COCTABA MUKPOBEHOIO COOBLLECTBA,
AKKYMYNTNPYROLLETO ®OCPATbI MPU LNKTNYECKOM POCTE
B AHASPOBHbIX N1 ASPOBHbIX YCNTOBUAX

P.FO. Komnsapos, A.B. MapdaHos
VHcmumym 6uouHxceHepuu, UL buomexHonozuu PAH, Mockea
e-mail: romankotlyarov@gmail.com

®ochaTbl MUCMONL3YIOTCA B PAa3/IMYHbBIX 061aCTAX MNPOMbILLIEHHOCTU
W arpapHoro Cektopa, a TakXke SABAAKTCA KOMMOHEHTOM KOMMYHaJIbHbIX
CTOYHbIX BOA. B HacTosiLLee Bpems 4151 OUYUCTKM CTOYHBbIX BOJ OT pochaToB
NPUMEHSATCA BMOTEXHOIOTNN, OCHOBAaHHbIE Ha WUCMONAb30BaHUN $ocdaT-
aKKYMYNPYIOLWNX MUKPOOPraHM3MOB, «COBMpatoLLMx» HeopraHuyveckme
docdhaTbl U3 Ccpesbl v BKAKOUAKOLLMX X B CBOKO bBromaccy B BMAe nonndochaTos
npv UMKIMYECKOM poOCTe B aHa3pobHbIX U a3pobHbIX ycnoBuAx. B
60/IbLUNHCTBE CUCTEM OUMNCTKM CTOUHbIX BOJ GYHKLINIO doCPaT-akKyMynaLmm
BbINONHAIOT 6eTa-npoteobaktepumn Ca. Accumulibacter phosphatis, pactyime
TO/IbKO B COCTaBe C/OXHbIX MO COCTaBy MUKPOOHbLIX coobLiecTs. Llensto
fAAaHHON paboThl ABAAETCS MOJIEKYNIAPHbLIA aHaNn3 cocTaBa BblAe/IEHHOro
N3  OYUCTHBLIX COOPYXeHWn T.MOCKBbI ~MWKPOBHOrO  KOHCOPLMYM3,
OCYLLIeCTB/IAIOLLEr0 OUMCTKY CTOUHbIX BOJ OT ¢ochaTos, KOTOPLIV BKIOUaET
HOBOro npegjcTasuTena pogda Accumulibacter. AHanu3 coctaBa coobLLecTBa
NPOBOAWN C MOMOLLbI BbICOKOMPON3BOANTENIBHOMO MMPOCEKBEHPOBAHNSA
¢parmeHTOB reHoB 16S pPHK, amnandmnumpoBaHHbIX M3 MeTareHOMHOV
AHK coobuiectBa. Moyt 81% BCEX MUKPOOPraHM3MOB OTHOCATCS K ABYM
dunymawm, - Proteobacteria (46,8%) v Bacteroidetes (34%). O6Hapy>KeHbl Takxe
npeactasutenn éunymos Spirochaetes (6,3%), Chloroflexi (5,33%), Firmicutes
(2,4%), Verrucomicrobia (1,8%), Acidobacteria (1,1%), n Parcubacteria (1%).
Beta-npoTteobakTepun Accumulibacter phosphatis coctaBnann okono 11%
coobuectsa. Okos10 9% coobLecTBa COCTaBAANMN raMMa-npoTeobakTepun Ca.
Competibacter, cnoCoOBHble akKyMyMpoBaTb MNKOTeH N KOHKYpMpoBaThb 3a
cybcTpaTthl cAccumulibacter, HO Takke 1 obecneynBaTb UX HUTPUTOM. Ob6a 3TK
OpraH13ma, No-BMAMMOMY, UTPAIOT PeLLaoLLYHO POJib B GYHKLIMIOHUPOBaHWY
MUKPOBHOro coobLlecTBa, OCyLLeCTBAAIOLWEro akkymynsumio ¢ocdaTa.
PaboTa nogaepxaHa rpaHToMm PO®V (18-34-00627).
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FEHOMHbIA AHANN3 HEKY/IbTUBUPYEMbIX
MMNKPOOPIrAHN3MOB - MPEACTABUTEJIEN BAKTEPUAJIbHbIX
ONNTYMOB MICROGENOMATES N BRC1.

A.B. beneykudi, B.B. KadHukoe
VIHcmumym 6uouHxceHepuu, UL buomexHonozuu PAH, Mockea
e-mail: vkadnikov@bk.ru

CoBpeMeHHble 3HaHWS 0 Pa3HO0bPAa3N MVUKPOOPTraHNU3MOB U X 61oornm
OrpaHnyeHbl, B NepBYIO0 oyepelb, 13-3a TOro, YTO, KaK Nnpasuio, He 6onee
1% MMNKPOOPraHM3MOB 13 MPUPOAHBIX COOBLLECTB YAaeTCsd Ky/IbTUBMPOBaTb
B /1abOPATOPHbLIX YC/IOBUSAX, W, CNejoBaTe/lbHO, WAEHTUGULMPOBaTL
N oXapakTepu3oBaTb  TPaJULMOHHBIMW  MUKPOBMONOTMYECKUMN U
BVMOXUMUNYECKUMY  MeToAaMN. «HekynbTVBMpPYeMbIe» MUKPOOPraHU3MBbl
NPeacTaBNAlT  BO/bLUYD  YacTb  MPUPOAHOro  6ropasHoobpasus,
3KOI0rnyecKasi posib KOTOPO BO MHOMOM OCTaeTCA Hen3BeCTHON. OCHOBHbLIM
VHCTPYMEHTOM VX U3YyYeHUs SBASETCA MeTareHoMuka, npegroJararoLas
paclunMppoBKY K aHanmM3 BCero reHeTUYeckoro Matepuana MUKPOBHOro
coobLiectBa 6e3 KyNbTUBMPOBaHUSA OTAe/IbHbIX OpraHM3sMoB. MeTogamu
MeTareHOMWKN Mbl UCCeAoBa MUKPOBHble coobLLecTBa MOA3EMHbIX
TepMasibHbIX BOJ 3aMaZHO-CMONPCKOro PernoHa, 3ajeratoLwmx Ha riyomnHax
2-2,5 KM. IOTW 3KONIOTUYeCKMe HULIN XapaKTepU3ylTCs aHaspobHbIMU
YCNOBUAMY, BbICOKUM JaBfieHVEeM W TMOBbILLEHHON TemrepaTypoin. B
pesynbTate CeKBEeHVPOBaHWA W aHanu3a MeTareHoMa Mbl onpegaenvan
reHOMHble  MOoC/Ie[0BaTeIbHOCT  OKOMO 50  «HeKynbTUBMPYEMbIX»
MUKPOOPraHM3MoB. [nsa npeacTaBuTeneli «HekynbTUBMPYEMbIX» GUIyMOB
6akTepnin BRC1 n Microgenomates rnonyyeHbl NoJHble KONbLEBbIE reHOMbI.
AHanNM3 MosHbIX reHOMOB MO3BOJINJI PEKOHCTPYMPOBaThb NMyTn MeTabonrsmMa
3TUX FPYNM 6akTepnin 1 NyTn nx ssonounn. Npeacrasntens Microgenomates
VIMeeT reHoM pasmepoM Bcero 827260 HT, B KOTOPOM OTCYTCTBYHOT reHbl
MHOTUX OUOCUHTETUYECKUX TMyTel; BEepOATHO, 3Ta bakTepus sBAAeTCS
CMMOMOHTOM WAN napasnTom. Pasmep reHoma 6aktepum ¢éunyma BRCI1
coctaenger 3,3 MJH. HT. AHaAM3 reHoma rokasajn, 4To 3Ta bakrepus
MOXET PacTh Ha PasNYHbIX NMoAncaxapuaax, BKAKUas Kpaxman v XUTUH,
OCYLLIeCTB/IAS 1X COpaxmBaHMe NN OKUCIeHNe B NnpoLieccax a3spobHoro nan
aHa3pobHOro AbixaHus. PaboTa nogsepxxaHa rpaHtamu PH® (14-14-01016) u
PO (18-34-00617).
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AHANTIN3 TEHOMOB NOJIN3KCTPEMO®U/IbHbIX APXEW
CEMEWCTBA FERROPLASMACEAE.

A.l. bynaes

VHcmumym mukpobuonozuu um. C.H. BuHozpadckozo, Mockea
®UL buomexHoaoz2uu PAH, Mocksa

e-mail: bulaev.inmi@yandex.ru

MonuakctpeModusibHble  apxem  ceM.  Ferroplasmaceae,  KoTOpoe
BKJIIOYaeT fBa poja Ferroplasma v Acidiplasma - ofHa 13 JOMUHUPYOLLNX
rpynn B rnpoueccax 6UMOOKUCNEHUN CYyNbOUAHBIX PYA WU KOHLEHTPaToB.
MpeactaBuTenn cemericTBa - aspobHble yMepeHHO TepModuibHbIe
aumpgodunbHele (pHonT~1.0-1.7) okucanTenn xenesa. Llenbto AaHHOM
paboTbl SBASNOCH aHann3 reHoOMOB LUTaMMOB apxeil poga Acidiplasma.
O6beKkTaMu NccnefoBaHUA ABASNNCE LUTaMMbI ABYX ONUCAaHHbLIX BUAOB POAa
A. aeolicum V1T n A. cupricumulans BH2T, a Takxe wtamm Acidiplasma sp.
MBA-1, BblZeneHHbIV 13 NybMbl BropeakTopa 6MOOKUCIEHNS CYNbOUAHOMO
30/10TOCOZep>Kallero KoHueHTpata. lociefoBaTeNbHOCT FreHOMOB 6bIv
CeKBeHMpoBaHbl Mo TexHosornu lllumina v genoHnposBaHHbI B GenBank
nog Homepamy LKBG01000000, LKBHO0O000000 1 JYHS00000000. Pa3mepsbl
reHomoB coctasuan 1817456, 1759073 n 1747364 n.H. B reHoMax LUTaMmMoB
6b171 06HapY>KeH reH, KOAVPYOLLNT MefbcodepXaLumin 6enok cynbboumnmaHnH
- KnroYeBoi 6enok ITLL okncneHns AByxBaneHTHOro Xenesa, 06HapyXXeHHbI
y Xenesookucnawwmx apxeir éunymos Crenarchaeota w Euryarchaeota,
reHol 6e/IKOB OKWC/IEHUS COeAMHEHWI cepbl (OKCUZOpeayKTasa cepbl,
cynbdat- ageHnannTpaHcdepasa, cynbdua-gerngporeHasa (SoxB)), a Takxe
reHol $epmMeHTOB KaTabo/iM3Ma PasINYHbIX OpPraHUYeckKnx COeANHEHW
W reHbl, onpeenstolie yCTonumBoCTb K MblLUbAKY W TAXe/bIM MeTasiaM.
Boi  BbISiB/IeHbl  reHbl  $epMeHTOB -  MAPOKCUMPOMNMNOHATHOro/4-
rmapokcnbytmpatHoro uyukna ¢ukcauymm CO2. HeobxofnMMo OTMETUTb, YUTO
CNOCOBHOCTb K OKUCIEHUIO COeAVHEHWIA cepbl paHee He 6blla OnucaHa y
npejcrasutenein Ferroplasmaceae, No3TOMy Moc/ie aHaan3a reHoma 6biau
npose/ieHbl  GU3NON0rnyeckie 3KCNeprMeHTbl, KOTopble MOATBEPAVIN
HannuymMe CrocobHOCTU OKUCNEHUS Cepbl Yy WCCAe0BaHHbLIX LUTaMMOB.
Taknm 06pa3oM, Kcnonb3oBaHMe MeTozoB NGS Mo3BOAWMAO pPacLUMpPpUTL
npeacraBneHns o ¢GU3MONOTMYeCcKNX CBOMCTBAX MpeAcTaBuUTeneil cem.
Ferroplasmaceae.
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CEKBEHNPOBAHWME FrEHOMA CRISTATELLA MUCEDO,
OMbIT NCMNOJIb3OBAHNA CEKBEHATOPA MINION

B.B. CmapyHos, A.B. lpedeyc

CaHkm-lTemepbypackuli locydapcmeeHHsIl YHUgepcumem, CaHkm-lTemepbype
MHcmumym buouHpopmamuku, CaHkm-lTemepbypa

e-mail: mr@dia-m.ru

MNMpecHoBoAHasA MwaHka Cristatella mucedo - KONOHWANBHBIA OPraHn3M 13
LLIMPOKOPACNPOCTPAHEHHOrO, HO Manou3y4YeHHOro Tuna Bryozoa. KonoHuu
MLUAHOK COCTOSAT M3 MOAYNEe-300UA0B, KaXAbli 13 KOTOPbIX VIMeeT CBOWA
MO3r, NULLEBaPUTEIbHYIO CUCTEMY, TOBYMIA annapaTt, OHW Mpo3payHbl N He
nmMeroT ckeneta. Kpome Toro, konoHun C. mucedo CNocobHbl K aKTUBHOMY
HanpasB/IeHHOMY TMON3aHUID, YTO SABNAETCA YHWKa/NbHbIM C/ly4yaeM Af1s
KOMIOHWNaNbHbIX 6eCNO3BOHOUYHbIX. 9TV 0COBEHHOCTY CTPOEHUS 1 BLroaornm
genatot C. mucedo OAHWUM W3 MePCneKTUBHbIX MOJe/ibHbIX O6BLeKTOB.
Pacwmndposka reHoma C. mucedo NMOMOXeET NPUBANINTBECA K MOHUMAHNIO
NpoLEeccoB MHTErpaumn OTAe/IbHbIX 300MA0B B efVHbI KONOHWaIbHbIN
opraHusm. o npegBapuTeNibHbIM OLeHKaM, pasmep reHoma C. mucedo
coctaenset ot 500 go 850 Mb. Hamu 6b110 NpoBefeHO MOSHOreHOMHOe
CeKBEHMPOBAaHMe NPy MNOMOLLM ANVNHHBIX U KOPOTKUX MPOYTEHUA. JINHHBIE
npouyTeHVs (cpefHee mMokpbiTre 18X) ObLIN MOAYyYeHbl MPU MOMOLLM
cekBeHaTopa 3-ro nokoneHma MinlON (Oxford Nanopore); kopoTkue
npouyTeHVsa (cpefHee nokpbiTre 20x) GbIAM MONyYeHbl Ha cekBeHaTope
[llumina MiSeq. BeigeneHve reHomHol AHK npoBoanam ¢ ncnonb3oBaHMeM
cneumanbHbIX NPOTOKON0B, NO3BOAALLMX BblAeneHne JNHHOV reHOMHO
AHK. TonyyeHHble AaHHble 6bIIV acceMbAMPOBaHbI C MCMOAb30BaHUEM
nporpamm Canu, 1 Abruijn, ¢ nocsiegytoLlein NOJVPOBKON NpY MOMOLLN
Nanopolish(cncnonb3oBaHmnem curHana Oxford Nanopore)n Pilon (ncnonb3ys
npouteHuns lllumina). 3HaveHns N50 Ana noayYeHHbIX C60POK Koebanucb
B MHTepBanax 1,1-1,3 Mb; oueHka kayectBa c6opkm npwm nomowy BUSCO
no3BoJsinna obHapyxuTb 6onee 90% reHOB 13 Habopa “core metazoan”. Taknm
06pa3oM, Mbl NMPOAEMOHCTPUPOBANM, YTO MMBPUAHAA COOPKa NPU NOMOLLN
AJIVIHHBIX 1 KOPOTKUX MPOYTEHUIA SBAAETCA 3PPEKTUBHBIM I SKOHOMUYHbLIM
MeTO/AOM CO0PKM 3yKapUOTUYECKMX FTeHOMOB.
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CHLAMYDIA PSITTACI SNMINAEMNYECKOIO rEHOTUNA 24:
ycnosusa ana sasoaroumn

O./1. BopoHuHa, M.C. KyHda, H.E. LLlapanoea, H.H. Peixcoeaq,

E.N. AkceHoea, H.E. boHOapesa, H.A. 3uzaHaupoea
HayuoHaneHsIl uccredosamensckull yeHmMp snudemuonozuu u
Mukpobuosnozuu umeHu H.®. famaneu, Mockea

e-mail: natasharapova@gmail.com

Chlamydia psittaci reHoTuna 24 (sequence type, ST), M3BECTHOro Kak
anuaemMmnyecknii KNoH 6BC, BbI3bIBalOT 3a60/1eBaHNS LUVMPOKOro nepeyHs
BNZOB XMBOTHbIX, BK/tOUas yenoseka. Kak nokasbiBaroT pacyeTbl CKOPOCTH
MyTaLVWiA, NpeALlecTBeHHNK kKIoHa BO3HKK 2000 sieT Hasag. PacnpocTpaHeHye
aBCTPaNNACKMX Nonyraes NpmMBesio K BCrbllKkam 3abosieBaHWI NCUTTaKo3a
cpean Nojen Ha pasHbIX KOHTUHEHTax. Hanbonee paHHUIA COXPaHUBLLNIACA
wrtamm 6BC pgenoHuposBaH B 1941 r. locnedHuid cayydail MHGekumu,
Bbl3BaHHOV ST24, aokymeHTMpoBaH B 2016 r. CpaBHeHMe WN3BeCTHbIX
nonHelx reHomos C. psittaci ST24, B TOM 4nc/e, CEKBEHNPOBAHHbLIX HaMW,
No3BO/INIO OMUCaTb YCNOBUS ANA JaNbHeNLer 3BOMOLUMN CTabUabHOro
3MUAEMNYECKOro KkJioHa. B unccnegosaHve 6binn BKAKOYEHbI FeHOMbl 22
wrammos C. psittaci (ST 24, 27, 28, 31, 32, 35, 43, 56). AHann3 BbINOJIHEH C
NOMOLLbHO CleLmann3npoBaHHbIX Nporpamm (Bacterial Pan Genome Analysis
Pipeline n ap.). B pe3ynbTaTe nccnefoBaHns onpejeneH KOpOBbIA reHOM
wTaMMoB - 794 reHa. HanmMeHblUlee KONMYECTBO AOMOJHUTENbHbLIX TeHOB
06HapyxeHo y nabopatopHoro wramma RD1 v Wwtamma oT ANKOR OHAATPSbI.
Mo KONMYecTBy YHVKabHbIX FT€HOB NMAMPOBaAN LUTaMMbl, U30NMPOBaHHbIE
OT NTWL, (Nonyraes, YTOK, WHAKOKA, FOPOACKOro rosybs) n OT OHAATPSbI.
DKCKMO3MBHO YTPaTUBLUMMUK TFeHbl 6blin nabopatopHble wTaMMbl: RD1 1
cybwtamm 6BC, a Takxke LWWITaMM OT nonyras 1 oT OHAATPbI. TakM 06pasom,
B CTabunibHOM Kk/foHe 6BC TONbLKO 3 LWTaMMa MPOAEMOHCTPUPOBaNU
CyLlecTBeHHble OTAn4ms: aBa nabopatopHbix (RD1, cybutamm 6BC) 1 o4mH,
BblZle/IeHHbIV OT nonyras. NposeAeHHble NCCNef0BaHUA MOKasaan, YTto 414
06/1IMraTHOro BHYTPUK/IeTOYHOro napasuta C. psittaci, Kak U ANA BUPYCOB
rpunna, Hanpumep, Hambosee 61aronpuUATHbIE YCNOBUS A5 3BOMOLAN
CO34at0TCs B OpraHusmMe ntuy,. JlabopaTtopHoe Ky/bTUBMPOBaHME LLITaMMOB
TakXxe NpoBoLMpYyeT U3MEHUYMBOCTb B reHOMe npejcTaBuTesiein CTabuibHoro
aNnAeMnYecKoro kaoHa 6BC.
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AHANWN3 K/TACTEPA AHTUBMOTUKOYCTONUYMBOCTU B
FEHOMAX LUTAMMOB VIBRIO CHOLERAE, BbIAENEHHDBIX NMPU
ANNAOCNOXHEHNAX B CBUPU N HA AAJTTBHEM BOCTOKE

A.C. Tnaodkux, C.Y. depanyyk, A.C. lMoHomapeaa, X.F0. XyHxeesaq,
H.O. boyanzeuH, E.A. bacos, J1.B. MupoHosa

Wpkymckuli Hay4Ho-ucciedosamensckuli

npomugoYyMHsIl UHCmumym, Vipkymck

e-mail: angladkikh@gmail.com

Tepputopua Cnbrpu 1 [lansHero Boctoka oTHOCUTCA K 61arononyyHbIM
no xoJsiepe, ogHaKko B 90-e rogbl XX BeKka 6bI/11 3aperncTpmpoBaHbl Ciyvan
3aHOCa N acCcoLMMPOBaHHbIE C HAMUW SMNAOCNOXHEHNA. TeKyLaa naHaeMns
X0Nepbl OCNIOKHAETCA PacnpoCTPaHeHNeM Cpean LUTaAMMOB MHOXEeCTBEHHO
NleKapCTBEHHOWN YCTOMUYMBOCTY MOCPEACTBOM NPUO6PETEHN HOBbIX FreHOB B
X0/e KOHbIOraTUBHOMo nepeHoca. Llenbto paboTbl 6611 NONCK reHeTNYeCKmX
JeTepPMUHAHT,  OBYyC/NaBNMBAKOLWMX  MHOXECTBEHHYIO  JIeKapCTBEHHYHO
yCTOMYMBOCTb, Yy wWTammoB Vibrio cholerae, BblgeneHHbIX B XOje
3MUAEMNYECKUX OCIOXHEHWI Ha KypUpyeMor Teppmntopuin. B akcneprmeHTe
yCTaHOB/IeHa YCTOMYMBOCTE 4 wWwTtammoBs Vibrio cholerae, BbljeneHHbIX OT
Nojei, K LWMPOKOMY CMekTpy aHTUBbUOoTHnYecKUX npenapaTos. [poseseHo
NOJSIHOreHOMHOe CeKBeHNPOBaHKe, CbopKa M aHHOTaLMA reHOMOB. B reHoMax
BCEX LUTAMMOB BbIAB/IEHO Ha/MYne MOBUNBLHOIO reHeTNYeCcKoro 31eMeHTa
SXT/R391 El Tor Tmna. B Hawmx nccnefoBaHNAX paHee 6bii1a ycTaHOBNEHA
NPUHaANEXHOCTb N3yYaeMblX LUTAMMOB K BOJ/IHaM pPacrnpoCcTpaHeH s xonepbl
B paMkax 7-ii MaHAeMUW: ABa LWTamMMa NpUHaANeXaT KO BTOPOWN BOJIHE ©
6bIN1 3aHeceHbl Ha TeppuTopulo 13 baHrnagew 1 Kutas, a ABa K TpeTbei
- 3aHoC 13 KOXHasa A3vsa. B reHomMax LUTaMMOB TpeTbei BOSIHbI OOHapyXeH
SXT/R391 anemeHT ICEVCchInd5/ICEVchBan5 Trna ¢ xapakTepHbiM Habopowm
ORF, wTtamMmMbl BTOpoOW BOAHbI cogepxaTt SXT/R391 anemeHTbl ICEVchBan11
n ICEVchMoz10/ICEVchBan9 Tunos. BbisBneHo, 4To OAWH K3 LUTaMMOB
COAEepPXNT reHoMHble ocTtposa kappa, Gl-14 n GI-15, obycnasnmsatoLime
MHOXEeCTBEHHYO JIeKapCTBEHHYHO YCTOMYNBOCTb. BbisiBNIeHHble 0CO6eHHOCTU
opraHmsaumn SXT-ICE wTammoB V. cholerae, BblieNeHHbIX Ha TeppuUTOpumn
Cnéupwn JanbHero BocToKa, NOATBEPXAAIOT BbIABUHYTYHO paHee Ha OCHOBe
SNP-purnoreHnn rmnotesy o NPOUCXOXAEHUN 1 NyTAX 3aHOCa LUTaMMOB U
CBUAETeNbCTBYIOT B M0JIb3y MNprobpeTeHns Bce 60JbLUeil leKapCTBEHHOMN
YCTONUMBOCTW B XO4€e PasBUTUSA NaHAEMUN.
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XAPAKTEPUCTUKA MUKPOBUNOTOMMHYECKOIO COOBLLIECTBA
roCyAAPCTBEHHOWM TPETbAKOBCKOW rANIEPEW,
NOTEHUWANTBHO ONACHOTIO A1 NPON3BEAEHNUN NCKYCCTBA

AA. XKayH ', EA. Jllobasckas 2 [.A. AeOaHUHG

"®UL buomexHonozuu PAH, uHcmumym buouHxceHepuu, Mockea
2locydapcmeeHHas Tpemeskosckas 2anepes, Mockea

e-mail: zzhgun@mail.ru

Mukpoburnosnornyeckre coobLLLEeCTBa, CNOCOOHbIE MOpaXaTb NPOoun3BeAeH s
MNCKYCCTBa, akTUBHO 13y4aroTcsa B nocsiegHee spems. C paspeLueHuns rnaBHoro
xpaHuTensa TpeTbsikoBckol ranepen (I'M) oTo6paHo 105 MUKPOBNOAOrMYecKmX
npo6 B 3anax Xwsonucn [pesHelr Pycn (56, 57 n 61) OCHOBHOrO
ncropuyeckoro 3ganua (JlaspywmnHckmin nep., 10, Mocksa). OTobpaHHbIe
N30/IATbl  OXapakTepM3oBaA/ MeETOAOM CMeKTPaNbHON CMeKTPOCKOMNUU.
BusyannsnpoBann MopaxeHWs CMeLUeHHOW MNpupodbl, MaXOPHbLIMU
npeactasutenaMmn asunuce: Cladosporium cladosporioides, Aspergillus sp.,
Ulocladium chartarum, Aspergillus versicolor, Penicillium sp., Paecilomyces sp.
Onpegennny 3HaunTeIbHOE CXOACTBO MUKPOOPraH3MOoB, NapasntnpyroLme
BHYTPEHHVE KOMMYHWKaLMN 34aH1A 1 BbigBadoLmeca Ha M. MonydeHHble
W30/15TbI TAKXKe VCMONb30Bann A1 CO34aHNA KOMNEeKLMN MNKPOOPraHn3mMoB
(KM). YcnoBHOro-natoreHHoro CcoobLecTBO WCXOAHbIX MNpo6 u nocne
KY/IbTUBUPOBAHNA TakXXe OXapakTepusyloT B pe3y/bTare mMeTareHoOMHOro
CeKBEHNPOBaHUA. TPaANLMOHHbIE aHTUCENTNKN, UCMOJb3YeMble BXXMBOMNCH,
VMMeLOT orpaHnyeHuns. Hanbonee adppekTnBHbLIN NeHTaxNopdeHOoNAT HaTpuUs
TOKCMYEH Kak ana nwoger, tak u ans M. KM tectnposann Ha TIMC npoTus
naHenn mns 15 NoTeHUMaNbHO aKTMBHbLIX MpernapaTos, oTobpann rpynny
Hanbonee akTVBHbIX. [aHMpyeTcs TeCcTUpOBaHKE HOBbIX MpenapaTos
NpPoOTUB MUKPO6MOMOB TI, KyNbTUBUPYEMBIX Ha CO3A4aHHbLIX B MaCTPeCcKoi
T Mynsxax Ana oLeHKn AeCTPYKTUBHOIo Bo3geicTBns KM 1 aHTUCenTnKOB
Ha wmatepuanel MW metogamu WK cnektpockonun. CpaBHUTENbHbIN
aHaAN3 MUKPOBGMOMOB MEPBUYHBLIX W30MATOB U Ky/NbTVBMPYEMbIX BUAOB
B COYeTaHUM C paspaboTKamy COBPEMEHHbIX MOAXOAOB CreKTpaabHOMN
AeTekUMn Ha paHHUX CTagnsx MOpPaxeHWs OTKPbIBatOT BO3MOXHOCTL AN1S
NMoucKa HOBbIX 3aLUMT U NPeBEeHTUBHbIX 06paboToK BaxHerwmx MU n3 Tr.
PaboTa nogaepxaHa rpaHTom PO®U 17-29-04349
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DESIGN OF GENUS-SPECIFIC PRIMERS PANEL FOR DETECTION
AND IDENTIFICATION OF VIRAL DNA IN ENVIRONMENTAL SAMPLES
USING NEXT-GENERATION SEQUENCING

K. Khafizov, A.A. Ayginin, E.V. Pimkina, A.D. Matsvay, A.S. Speranskaya,
M.V. Safonovaé, I.V. Artyushin, V.G. Dedkov, G.A. Shipulin

Central Research Institute of Epidemiology, Moscow

e-mail: kkhafizov@gmail.com

The advancesinthe NGStechnologies have significantly increased our ability
to detect new viral pathogens and systematically determine the spectrum of
those, which persistin various biological samples. This approach has led to the
discovery of new viral pathogens and established the associations of viromes
with many diseases. However, unlike the metagenomic studies using 16S rRNA
for bacterial detection, it is impossible to create universal oligonucleotides
to target all known and novel viruses due to the viral genome diversity and
variability, whereas WGS is still expensive and relatively low-sensitive in such
purposes. The existing approaches for designing oligonucleotides for targeted
enrichment are usually oriented at developing primers for the detection of a
particular viral species or genera using PCR, but not the families or higher
taxonomic orders. In this study, we developed a computational pipeline for
designing the oligonucleotides that will cover a high number of known viruses
belonging to the different taxonomic orders and also their novel variants. We
subsequently designed a genus-specific oligonucleotide panel for targeted
enrichment of viral nucleic acids in different samples and demonstrated the
possibility of its application for virus detection in bird samples. Our panel
has been tested using a number of collected samples and demonstrated
superior efficiency in pathogen detection and identification. Since a reliable
bioinformatic analysis pipeline for the rapid classification of the sequences is
crucial, in this work an NGS-based data analysis module has been developed
as well and its functionality has been demonstrated both for detecting novel
viruses and analyzing the virome diversity. This approach resulted in a better
viral genome coverage.
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CEKBEHNPOBAHWME FTEHOMA BOJIOTHOIO NNTAHKTOMWLLETA
PALUDISPHAERA BOREALIS PX4 N AHANTN3 ETO
FMMNKOTIMTUYECKOTI O MNOTEHUMANA

A.I. Haymos, A.A. leaHoea, C.H. Jedsiw
WHcmumym mukpobuonozuu um. C.H. BuHozpadckozo PAH, Mockea
e-mail: daniil_naumoff@yahoo.com

MnaHkTOMULETbl  ABAAIOTCA  LUMPOKO  PacrnpoCTPaHEHHOW,  HO
cnabo m3yyeHHoOW rpynnoi 6aktepuin. KpailHe Mano W3BeCcTHO 06 wux
MeTabosIM4YeckoM noTeHuurase 1 ponn B MPUPOAHbBIX 3KocUcTemax. B
JoKnaje rnpeactaB/ieHbl pe3y/bTaTbl CeKBEHWPOBAHWA W AajibHenLero
aHaNM3anoaHOreHOMHO Noc/e0BaTe/IbHOCTU 600THOMO NIAHKTOMMLIETA
Paludisphaera borealis PX4. MNpoBeAeHO CpaBHeHWe C reHoOMamu Apyrux
npeacrtaBuTeneil cemelictBa Isosphaeraceae: Singulisphaera acidiphila
DSM 18658, Isosphaera pallida 1S1B n nnaHkTomuueta SH-PL62. TeHoM
P. borealis coctont 13 xpomocomsl (7.5 M6) n asyx nnasmug (112 n 43
K6). B HEM 3akoampoBaHO okono 5800 6enkos. CpeAn HUX yAANoCb
NAEHTUOULUMPOBATL CBbile 250 ¢epMeHTOB CMHTe3a W pacLiensieHns
O/INTO- N NOINCaxapuioBs, B TOM uncie 133 6eska, NpuHaaiexalnx paHee
N3BEeCTHbIM CeMelcTBaM [UKO3WA-TUAPONas, AnKosuaTpaHcdepas wu
Kapborugpart actepas 13 6asbl AaHHbIX CAZy. O6HapyXeHo cyLlecTBOBaHMe
obwiero nyna ¢depmeHTOoB 3TOW rpynnel y P. borealis, S. acidiphila v
wrtaMmma SH-PL62. TepmodunbHbln nnaHkTomuueT [ pallida obnagaet
pesyuMpOBaHHBIM MNKOAUTUYECKMM noTeHuunanoM. Cpean 44 rankosunn-
rngponas P. borealis, npeactaBnarWmMx 21 cemencTBo 13 6a3bl JaHHbIX
CAZy, onst MHOMMX YAAN0Ch aHHOTMPOBaTb CybCTpaTHYo crneudmnyHoCTb. B
06LLei CIOXKHOCTU NpeAcka3aHo Hann4dmre 19 pasnnyHbiX GepMeHTaTUBHbIX
aKTUBHOCTEN 3TOr0 TUNA, X CNEeKTP XOPOLLIO COrNlacyeTcs C paHee M3BeCTHbIM
npodunem yTuamsaumm yrnesoAoB. B OTAeNbHbIX Cayyasx Ha OCHOBe
reHOMHOro aHanmMsa HaM YAanocCb BHECTW YTOUYHEHWS W MOATBEPAUTb UX
3KCrneprMeHTanbHo. Ha OCHOBaHWUWM AanbHUX 3BOJIOLMOHHBIX CBA3el
AOMONHUTENIbHO BbISiBAIEeHO 60/1ee 90 noTeHUnaNbHbIX TNKO3UA-TMAPOIa3s,
He OTHOCALLMXCA K HblHE CyLLecTBYOLWNM cemeincTBam CAZy. MNonyyeHHble
JaHHbIe MPOAEMOHCTPUPOBAIN HEOXNAAHHO BbICOKWIA, HO YaCTUYHO eLlé
HepacKpbITbIA FANKOANTNYECKNI MOTeHUMaNn NIaHKTOMULETOB CeMelicTBa
Isosphaeraceae.
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OBPABOTKA AAHHbIX NGS CMECEI XJIOPOMNJIACTHOW
N MNUTOXOHAPUANTBHOU AHK HA MPUMEPE AYMMEHSA

A.E. Makapesuy, B.C. lTaHkpamos, M.I. Cunasckas, A.M. LLlumkesuy,
H.B. JlyxaHuHa, U.M. lonoeHko, H.I. AaHuneHko, O.I. JasbideHko
VIHcmumym 2eHemuku u yumosoauu HAH benapycu, MuHck, benapyce
e-mail: bio.makarevich@gmail.com

Pa3BnTre MeToAOB CEKBEHMPOBAHWUS MMO3BOJINIO MOAyYaTb MOJHbIE
nocnes0BaTe/IbHOCT OpraHesibHbIX FeHOMOB PAaCTeHWN, WCMoJb3yemble
B TOM uucne and ¢uaoreHeTUYeckUx wuccnegoBaHuii. B nabopatopHoi
NpakTVKe MPUMEHSEeTCS CeKBeHWPOBaHMEe CMeceil XNOPOMIAcTHOM (Xr) v
MUTOXOHApWanbHon (MT) AHK, nonyveHHbIX MeToA0M anddepeHuansHOro
LueHTpudyrnposaHuma. OfHaKo Hanunume obnacteil roMONOrU BHYTPU XN
N MT FEHOMOB U MeXJy HVMW OCNOXHSAET 3aZauy 06paboTKm NonyveHHbIX
AaHHbIX. Llenb nccnegoBaHns - paspaboTka MeToga 0bpaboTKu fJaHHbIX
NGS, no3sosistollero rnonyyatb MOaAHble MOCNeA0BaTe/IbHOCTA XM U MT
reHOMOB HAYMEHA MNpY CeKBEHUPOBaHWK KX cMeceil. [peANoXeHHbIR
a/iroOpuUTM  06PabOTKM  «ChIpbIX» AaHHbIX BKJ/OYaeT ciejytoLime 3Tanbl:
ounctka FASTQ-¢arinos (Trimmomatic-0.36); BblpaBHMBaHWE MNPOYTEHWI
Ha «CAUTbI» pedepeHc, cofepXalimii MoJiHble MocaefoBaTeIbHOCTA XN
N MT reHomoB (Bowtie2-2.3.3); nonydeHve un o¢unbtpauyua VCF-dalinos
(Samtools-1.5, Vcflib). OTpaboTka MeToAa NPOBOAMIACE HA WNCKYCCTBEHHbIX
MPOYTEeHNAX, CUHTE3NPOBAHHbLIX C MNOMOLbO nporpammbl  ART. B
pesy/nbTate 6bl1 COCTaB/MEH CMNCOK 06nacTeil roMonornmn Mexay Xm v MT
reHomMaMu, oLNBOYHOEe BblpaBHVBaHME MPOYTEHUIA C KOTOPbIX NPUBOAUT
K BO3HWKHOBEHUIO “NOXHbIX" nonnmopdunsmos B VCF-dparinax. Takxke 6bian
ONTVMMW3NPOBaHbl NapameTpbl ¢unbTpaumm VCF-darinos (3HaveHns QUAL
anst SNP n IDV ana nHcepuuin n geneumia), 4To No3Boanao nsbexaTb Takoro
poAa owwnbok. bbln onpejeneH Amana3oH cooTHoweHun xm 1 MTAHK B
CMeCU 1 MOKPbITUSA, NPU KOTOPbIX NMPeI0XeHHbIA anropuTM JaeT HajeXHble
pe3synbTatbl. OAHAKO MPU OTKIOHEHUW OT JaHHbIX 3HaYeHWl Bo3pacTaer
NPOLEHT OLN60K BblpaBHMBAHWA B 061aCTAX FOMOMOTUW, 4TO Jenaer
HeobXxoAnMbIMN BU3yanusaunto BAM-alifioB U X aHann3 «BPYYHYHO».
Taknm 0bpasom, ciegytowmii 3Tan nccnejoBaHa npejnosiaraeT BHeceHve
B a/IrOPUTM BO3MOXHOCTW «Bbl6Opa» NPOrpaMmMoin npaBuabLHOro pedepeHca
Ha 3Tane BblpaBHUBAHWA MPOYTEHUIA.
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ANALYSIS OF LOCAL CHROMATIN REARRANGEMENTS DURING
SPERMATOGENESIS IN DROSOPHILA

M.D. Samborskaya, E.E. Khrameeva, M.S. Gelfand

Faculty of Bioengineering and Bioinformatics, Moscow State University, Moscow
Institute of Gene Biology RAS, Moscow

Insitute for Information Transmission Problems RAS, Moscow

e-mail: margarita.samborskaya@gmail.com

Spermatogenesis is a complex process in which germ cells undergo
dynamic changes in chromatin conformation to facilitate highly diverse
gene expression. However, it remains unknown how germline chromatin
is organized to promote the complex transcriptomes of spermatogenesis.
Here, we establish the interrelation between chromatin structure and
gene regulation in the course of spermatogenesis. Chromatin structure is
established using the Hi-C method, which provides insight into patterns
of chromatin interactions on both local and global scales. The Hi-C
technology has revealed that chromatin is packaged into cell-type invariant,
evolutionarily conserved topologically associating domains (TADs). To
determine the genome-wide organization of chromatin we performed Hi-C
for two D. melanogaster mutants, Vas and Bam, corresponding to the early
and late stage of spermatogenesis. We developed a protocol for stable TAD
calling and filtering by optimizing parameters of the Armatus algorithm. We
then zoomed in on TAD borders to estimate the levels of testis-specific gene
enrichments in TADs, interTADs and TAD borders. Using three separate
methods for gene enrichment evaluation we consistently proved that
testis-specific genes are enriched on TAD borders for the Bam mutant and
predominantly located in interTAD regions for the Vas mutant. This is joint
work with Sergey Ulianov and Sergey Razin.
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Crvamckas KollKka BbiBefeHa B TawnaHze, nepsble YNOMUHAHUSA O Heil
paatupyrotca XIV BekoM. OLeHKa reHeTn4eckoro pasHoobpasusa no gaHHbIM
STR-MapkepoB AN [JaHHOV Mopogbl 6blla nokasaHa B UCCIef0BaHUN
[Lipinski M.. et al., 2008]. Uenb agaHHOro uccnefoBaHWs - OULEHUTb
anddepeHumpyrownii  noteHuman SNP-mapkepos Ans  onpegeneHuns
YNCTOMOPOAHOCTU  CMAMCKON  KOWKK. OnpejeneHne reHoTuna no
SNP-mapkepamMm 6bl71 BbIMOAHEHO C WCMNOAb30BaHWEM anro-putma SRA
Nucleotide BLAST n nporpammel Unipro UGENE v.1.29. Konn4yecTBo BKJIO-
yeHHbIX B aHanu3 SNP - 49 [Brooks A., 2016]. Bbinn ncnonb3oBaHbl SRA-
JaHHbIe MO MOJ-HOreHOMHOMY cekBeHupoBaHuMto (NGS), pasmelleHHble
B OTKPbITOM JocCTyrne Ha obnauyHom cepeuce DNAnexus, a Takxe B SRA-
NCBI. Yncno NOAHOMeHOMHbIX MPOUTEHUIA ANA XUBOTHLIX BuUAa Felis
silvestris catus - 99. ObLlee KOANYECTBO MPOAHANU3UPOBAHHbLIX CUKBEH-
coB - 37 993 322 328. OnpegenerHvie guddepeHumpytoLlero noteHymana
SNP-mMapkepoB ANnA onpegeneHns YUCTOMOPOAHOCTM CMAMCKOM KOLLKW
onpegensanu c ucnonb3osaHmem ROC-aHann3a B SPSS v.20.0. MNpoBeAeHHbIN
6110MHPOPMATNYECKNI aHaNN3, HaNpPaB/ieHHbIl Ha ornpejeieHre reHoTurna
no 49 SNP ans 99 XuBOTHbIX BWAa Felis catus, MO3BONUA paccynTaTbh
4YacToTbl BCTpeyaemocTn anneneii. Hambonbwnm anddepeHUMpyrOLLNM
noteHUMasoM 13  YnCIa  WCCNeAOBaHHbIX AN OfpejeneHus
YMNCTOMOPOAHOCTN CUMaMCKOM KOLIKK obnagatoT cnegyrowme 9 SNP:
rs43920179, rs43904310, rs43806211, rs43928027, rs43948712, rs43900856,
rs43877059, rs43827773,rs43837396. B pe3ynibTate NnpoBeAeHHOro aHanmsa
onpegeneH AnddepeHumpyownin noteHuman psga SNP ana onpegeneHums
YCTOMNOPOAHOCTM CNAMCKOI KOLLKW. 13 49 SNP oTobpaHbl 9 NoAMMopdHbIX
BapVaHTOB C Hambosbwum  AnddepeHUMpyroLrM  NOTEHLNANOM.
MonyyeHHble pesynbTaTel 6YAYT MCMOAb30BaHbl B AajibHeENLIEeM aHaiuse
C WCMONb30BaHMEM MeTOoJa MHOMOMEPHOro COKpalleHWs pasmMepHOCTU
(MDR) no cxeme, npegnoxeHHoi B [KnneHs B.H. n ap., 2017].
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