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METOAbI CBEPXBbICOKPA3PELLAILLEA BE3IMH30BON
NASEPHOU MUKPOCKOMI HA YMNE - HOBASA TEXHUKA A1 NGS

A. CkpoiHHUK', O. [padoe?

'OKb “TpaHam” um. B.K. Opsosa (AO «LLleabe-VccredoeaHus»)
2VIHCcmumym 3Hepz2emu4veckux npobaem xumu4yeckol

¢usuku um. B.J1. Tanspose PAH, Mockea

e-mail: retromicroscopy@gmail.com

Jlo pa3paboTkm MeTof0oB CeKBEHWPOBAHWA HOBOMO  MOKONEHWs,
COoBepLUeHHble ANA CBOero BpeMeHW TexXHONOrMM aBTOMAaTU3NPOBAHHOIO
CeKBEHMPOBaHWA 06bIYHO 6asMpoBaNvCb Ha /1a3epHON TexHUKe: npu
pasgeneHny NpoAykKToB TEPMUHUPYIOLMX peakumini npu snekTpodopese
B MoJIMaKpuiaMnAHoOM refe Bo3byXAanack dayopecueHuMs Kpacutenen,
KOTOPbIMU METUANCL AUNAE30KCUHYKNEOTUAbl; MO AaHHbIM ¢yopecLeHunn
onpeAensanca Xxapaktep MUrpupyroLlero areHTa. Konmyectso M CnekTpebl
KpacuTenei pasnuyanncb B 3aBUCMMOCTL OT Mogenu: ABI 373 ncnonb3osan
4 KpacuTens BUAMMOrO AnanasoHa, |IR2 - aByxKaHaNbHyH cxemy C
MonyrnpoBOAHNKOBLIMW TBEPAOTE/IbHLIMW N1a3epamMin (Ha 680 HM 1 780 Hm)
N MNHGPaKpPaCHbIM AMaNa3oHOM JeTeKTUPOBaHWA. [Mpon3BOAUTENBHOCTb
npoLecca nboro Knaccn4yeckoro mMetoga ycrynaet metogaM NGS, kak v
npejenbHas YyBCTBUTENIbHOCTb WM TOYHOCTbL (O6paTHas BeanyMHa OT
BEpPOATHOCTM annapaTHOM owmnbky). Of4HaKo BO3MOXHOCTW psAja NOAXOA0B,
CBA3aHHbLIX C JIa3epHO-OMOCPeAOBaHHbIM  CUYUTBbIBAHMEM, JAaneko He
ncyepnaHbl. Tak Kak 60/IbLUMHCTBO METO/AO0B BbICOKOMPOU3BOAUTENIEHOIO
cekBeHMpoBaHus / NGS peanmsyroTca B Umnax, rpadpuyeckas perncrpaums
KOTOPbIX MOCTyrnaeT Ha 06paboTKy, MOXHO COBMECTUTb aHanu3 Ha uyune
C 6e3/11MH30BOM CKaHWpPYIOLLEe na3epHO CBepXBblCOKOPAa3peLlatoLLer
MUKpPOCKOMNVer (B auanasoHe MILU-CKaHMPOBaHWUS C WCMO/b30BaHWEM
2-KOOPAMHATHOrO akycToonTuyeckoro Agebnekrtopa) AMb6o MynbTUOMTO-
BOJIOKOHHbIM ~@HaNOroM CKaHVpyroLen BAMKHENONbHOM ONTNYeCcKOWn
MUKPOCKOMUX  Ha 4yune C nocjiejyrowen o6paboTkon  MeToAamu
6VIONHGOPMATUKN (M CTaTUCTUYECKOro aHanu3a Koja C WCnpaBneHvem
OWKNOOK MO AaHHbLIM CBEPXBbIOOPKM, MOJYHYEHHOW NpU CKaHWPOBAHWUN).
Hamu 6bin peanusoBaH MepBbli TUM YCTaHOBKWU ANA UCCNELOBaHUA C
ncrnonb3oBaHMeM ¢opesa Ha uune, B TOM 4uUCie - A9 aHanmM3a noj
pPasnu4YHbIMK YrnaMmn € UCrnonb3oBaHMeM SPR, a TakXke paccyuTaH BTOPOWA
(«A-multiSNOM-NGS») MeToa. VccnegoBaHus noasep>kaHbl rpaHToM POON
16-32-00914.



CPABHUTE/IbHAA XAPAKTEPUCTUKA ®AKTOPOB
BUPYJTEHTHOCTU MUKPOOPITAHU3MOB NMOPAAKA
BURKHOLDERIALES HA OCHOBE AAHHbBIX NOJIHOFTEHOMHOIO
CEKBEHNPOBAHUA

M.C. KyHOa, H.E. LLlapanoea, O./1. BopoHUHaQ,

E.N. AkceHosa, H.H. Peiicosa, A.H. CemeHos

®edepanbHbIl Hay4YHO-UCC1e008aMeNbCKUl YyeHmp
3nudemuoao2uU U Mukpobuosozu um. H.®. ramaneu, Mockea
e-mail: markunda99@gmail.com

OCNOXHEHUA  MpU  MYKOBUCLMAO3e  CBfA3aHbl  C  MUKPOBHBLIM
MHOULMPOBaHEM OPraHoB AbixaHus. OCoO6eHHO omacHbl anugemMmnyeckne
wtammbl Achromobacter ruhlandii ST36 v Burkholderia cenocepacia ST709. NGS
Mo3BOJIAET MONYYUTL Hanbonee NoHy HGopmMaLuo o reHomax A. ruhlandii
(6.3 Mb) n B. cenocepacia (7.9 Mb). Uenbto paboTbl 6bl1 CpaBHUTENbHbIV
aHanu3  ¢aktopoB BupyneHTHoctn A. ruhlandii  SCCH3:Ach33-1365
(AruhSCCH3), wtamma rnobanbHOro pacnpoctpaHeHuns B. cenocepacia 2315
(Bcnj2315, NC_011000) n BHYTpMOBOABHWYHOIO wWTaMma B. contaminans
GIMC4509:Bct370 (Bct370).

LLtamMmbl  cekBeHMpoBanu no TexHonorunm 454 Roche; dakTopsbl
BUPYNEHTHOCTU MUCCefoBann Ha OCHOBe JaHHble 6a3bl VFDB (http://www.
mgc.ac.cn/VFEs/).

AHanus Tpex rpynn ¢pakTopoB NaToreHHOCTN bakTepuin: OTBETCTBEHHbIX 33
aAresuto, MHBa3nK N CMOCOBHOCTL K BMOMNIeHKOObPa30BaHMIO, MoKasars, YTo
Hanbonee KOHCePBATUBHbLIMU ABAAOTCA GakTopbl GopmMmpoBaHMa daares.
CxoacTtBo 6enkoB coctaBuao 100% ans napwel Bct370 v J2315; 44-78% - ans
J2315 n AruhSCCH3. Ecan y E. coli reHbl BrocnHTe3a 1 perynaunu narenn
OpraHn3oBaHbl B 3 OMepoHa, TO y 13y4aeMbliX LUTaMMOB - B 8. Tpy OnepoHa,
Hecylme mnperMyLLecTBeHHO reHbl 6en1KoB MoTopa dnarenbl, UMeKT
OfMVHAKOBbIM COCTaB. B mATM onepoHax HemsMeHHbIMU ABASIOTCS 4acTu,
cbopmmpoBaHHbie reHamn 6aszanbHOro Tena narennbl U XemoTakcuca.
leHbl perynaumn cuHTe3a dnarenn M HeoxapakTepu3OBaHHbLIX 6enkoB
MOIyT nepepacnpeaenaTbCcs MexAay MATbH OMepoHaMu, a TakXke WHbIMU
OMnepoHamMu, CBA3AHHBLIMW C KNETOYHOW MOABMXKHOCTbI. OTAnYnTeNbHas
0co6eHHOCTb AruhSCCH3 - otcyTctBue reHa flhG - perynaropa konnyectsa
nonspHeIx ¢aarenn.

BbiBOZ: BbICOKOKOHCEpBaTVBHble GakTOpbl BUPYAEHTHOCTU MOTyT 6bITh
KaHANAATHBIMU MULLEHSMU ANS pa3paboTky NeKapCTBEHHbBIX MpenapaTos.



ncnosib30BAHME NOJTHOTEHOMHOIO CEKBEHUPOBAHW/A B
NOWCKE PEFY/IATOPOB BMOMN/IEHKOOBPA3OBAHWA BAKTEPUIA
NOPAAKA BURKHOLDERIALES

O.J1. BopoHuHa, M.C. KyHda, H.H Peiioea, E.W. AkceHoea, A.H. Cemeros, FO.M. PomaHosa
PedepanbHbIli Hay4YHO-UCCIEA08OMELCKUL YEHMP 3nUdemMuoao2uU

u Mukpobuonozu um. H.@. famaneu, Mockea

e-mail: olv550@gmail.com

YcnoBHo-natoreHHble 6aktepuwn Burkholderia cepacia complex (Bcc)
VHOULMPYIOT AbiXaTenbHble NyTU 601bHbIX MYKOBUCLMAO30M W Bbi3bIBaOT
BHYTPUOONBHUYHbIE UHpEeKUMM B CTauMoHapax obuiero npoduns.
BruonneHkoobpasoBaHme - OAVH K3 KAOYeBbIX GAKTOPOB, OCAOXHSAIOLLMX
spagukaumio Bec. Llenbto gaHHOM paboThl 6bl1 MONCK perynsiTopos obpaso-
BaHUs1 buonneHok. LWtamm B. contaminans GIMC4509:Bct370 1 ero mMytaHT
GIMC4587:Bct370-19, He obpasyroLLnii 6MONNeHOK, bl CeEKBEHVPOBaHbI
no texHonorun 454 Roche. [lna aHHOTauuMmM U aHanmMsa reHOMOB Obinu
1CMOAb30BaHbl Crneunann3vpoBaHHble pecypcbl. CpaBHUTENbHbIV aHann3
reHOMOB LUTaMMOB B. contaminans nokasan, 4To B MyTaHTe, He 0bpa3sytoLLem
6110MNIeHOK, Obl1 MOBPEXAEH €eAVHCTBEHHbI TFeH ABYXKOMMOHEHTHOrO
perynatopa TpaHckpunumm (APT), BXOASLLNY B COCTaB YHNKaNbLHOMO MO CBOEl
CTPyKType 4-x reHHoro onepoHa (BiofiimReg). Momumo reHa APT, onepoH
BKJIFOYAN reHbl NenTuAorIvKaH cBsa3biBatowero 6enka (MCB), ructnanH
knHasbl (FK) n avmnonpoTtenHa DUF4136. B reHomax B. contaminans/B. lata n3
26 ATP, BXxoAawmx B onepoHbl, Tonbko APT BiofilmReg 6bin oTaeneH ot MK
ApYrM reHom. MNpeackasaHHas noKkanmsaums 6e1KoBbIX MPOAYKTOB OMepoHa
MOATBEPAWNA ero posb B MPOLECCHHIe BHEKNETOUHbIX CUrHanoB. OnepoHsbl
13 4-x 1 3-X reHoB, aHanornyHble BiofilmReg, 66111 MAEHTMOMLMPOBaHbLI U Y
APYrux npeactaButenei Bcc v nopsagka Burkholderioales: Achromobacter, Bor-
detella, Ralstonia, Pandoraea. BblCOKUIA NOANMOPGU3M CEHCOPHBIX JOMEHOB
6e/1K0B, KOAMPYyEeMbIX FreHaMM OMepoHa, CornacyeTcs C AaHHbIMW O BbICOKOM
aAanTaLUMOHHONM CrMOCOBHOCTLIO Burkholderia B pa3nnyHbIX 3KOA0rMYeCcKnX
HULWax. MpoBeAeHHbIN aHaNN3 4eMOHCTPUPYET BaXXHOCTb onepoHa Biofilm-
Reg B perynaumm obpasoBaHus 61MOMNIeHOK. Hann4yme opTONOTMYHbBIX TeHOB
B reHomax Apyrux npeacrasuteneii Burkholderiales oTKpbiBaeT BO3SMOXHOCTY
CO34aHNA NeKapCTBEHHbIX MpenapaToB MPOTMB rpynnbl 3NUAEMUYECcKU
3HaUYVIMbIX MUKPOOPraH3MOB.



CEKBEHNPOBAHWE DE NOVO TEHOMA LNMAHOBAKTEPI
CYANOBACTERIUM SPP. C YHUKAJIbHbIM XXUPHO-KNC/TOTHbIM
COCTABOM

A.10. Cmapukos, ®.K. Capcekeesa, A.A. Ycepbaeea, b.K. 3as0aH, K.C. MupoHos,
P.A. Cudopos, A.f0. Kosnoea, E.B. KynpusiHoga, M.A. CuHemosa, A.A. Jloce
VHcmumym ¢usuonoauu pacmerud um. KA. Tumupsazesa PAH, Mockea
Kasaxckuli HayuoHanbHeIl yHUsepcumem um. ane-®apabu, Aama-Ama
e-mail: starikovay1393@gmail.com

LymaHobakTepun  MpeacTaBnstoT — uHTepec  Aad  BMOTexHonornu
KaKk OAWH W13 MOTeHUMaNbHbIX WCTOYHUKOB AN  TMOJiydeHns  AnS
nonydyeHuss CO2-HeWTpanbHoro 6uotonamea. O6beKT MnpoBeAEHHON
paboTbl - LMaHobakTepus, N30AMpoBaHHaa 13 o3epa banxaw (KasaxcraH)
1 AenoHupoBaHHas Kak Cyanobacterium sp. IPPAS B-1200 (Ha ocHOBaHWUU
dnnoreHeTnyeckoro aHanmsa 16S pPHK). JaHHbIN wWTamMm crnocobeH 6bIcTpo
pacTn B LLMPOKOM ArarnasoHe temnepatyp (24-39°C), UTO roBOPUT O BbICOKOM
afanTVBHOM MOTeHLMane kKneTok. Hacto B OCHOBE 3TOr0 JIEXMUT CNOCOOHOCTb
K ObICTPOMY M3MEHEHUIO HEeHACbILLEHHOCTU XNUPHbIX Kncaot (KK) namnugos
MeMbpaH. AHanns XK-coctaBa cyMMapHbIX AMnNnAoB kneTok Cyanobacterium
¢ nomoLbro MNKX-MC BbISsBMT BbICOKOE CoZepXaHne MUPUCTUHOBON (14:0)
N MUPUCTOONenHoBOM KMcnoT (A9-14:1) (30% mn 10% ot cymmbl XK cooTB.),
UTO ABNSETCA PeAKOCTbIO AN UMaHobakTepuii. Mbl cekBeHVpPOBaau de novo
reHoM AaHHOro wramma Ha nnatdopme lon PGM (c peaktmBamu Hi-Q).
FeHOMHy 616AMOTeKy roToBWAX C NMomoLbro lon Xpress Plus Fragment
Library Kit. Accembnep SPAdes 3.1.0 6bl1 UCMNOAB30BaH 445 NocCaefytoLein
cbopku reHoMa. Ero pacuétHblli pasmep coctasu 3 394 T.1.0., KONUYECTBO
KOHTUroB - 119, N50 = 71 443, gonsa l'l-ocHoBaHWnin B reHoMe - 37,7% (no
AaHHbIM Quast 3.0). ToucK OTKPbITBIX PaMOK CUUTbIBAHWA, a TakXe WX
TpaHcaaumio in silico nposognan B nporpamme Geneious R7. Mo Hannuumio
KOHCepBaTVBHbIX 4OMEHOB 6bl/1 HanAeH GepMeHT, NpeTeHAYOLLNI Ha POb
aumn-nunmnaHoin gecatypasbl (DesC) Cyanobacterium. Mbl npesnoaoXuan,
4YTO OH OTBETCTBEHEH 3a JecaTypupoBaHue octaTkos XK nnnugos AaHHOWN
LMaHobakTepun. DKCMepUMeHT Mo reTeponornyHon skcnpeccun DesC
nokasan, 4To npu Haanumm cybcTpata, kneTkn E. coli HapabaTtbiBanu
cooTBeTcTBYtOLWME XKK. ITO ABNAETCA f0Ka3aTe/NbCTBOM GYHKLUMOHANBHOM
ponu nsyyaemon gecatypasbl B knetkax Cyanobacterium sp. IPPAS B-1200.
PaboTta nogaepxxaHa rpaHtom PH® Ne 14-24-00020.



MCMOJIb30BAHUE NOCNEAOBATE/IbHOCTE BHYTPEHHUX
TPAHCKPUBUPYEMbIX CMTEMCEPOB B ®U/IOTEHETUYECKOM
AHANN3E HEKOTOPbIX NPEACTABUTENEN CEKLUN
APHANONEURON POAA LEYMUS (POACEAE)

H.b. Ewucambyesa’, A.B. ManbxyHoed', H.K. badmaesa®’

"bypamckuli 20cydapcmeeHHsIl yHUsepcumem, Y1aH-Y03

2iHcmumym obwel u 3kcnepumeHmansHol 6uosnoauu CO PAH, YaaH-Y03
e-mail: Darieshisambueva@yandex.ru

Buabl poga Leymus (Hochst.) - MHOronetHme 3naku, OTHOCATCA K Tpube
Triticeae. Pog Leymus nMOAMMOP®HbIA, COAepXKaLLi MHOMO rMBpUAOreHHbIX
BWAOB PO, N B CCTeMaTnKe TaKCOHOB 3TOM0 POAa MHOIO HESICHBbIX MOMEHTOB.
B paboTte npeacTaBneHo nsydeHne GuUNOreHeTUYeCkMX B3aMMOOTHOLLEH WA
naTn BUAOB poga Leymus Hochst. ¢ pasHbIX reorpadpmuyeckux Touek
(Poccun: KpacHosipcka, bypatum, Tysbl, Antas; KasaxctaHa; MoHronuu;
Kutasa) - L. secalinus (Georgi) Tzvel., L. littoralis (Griseb.) Peschkova,
L. dasystachys (Trin.) Pilger, L. ovatus (Trin.) Tzvel., L. jenisseiensis
(Turcz.) Tzvel, ocCcHOBaHHOe Ha CpaBHeHWUM MoCAef0BaTeNbHOCTEN
BHYTPEHHMX TpaHcKpmnbupyembix crericepoB ITS1-5.8S-ITS2  azepHoi
AHK. [dononHutenbHo B3AT B aHanu3 BuWA L. chinensis (Trin.) Tzvel. u3
cekummn Anisopyrum (Griseb.) Tzvel. Ana ykopeHeHua apeBa B3AT obpasel
Psathyrostachys juncea (P122050, Afgahanistun) JQ360150.1 n3 leHb6aHka
(GenBank NCBI). MonekynspHo-reHeTn4eckoe wuccaefoBaHMe arperaTa
Leymus secalinus BbIIBUNO, YTO BUAbI L. ovatus, L. jenisseiensis SBNSOTCA
NCKYCCTBEHHBIMU BUAaMU. L. secalinus ¢ 6eperos o3epa balikan o6pasoBan
OTAENbHYK Knajy, YTO yKasblBaeT Ha ero obocobneHHocTb. L. littoralis
n3 bypatuu n L. secalinus ¢ MoHronum n Kntaa obpasoBann OTAeNbHYH
Knagy, YTo yKasblBaeT Ha WX eAWHCTBO. VI3 3Toro cnegyert, UTo Ha3BaHMe
TakcoHa - L. secalinus (Georgi) Tzvel. OTHOCUTCSA TONLKO K 6aliKanbCKNM
nonynsunsaM, a KuUTarmckme 1 MOHroAbCKkMe cneayeT oTHecTu K L. littoralis
(Griseb.) Peschkova. Yuactne B KoHdepeHUUM MOAAEPXAHO KOMMaHWer
Thermo Fisher Scientific.



NPOTOKOJ1 NLP 1 NOABOP X/IOPOMACTHbIX MANMEPOB
MATK A/19 BUAO0B POAA LEYMUS HOCHST. (POACEAE)

A.B. ManbxcyHoea, H.b. Ewucambyesa
bypsmckuli 2ocydapcmeeHHsIl yHugepcumem, YaaH-Y03
e-mail: noom03@mail.ru

Pog Leymus (Hochst.) Bkatoyaetr okono 50 MOAMNAOWAHBIX BWUAOB,
XPOMOCOMHbIe YMC/1a KOTOPbIX BapbupyeT oT 2n = 28, 42, 56, 84. ToTanbHYyHO
[HK Bblgenann c ucnonb3sosaHveM knta «NucleoSpin Plant Il Kit» (Macherey-
Nagel). MUP ans yyactka matK npoBogunack B pacTtBope o6beMoM 25 MK/,
cogepxawiem 4 mkn 10x Tag Buf ¢ MgCl2 B koHU. 30mM, no 2 mkn F n R
npanmMepbl 1T0puM, 3 Mk 10 mM dNTPs, 0,2 mkn HS Taq Polymerase (5 U/pl),
2 mkn AHK, dd H20. Mparmepbl matK nogbupann 13 4ymcia U3BeCcTHbIX
(Liang and Hilu, 1996; Hilu et al. 1999). bbin NpoTecTMpPOBaHbI 6 Nap
npanmMepos. CneundruHbIMn 415 BUAOB poja Leymus oKa3anucb TONBKO ABe
napbl npanmMepoB: WF-9R; s5-F1-1210R. Ycnosusa MLUP matK nogbupanncb
OMbITHBIM MNyTeM: TemnepaTypa 1 BpeMs npejBapuTeNbHON AeHaTypauunn,
KO/IMYECTBO LMK/IOB N BPeMS feHaTypauun, OTX1ra v anoHrauymn. Jlydwmne
pe3ynbTaThl nonyyuancs npu MNUP: nepsryHasa geHatypaumsa 96°C - 3 MUH;
3ateM 35 uyuknos: geHatypaumsa - 30 ¢ npu 94°C, omxur - 1,30 MUH nipu
50°C, anoHrauys - 3 MuH npu 72°C; 3aknrounTeNnbHas CTagus 310Hrauum
10 MuH nipn 72°C. TNUP-npoaykTel BU3yanusmnposann B 1%-HOM arapo3Hom
refe c ncnonb3osaHueMm Sybr Green (dupmbl «BioDye» MockBa) npu 120 V.
Amnandukat oumwann Habopom Mini Elute PCR Purification Kit (Qiagen,
FrepmaHus). KoHueHTpauuto [AHK  umsmepsann  dnaoopumetrpom  Qubit
(Invitrogen). Yuactok matK cekBeHMpOBaAnM C 4eTblpex MpariMepoB Mo
metogy CaHrepa «CuHTONM» (MocCKkBa). [IMHa BbIPOBHEHHbLIX ¢$parMeHTOB
nocnegoBaTtenbHoCcTe matK ¢ yeTblpex nNpaMepoB coctaBuaa - 1419 nH.
YyacTne BkoHdepeHUMn nogaep>XkaHo MOCKOBCKMM KNacTepPOM MeANLIMHCKIMX
TeXHOJIOTUM «HOXHbIA».
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WCCNEAOBAHUE CUCTEMATUKW APXE POAA ACIDIPLASMA C
NCNoJZib30BAHMEM METOAOB NGS

A.l. bynaeg'? A.B. KaHbizuHa**, A.V. MaHon08?,

"MIHcmumym mukpobuonoauu um. C.H. BuHo2padckozo,

®UL buomexHonoz2uu PAH, Mockea

2Mockoeckuli 20cydapcmeeHHsll yHusepcumem um. M.B. JlomoHocoeaq,
6uonozuyeckuli pakynemem, Mockea

3Mockoeckuli ¢pu3zuko-mexHudeckuli uHcmumym (I'Y), JoazonpyoHelii
“@rbY ®HKL ¢pusuko-xumuyeckol meduyuHel ®MBA, Mockea

e-mail: bulaev.inmi@yandex.ru

Apxen poga Acidiplasma, a3spobHble ymMepeHHO TepModubHble
aumgodunbHbele (pHonT~1.0) OKMCAUTENM Xenesa - O4Ha U3 ZOMUHUPYHOLLX
rpynn B OMOOKUCAEHUW CynbOUAHBIX pya. lNpumeHeHve metogoB NGS
MoO3BO/ISET COBPEeMEeHHbIMW MeTOAaMU TeHOCUCTEMATUKK  1cnejoBaTb
TakCoOHOMMIO poga. OnuncaHHble TUMoBble BUAbI A. aeolicum n A. cupricumulans
(@ Takke BCe M3BECTHble LWTaMMbl poga) MAeHTUYHbI Mo 16S pPHK un
pasgeneHbl Ha ocHoBaHun AHK-AHK rubpuamsauumn (metoga C HU3KOM
BOCMPOU3BOANMOCTbIO  pe3ysbTaTtoB). O6bekToM unccnefoBaHUA  Oblnuv
wTrammbl A. aeolicum V1T, A. cupricumulans BH2T v Acidiplasma sp. MBA-1.
MocnepoBaTeNlbHOCTV FTEHOMOB Obl/I CEKBEHWPOBAHbI MO TeXHOAOrumn
[llumina n agenoHmpoBaHHbLI B GenBank nog Homepamu LKBGO1000000,
LKBHO0000000 un JYHSO0000000, cooTBeTcTBeHHO. Pa3Mepbl reHOMOB
coctasunn 1817456, 1759073 n 1747364 n.H. bblno nposefeHO cpaBHeHMe
cpeaHeln HykneoTuaHon ugeHtunydHoctn (ANI), cpesHell aMUHOKMUCIOTHOM
MAeHTUYHOCTM  (AAI), 4acToTbl pacrpeenieHnss TeTPaHyK/IeoTUL0B W
AVHYyKneoTuaoB B reHome (Karlin genomic signature), in-silico AHK-AHK
rmbpuamsayuns, a Takke oduoOreHeTU4Yecknn aHaams C KCNoAb30BaHNEM
KOpPOBbIX TeHOB MpeAcTaBuTener nopsaka Thermoplasmatales, reHOMbI
KOTOpPbIX AeNOHMPOBaHbl B 6a3ax AaHHbIX (773 obwwmx reHa). ANI mexay
BCEMW LUTaMMaMu 6binuy > 98%, AAl > 99%, CXOACTBO LUTAMMOB MO YacToTam
BCTpeYaeMoCTV TeTPaHyKNeoTUA0B U ANHYKIeoTnA0B > 99%, yposHn AHK-
AHK rmbpunamnzaumn > 90%. MNocnegoBaTelbHOCTY KOPOBbLIX FTEHOB LUTAMMOB
Acidiplasma 66111 NpakTNYeckn NAEHTUYHBI MeXay Cobol. Taknm obpa3om,
pe3ysibTaTbl MOKa3bIBAT, UYTO COrMMAaCHO MPUHATBIM TaKCOHOMUYECKUM
KpUTEpUAM BCe NCCIeJ0BaHHbIE LUTAaMMbl O/MKHbI ObITb OTHECeHbl K 04HOMY
BUAY, @ CUCTEMATMKA Poabl AOMKHA 6bITb MepecmMoTpeHa. CekBeHMpoBaHMe
nposogunocb OO0 «leHoTek» 1 OO0 «leHoaHanuUTMKax». MNccnegoBaHume
BbIMOJIHEHO NMpW noagepxke PODK B pamkax npoekta Ne 14-04-31210 mosi_a.
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AHANN3 MUKPOBVIOMA POTOBOI MOJIOCTU HA OCHOBAHUM
AAHHbIX 3K3O0MHOI0o CEKBEHUPOBAHWA

K.fO. LlykaHos
000 «leHomek», Mocksa
e-mail: tsukanoffkirill@gmail.com

B mocneaHwme rogbl BO3pOC/IO BHMaHVeE K CUMBNOTUYECKM MUKPOBHbBIM
coobLlecTBaM 4YenoBeyeckoro opraHuimMa. bosblue Bcero K3BeCcTHO O
MUKPO6VIOMax POTOBOM MOJIOCTU W MULLLEBAPUTENbHON CUCTEMbI, KOTOpbIe
B/IMSIOT Ha KatoYeBble ¢u3Monornyeckme npoleccel. BaxHas xapaktepu-
CTVKa MUKPOBLMIOMa — ero KONn4yecTBEeHHbIN 1 BUAOBOI cocTaB. Pe3ynbTaThl
CEKBEHMPOBAHUSA 3K30Ma B KNACCMYeckMX MOAXOAax  MCMOJb3YTCs
AN nomcka MyTaumin. OfHako ob6pasubl C/OHbI, M3 KOTOPbIX FOTOBATCH
o6ubnuotekn [HK, Takxke cojepXaT reHeTUYecKUin maTtepuan 6bakTepui,
KOTOPbI CcOoXpaHsieTcd B 6bubnnoTekax mnocie oboralleHnss 3K30MHOW
naHesbo. Mbl NPeAnoIoXUAN, YTO TaKMe NPoYTEHUSA codepXaT MHGOpPMaLIMIo
0 MUKPOBMOME MosIoCTK pTa. Mbl OCTaBUAW NPOYTEHUS, KOTOpble bwa He
KapTupyeT Ha pedepeHCHbI reHoOM 4enoBeka, C¢ nomowbio DIAMOND
onpeaenuin X TaKCOHOMUYECKUIA COCTaB N UCNoab3oBaam naket MEGAN
AN GYHKUMOHANBHOIO W KONMYECTBEHHOIO aHanv3a Mukpobuoma. Mel
npoaHann3npoBann 9 co6CTBEHHbIX 0OPasLOB U3 CIHOHbI U 2 KOHTPOJIbHbIX
MeTareHOMHbIX obpa3ua 13 npoekta Human Microbiome Project. O6pa3ubl
noKasanu XapakTepHyl KapTuHy MWKPObGMOMa pPOTOBOW  MOJOCTU.
Pe3synbTaThl COBMAAAOT A1 3K30MHbIX 1 KOHTPOJIbHbIX 06pa3LoB. HecMoTps
Ha TO, UTO NoCNesHVe cofepxaT B cpegHem B 20 pas 6onblue bakTepranbHbIX
NPOYTEHWIA, NPU YMEHbLUEHUN KONMYeCcTBa PUAOB BblbOpKa OpPraH1M3MoB
0CTaeTca penpeseHTaTUBHON. HekoTopble HaxXOAKN NpeACTaBAAT 0COObIN
NHTepec: OTAe/bHble 06paslbl cofepXaT reprnecBupycel UM bakTepuu,
CBA3aHHble C 3aboneBaHWsAMKU Mnonoctn prta. KonmyectBo npouTeHW
b6akTepuansHo HK B pe3ynbTaTax CeKBeHVMPOBAaHUS 3K30Ma MeHbLue,
YeM B WCCNEAO0BaHUSAX MUKPOBMOMA, M pasnnyaeTcs Mexay obpasuamu,
4YTO Hak/laAblBaeT OrpaHuYeHuUs Ha rnybrHy TakCOHOMUYECKOro aHanmsa.
HecmoTps Ha 37O, noAxoj MO3BONSET O6HapyXmBaTb OTKIOHEHWUS OT
HOPMasbHOro MUKPOBMOMa POTOBOM MOAOCTU.
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DRAFT GENOME SEQUENCE OF METHYLOPHAGA SP. BUR1

O.V. Vasilenko, N.V. Doronina,

S.V. Tarlachkov, M.N. Shmareva, Y.A. Trotsenko
G.K. Skryabin Institute of Biochemistry

and Physiology of Microorganisms, Pushchino
e-mail: shmarevam@gmail.com

Here, we report a draft genome and annotation of non-methane utilyzing
methylotroph, Methylophaga sp. Bur1, isolated from alcaline lake. Methylophaga
sp. Bur1 is a moderately halophilic methylotroph with RMP pathway of C1
assimilation. The genome was sequenced using the semiconductor genome
analyzer lon Torrent PGM with 400-bp sequencing kit and 318v2 chip. The
total 778671 raw reads were assembled de novo into 2847715 contigs using
Newbler 3.0 (454 Live Sciences Coroorstion, USA). The draft genome contained
2,847,715 bp and had a G+C content of 42,37%. The open reading frames as
well rRNA sequences were predicted and annotated by Prokka v.1.11 with
plugin Barrnap (v.0.5 by Torsren Seemann) for prediction rRNA genes. A total
of 2,793 protein-encoding genes were predicted. There were 3 rRNAs, 39
tRNAs. Genes of RMP pathway and biosynthesis of osmoprotector ectoine
were detected. This work was financially supported by the Russian Science
Foundation grant no.14-14-01045.
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PUNYM ACETOTHERMIA B TEPMAJIbHBIX NCTOYHUKAX
BANKAJIbCKOU PUPTOBOIW 30HbI

A.A. PaoHazypyesa, C.B. 3atiyesa
VIHcmumym obuwjeli u akcnepumeHmansHol 6uonozuu CO PAH, YaaH-Y03
e-mail: aryuna_rg@mail.ru

dunym Acetothermia nepBoHa4danbHO 6Obl1 MpPealoXeH B KadyecTBe
“Kananpata B ¢unotunel OP1". TepModuibHbIE XeMOANTOABTOTPOPHbLIE
MUKPOOPraHn3mbl 3Toro ¢uayma Mo MpPOrHo3am SBAAKTCA OAHOM 13
Hanbonee paHHMX 3BOJIOLMOHHLIX BeTBel gomMeHa Bacteria. YHWKanbHOM
OCOBEHHOCTBKO  TepMasjbHbIX WCTOYHMKOB BP3  dABnsetca  BbiCOKOe
obunne npeactaBuTeneln Acetothermia B MUKPOGHBLIX coobLliecTBax. Tak,
B [JOHHbIX 0OCajKkax WCTOYHMKA Anna okono 57% Bcex orpegesieHHbIX
nocnefoBaTeNbHOCTEN COCTaBASAIN MNpeacTaBuTenn 3Toro ¢una. B muk-
POBHbIX MaTax 3TOr0 UCTOYHMKA KOAMYECTBO MociefoBaTenbHocTeln ¢duna
Acetothermia He npeBblwano 1,5%, a B Boge cojep>xaHue onpeneneHHbIX
Bapbuposano ot 0,9 o 4,7%. B Boae MaprnHCKOro NCToUHMKa 3T bakTepumn
OTCYTCTBOBaAW, @ B 0OCAafKax MPUCYTCTBOBAa/M B OYeHb HE3HAUUTeNbHbIX
konnyectBax (0,6% oT obuwero u4ucna nocnefoBaTenbHOCTeR). B
MOBEPXHOCTHbLIX  CNOAX OCAaAKOB TFUMAPOTEPMbl  YMXell  KOJMYecTBO
rnocnefoBaTeNlbHOCTEN, CBA3aHHbIX C Acetothermia coctaBnsano 5,4-6,6%
OT o0buiero ymcna. VsyyeHo pacnpocTpaHeHUe 6akTepuii, OTHOCALLMXCS
K dunymy Acetothermia, B 3aBUCMMOCTW OT YC/NOBUA Cpeabl 0BUTaHUA.
MNMokaszaHo, YTo TemnepaTtypa 1 pH He okasbiBaNW 3HAUUTENBLHOIO BNAHMA
Ha NPUCYTCTBME 3TUX BakTepuii B Mpobax NcTouHnkKoB. OnpegeneHbl YeTke
3aBUCMMOCTU pacnpocTpaHeHns Acetothermia B 3aBUCMMOCTU OT MUKPO- U
MaKpPOKOMMOHEHTHOro cocTaBa BOAbl MCTOYHMKOB. CojepxaHue B Boje
WCTOYHWKOB HATpWUS, Kaams W KanbUMs OTpULLATENIbHO KOPPennpoBano
C 4YncnoM nocnegoBatenbHocTelr éunyma Acetothermia. NonoxuTtenbHas
3aBNCMMOCTb BbICOKOIO CPaBHUTENbHOro obunus Acetothermia oTmedeHa
ANA TakKUX MUKPO3EMEHTOB KakK UMHK, MeAb, Hukenb, docbop u ap.
Pabota nogaepxaHa rpaHtamy POOU 16-34-00254, 15-04-01275, MOH
Ne1990. Yuactme B KOHdpepeHLUMM nopfepxaHo MOCKOBCKMM KAacTepom
MeANLMHCKUX TEXHONOTUI «HOXHbBIM»,
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«3EPKAJIbHBIE PUAbl» B AAHHbBIX HI-C

AA. lanuysiHa, A.A. Faspunos, E.E. Xpameesa

Mockoeckuli 2ocydapcmeeHHsil yHugepcumem um. M.B. JlomoHocoeaq,
pakynemem 6uouH CeHepuu U buouHpopmamuku, Mockea

ViHcmumym 6uono2uu 2eHa PAH, Mockea

VHcmumym npo6sem nepedayu uHpopmayuu um. A.A. Xapkesuya PAH, Mockea
e-mail: agalitzina@gmail.com

MoapobHOEe M3yyeHre NMPOCTPaHCTBEHHOW CTPYKTYpPbl XpOMaTWHa CTano
BO3MOXHbIM 6n1arogaps pasBUTUO MeToA0B dukcaumm KoHdopmaunm
XPOMOCOM. OfHMM U3 CaMbIX MOMNYASAPHbIX U aKTUBHO WCMOb3yeMblX
ABASIETCA BbICOKOMNPOM3BOAUTENbHBIN MeTog Hi-C, B OCHOBe KOTOPOro
NIeXXNT MNapHOKOHLEeBOe cekBeHMpoBaHuve. [lo cux nop cyulecTsyer
HEeOAHO3HAYHOCTb WMHTepnpeTauuy 4acTu pesynbTaTtos, Hamnpumep, nap
PUAOB, KapTUPYHLLNXCA Ha OAWH W TOT Xe PecTpUKTHbIA dparmeHT npu
BblPaBHVBAHUW Ha reHOM. B HeKOTOpbIX paboTax peKkomMeHAyeTCs yAanaTb 13
paccMoTpeHUs Takre napbl 1 YTBEPXKAAETCH, UTO UX NCTOYHUKOM ABAAKOTCA
TeXHUYeckme owmnbkmn skcnepmmenTa Hi-C. B gpyrux paboTtax Takue ciydaum
cneumanbHO aHaNM3MPYTCA, npeanosaraeTcd UX MPOVCXOXAeHMe npwu
B3aMMOZENCTBMN TFOMOJIOTUYHBLIX XPOMOCOM. Lenbto paHHON paboTbl
ABNSETCA M3yYeHVe map PUAOB, KapPTUPYIOLMXCA Ha OAVH PeCcTPUKTHbIN
dparmeHT B O4HOM HanpaefieHUW Mo pe3ynbTaTam cekBeHmpoBaHus Hi-C.
[Ana HNX BBOANTCA TePMUH “3epKasibHble puabl”. BelABUratoTCa 1 TECTUPYHOTCA
rMroTesbl MPOUCXOXAEHUS 3epKabHbIX PUAOB: AYNAMKaUMU B TFeHOMe,
HeZaBHO MpoLuejLlas BUAKa penavkaunm, Koresmsa ceCTpUHCKNX XpoMaTug,
B3aMMOJEeNCTBME T[OMOJIOTMYHBIX XPOMOCOM. B KayecTBe UWCXOAHbIX
JAHHbIX NCMO/b30BaHbl MOJIyYeHHble paHee pesy/nbTaTbl CEKBEHNPOBaHWSA
Hi-C n pecekBeHMpOBaHUS 4eTblpex AuHWA D. melanogaster, a Takxe
oTKpbITble AaHHble Hi-C, ChIP-Seq pa3nnuyHbix 6e/KOB XpoMaTWHa ANs
onybnKOBaHHbIX paHee 3KCMeprMeHTOB. B paboTe co3gaH nakeT Ha Python
AN yAOOHOro M3BAeYeHus, aHanmsa 1 BU3yanmsauunm 3epKasabHbIX PUAOB
M3 JaHHbIX cekBeHupoBaHusa Hi-C, HanaxeHa cuctema ans GopMnpoOBaHUS
M COMOCTaBNEeHNS FreHOMHBbIX pa3MeTokK. Icnosib30BaH aHanns Koppenaumnm
pa3sMeToKk C rMomMowbk  nporpammbel  StereoGene. B pesynbtaTte
MPOTeCTVUPOBaHbI PA3/INYHbIE TUMOTE3bl MPONCXOXAEHWSA 3epKaJibHbIX PULOB
B pe3ysibTaTe akcnepumMeHTa Hi-C, mokasaHbl X BO3MOXHOe 6ronormnyeckoe
3HaueHwme.
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AHANN3 3KCNPECCAU NMPOTEHETOPHbIX MAPKEPOB
B GLAST-MOJTIOXWMTE/TIbHbIX KNETKAX PA3/INYHbLIX PETMOHOB
MO3rA KPbIC MOCTHATAJIbHOIO NEPUOAA

E.O. Tpemeoskos, V.H. JomuHosa, O.[1. TyquHa, H.H. LywapuHa, B.A. Kacsimos
banmudickuli pedepansHsili yHUBepcumem um. immaHyuna KaHma, KanuHuHepad
e-mail: Evgenii.o.tretiakov@gmail.com

Ha cerogHsaWHWA feHb He pelweHa npobnemMa OAHO3HAYHOM
NAEHTUGUKALMN MPOreHeTopHbIX KneTok mo3sra 2. Hamu 6bin npoBeséH
TPaHCKPUATOMHbIN aHanus GLAST+ kneTok Tpéx perroHoB Mo3ra (Kopbl,
rMNnokamna, cTBona) kpbic 3-x, 6-tn, 11-t1 1 20-T AHeRn, COPTUPOBAHHbIX
MeTOZOM WMMYHOMAarHWTHOM cenapaumy C LUenbl  1cciefoBaHus
actpornun Bl OgHako B pe3y/nbTaTe aHanmM3a KO3KCMpeccuu HaMum 6blio
MOKa3aHo, YToAaHHaATPYMMNakNeTOKKPbICPaHHEronocTHaTaIlbHOroBO3pacTa
coyeTaeT TPAHCKPWUMTLI, XapakTepHble ANA KNeTOK MpesLlecTBEHHVKOB
C m3BecTHboIMU Ang GLAST+ 3penbix actpoumtoB . Takum o6pa3om, Mebl
naaHvpyem BblAeNNTb Cy6rnonynaumm npekypcopoB MeTOAO0M KNeTOYHOro
COPTWMHIra C KUCnonb3oBaHMeM Mapkepa A2B5 M, a Takke BOCNPOM3BECTU
nepBOHaYasbHYO MeToAUKY BblgeneHus GLAST+ kieTok, € JajibHerwmnm
BbISIBleHVEM YPOBHE 3KCIpeccuy rpynn reHOB, XapaKTepusyrLmx
cybnonynauum pasnnyHbIX NPOreHeTopHbIX Knetok, MetoZom gRT-PCR. Ha
OCHOBaHMKM Yero nNyTém 6MOHPOPMaTNUECKOro aHanm3a COOTHeCTU JaHHble
cepuii gRT-PCR 1 TpaHCKPUNTOMHOIO aHann3a, passenns BbIXOAHble AaHHbIe
0 Cy6nonynaumax pasnnyHbIX KIeToK. Yyactie B KOHPepeHLn noasepxxaHo
KOMMNaHueln «FeHoTek».

1. Casarosa S., Bozzi Y., Conti L. Neural stem cells: ready for therapeutic applications? //Molecular
and cellular therapies. - 2014. - V. 2. = Ne. 1. = P. 1.

2. Mamber C. et al. Shades of gray: The delineation of marker expression within the adult rodent
subventricular zone //Progress in neurobiology. - 2013. - V. 111. -1-16 p.

3. Jungblut M. et al. Isolation and characterization of living primary astroglial cells using the new
GLAST- specific monoclonal antibody ACSA - 1 //Glia. - 2012. - V. 60. - Ne. 6. - 894-907 p.

4.  Dietrich J., Noble M., Mayer - Proschel M. Characterization of A2B5+ glial precursor cells from

cryopreserved human fetal brain progenitor cells //Glia. - 2002. - V. 40. - Ne. 1. - 65-77 p
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OLEHKA BOBTEMEHHOCTWU TPAHCKPUMLWOHHOIO ®AKTOPA YJJM
B PEFYNAUNIO CAXAPHOIO METABOJIN3MA KULLEYHOW NMANTOYKN
C nOMOLWbO AHANTN3A TPAHCKPUITTOMOB

AN, FaeapuHckas™, N.A. Cysoposad?, Y.C. Llisbipesa’, B.B. [aHokoe?,

®.A. KoHOpawoe®, O.H. O301uHb’, M.H. TymykuHa'>

"MIHcmumym 6uogusuku knemku PAH, MywuHo

2[MywuHckuli 20CydapcmeeHHsIl ecmecmeeHHO-HAYYHbIU uHCmumym, [TyujuHo
3MIHcmumym npobaem nepedavu uHpopmayuu um. A.A. Xapkesuda PAH, Mockea
‘UHCMumym mamemamudeckux npobsaem 6uonozuu PAH, lywuHo

3lleHmp 2eHomHoU pezyasyuu - CRG, bapcenoHa, icnaHus

e-mail: DeanaW@yandex.ru

MeTab0o/In3M reKCypOHOBbIX KUCNOT UTPaeT BaXKHYH POJib B MOABVKHOCTY
6aKTEPUIN N VX CMOCOBHOCTU KOIOHN3MPOBATL IMUTENN XO3A1HA. IKCMpeccns
reHoB, KOAMPYHOLWMX depMeHTbl MeTabon3Ma rekCypoHaToB, HaXOANTCA MO,
KoHTponem cAMP-CRP n nokanbHbIX $akTopoB TpaHCKpUNLMN CeMericTBa
GntR. Ha ocHoBe cTpykTypHOM romonorun YjjM (LgoR) 6611 npeAckasaH Kak
akTmaTtop L-ranaktoHaT-okcugopeaykrtasbl YjjN (LgoD). UenbroviccnesosaHus
6b11 NOVCK BCEX MOTEHLMaNbHbIX MULLeHel Ana YjjM cpean reHOB CaxapHoro
MeTabonn3aMa C MOMOLLBI CPaBHUTENbLHOrO aHanmsa TPaHCKPUNMTOMOB
wTtamma E. coli K12 MG1655 n ero geneumoHHOro mMyTaHTa no reHy yjiM.
Knetkn pactnnn Ha cpege M9 ¢ 5% LB 1 0,2% rntokosbl nav riaoKypoHaTa 40
0D650=0,6, Bbigensanu PHK n rotosunm 6ubnnotekn KAHK. CekseHpoBaHue
nposoAvnn Ha nnatopme lllumina HiSeq2000 (gnnHa puga 50 nt). aHHble
6b111 MPOaHaNN3nPOBaHbI C MOMOLLLIO NporpaMm Trimmomatic, Bowtie nnu
Tophat n pa3paboTaHHbLIX HaMW NpunoxeHwnn Matcher. Bo Bcex cnydasx
Ha reHoM 6b110 KapTupoBaHo 6onee 88% puaos (17-22 MaH). MuLeHsMY
YjjM npepackasyemMo OKasanuCb reHbl Yjj- M UXU-OMEPOHOB, a TakXe reH
FOKYPOHMAA3bl UidA. OHM BblIN CyLLIEeCTBEHHO akTUBMPOBAaHbI B MyTaHTe,
4YTO FOBOPUT O PEnpPecCcopHO, a He akTMBATOPHOM ¢yHKUMK YjjM. bonbLue
reHOB CaXxapHOro metabonn3mMa cpean MuLLEeHen He okasanock. 3aTO B ero
OTCYTCTBME BbINN CUIbHO MHTMOMPOBaHbI reHbl PepMeHTOB 1 PerynsiTopos
asoTHoro metabonusma (hep, her, narGHJ, nirBCD). Ponb YjjM Kak penpeccopa
reHoB yjjK n yjjL n aktuBaTopa narG 6blna NOAHOCTbIO NoATBepPXAeHa qRT-
PCR. Takmm obpasom, 6enok YjjM, no-snariMomy, aBAseTcs 61MMoAanbHbIM
perynsTopoM, CMOCOOHbLIM JI0KaJIbHO KOHTPOAMPOBATb 3KCMPEeccuto reHoB
MeTabonn3Ma ranaktoHaTa W [/IIOKYypOHaTa, a TakXke ApYyrux CucTem,
CBA3aHHbIX C CaXapHbIM MeTaboM3MOM INLLL KOCBEHHO. PaboTa nogaepkaHa
rpaHTamuy PO®OU 15-04-08716 n15-07-05783.
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NOUCK MEXXBUAOBbBIX PA3/INYMNIA B CTPOEHUN
XNTOPOMNACTHBIX TEHOMOB Y NAMOPOTHUKOB POAA ADIANTUM

M.C. beneHukuH, A.A. KpuHUYbIHQ,

M.4. Jlocauesa, C.B. Kynyos, A.C. CnepaHckas

Mockoeckuli 2ocydapcmeeHHslli yHugepcumem um. M.B. JlomoHocosea, Mockea
e-mail: genetics.npcmpd@gmail.com

AfanTrBHasa 3BOMOLMS ABASETCA OAHOM U3 MpUYnH AnBepcndrkalnm
B61M3KOPOACTBEHHbLIX BUAOB. Llenbto gaHHOW paboTbl 6bI1O MpoBejeHUe
CPaBHUTENBLHOMO aHaaMsa X/J0pPOnAacTHOro reHoMa JABYX BWAOB pPoOAa
Adiantum: A. hispidulum wn A. capillus-veneris 1 NONCK CTPYKTYPHbIX
0COBEeHHOCTeN, OTpaxaroLlyx CMOCOBHOCTb pacTeHU K MpomM3pacTaHuio
B LIMPOKOM apeane obuTaHua. A. hispidulum - naHTponuMyeckui,
naneoTponUYecTKNi BUA, NMPon3pacTaHe KOTOPOro MpUypoYeHo K CyXmUM
MecTam, Bbilwe 1800 M. 0bHapyxeH He 6bin. A. capillus-veneris BO3HUK 13
MaHTPOMNUYeCcKNX MPeAKOBbIX BUAOB M PACMpPOCTPAHUICA MOYTM MO BCEMY
Mupy. BcTpeuaeTcs Ha pas3nnuyHbiX BbicoTax (4o 3000 M), 3Ha4MTeNbHO
bonee TepnMM K 3KONOTMYECKMM YCI0BUAM Mpoun3pactaHus. Mbel mposenu
CeKBeHVpOBaHMe 1 Ae-HOBO COOPKY X/I0POMAacTHOro reHoma A. hispidulum
(151,3TbIC. N.H.) M CPaBHWUAK C paHee ONy6AMKOBAaHHOW MOC/1e40BaTeIbHOCTbHO
A. capillus-veneris. Bblno YyCTaHOBNEHO, YTO FeHOMbI 060MX BUAOB VIMET
CXOXYH CTPYKTYPY, OAMHAKOBOE KOJINYeCTBO 1 PacrosioXKeHne reHoB. bbinuv
HalrigeHbl Hebonblwme (~300 M.H.0.) MHCepuwun, 6onbLIas 4YacTb KOTOPbIX
HaXOANTCA BMOCNeA0BaTENbHOCTAX MeXreHHbIX crnencepoB. KNoTeHUManbHO
Gn3noNornYeckn 3HaUMMbIM MOXHO OTHECTV MHCEePLMIO B UHTPOHe | reHa
ycf3 (koanpyeT dpakTop cbopkm dpoTocucTeMsl ), 0OBHApPY>KEHHYO B reHoMe
A. hispidulum. Hannuyne nameHeHn B MHTPOHe reHa ycf3 MoXeT NpuBOAUTb
K HapyweHuto cnnaicnmHra mMPHK 3Toro reHa npu HebnaronpusaTHbIX
YCNOBUAX OBUTAHWSA, UTO MOXET OTPaxXaTbCsl Ha CNOCOBHOCTAX A. hispidulum
K Mpou3pacTaHUO B YCI0BUSAX BblICOKOropuii. PaboTa BbIMoMHeHa npw
noazepxke PO®I Ne14-04-01852a n PH® Ne14-50-00029.
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NOUCK AGANTUBHbIX U3SMEHEHMIA XJTOPONJIACTHbIX TEHOMOB
HEKOTOPBIX BUAOB POAA ALLIUM, OBYCNAB/INBAOLLNX
YCTONYMBOCTb K OBUTAHNIO B YC/1OBUNAX BbICOKOTOPUN

M.C. beneHukuH, A.A. KhuHUYbIHQ,

M.4. Jlocauesa, C.B. Kynyos, A.C. CnepaHckas

Mockoeckuli 2ocydapcmeeHHslli yHugepcumem um. M.B. JlomoHocosa, Mockea
e-mail: genetics.npcmpd@gmail.com

Pog Allium L. ABNsSieTCS OAHUM W3 KPYMHENLLMX pPOAOB MUPOBOWM $Gopbl.
MHorme BUAbl 3TOrO poZa BBeAeHbl B KyNbTYpPY: UX UCMONb3YHOT B MULLY U
B EeKOpPaTUBHbLIX LieNsX. B ecTecTBeHHbIX YCNIOBUAX MpeACTaBUTENMN poja
npouspactatoT B CeBepHOM NOyLLIAPUN, HEKOTOPbIE 13 HUAX UMEHOT A0BO/IbHO
LINPOKME apeanbl 06UTaHNS, TOTAA Kak Apyrne npuypoYeHbl K KOHKPETHbIM
3KOJIOTUYECKUM HULIAM. Y BUAOB, ajanTUPOBAaBLUMXCA K MpPOM3pacTaHuio
B PasINYHbIX YCI0BUSAX, MOFYT BO3HMKATb Hac/iedyeMble WN3MeHeHUs
B reHeTM4eckoM MaTepuvane, B TOM 4ucae ajanTauMOHHO 3HauyMMble
nepecTporiknBX0ponacTHOMreHoMe, HanbonbLlUnn nHTepecnpeAcTaBnsieT
M3yYyeHre BUAOB, MPUCMOCOBNBLLNXCA B MPOLLECCe 3BOMOLNM K BbIXXUBAHNUIO
B HE6NaronpusATHbIX AN CeNbCKOXO3ANCTBEHHOM AeATeNbHOCTU YCI0BUSIX,
HanpuMep, B YCI0BUSIX BbICOKOTOPUM, 0OCOBEHHOCTAMU KOTOPLIX SBASKOTCS
MoBbILLIEHHAsA A03MpoBKa Y® m3nyveHUsi, HeJOCTaTOUHOE YBAXHEHMe U
peskne rnepenagbl CyTOYHbIX TeMnepaTyp. B fgaHHOI paboTe nmpoBeseHO
BblgeneHme xnAHK, BbICOKONpon3BOANTENbHOE CEKBEHMPOBaHME 1 de Novo
cbopka naTv BuAoB poga Allium: A. elatum Regel., A. obliquum L., A. paradoxum
(M.Bieb.)G.Don.,A.victorialis L., A. fistulosum Auct.non L. (Syn. A. microbulbum
Prokh., A. altaicum Pallas). CpaBHUTeNbHbI aHaNn3 nocnefoBaTebHOCTEN
XJIOPOMACTHBIX FTEHOMOB MO3BOJINA YCTAaHOBUTL Pasnnunsg, oTpaxatoliune
dunoreHNto 3TUX BUAOB. Takxke 6bINU HaAeHbl CTPYKTYPHbIE 0COBEHHOCTH,
NpeAnoNoXUTENIbHO CBA3aHHbIE C 3BOJIKOLMOHHON ajanTaumein BUAOB K
PasIMYHbIM YCIOBUSAM NMpon3pacTaHnst. PaboTa BbiNoHEHa NpY MOALEPXKKe
PO®I Ne14-04-01852a 1 PH® Ne14-50-00029.
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CEKBEHNPOBAHWE DE NOVO XNOPONMJ/IACTHbIX TEHOMOB
NAMOPOTHUKOB POAA DRYOPTERIS

M.C. beneHukuH, A.A. KpuHUYbIHQ,

M.4. Jlocauesa, C.B. Kynyos, A.C. CnepaHckas

Mockoeckuli 2ocydapcmeeHHslli yHugepcumem um. M.B. JlomoHocosea, Mockea
e-mail: genetics.npcmpd@gmail.com

Pog Dryopteris Bkntoyaer okosio 400 BWMAOB, KOTOPble LUMPOKO
pacnpocTpaHeHbl No BCEMY MUPY. B CBA3M C xopoLUeil N3y4eHHOCTbIO, 3TO
poA MOXHO MCMOJIb30BaTb B KayecTBe BO3MOXHOW MOAENU ANA U3yYeHUs
MHOTMMX acrnekToB 3BOMOUMM 1 BMONOrMM ManoOpPOTHUMKOB B LesoM. B
HacTosilee BpeMs B QUIOreHeTUYeCKMX WUCCNefO0BaHUAX OYeHb LUMPOKO
WNCMONb3YIT AaHHbIE O CTPOEHUU HYKNEOTUAHbIX NocieoBaTenbHOCTEN, B
TOM YMCJIEe U XJTOPOMJIACTHBIX (XM) reHOMOB. B CBA3M € pa3BUTrEM TEXHONIOM N
BbICOKOMPOW3BOAUTENIBHOTO CEKBEHMPOBaHUS BCe 4alle A8 aHaamsa
NCMONb3YIOT NPOTSXEHHbIe YHaCTKV U JaXe MoAHble Noc/iejoBaTeNbHOCTA
Xn-reHoMoB. OAHaKo, HECMOTPS Ha TO, UTo bonee yem ansa 200 BMAOB poja
Dryopteris B OTKPbITOM J0OCTYMNe UMeTCA AaHHbIE O CTPOEHWM 1-5 MapKepHbIX
nocnefoBaTeNbHOCTEN, MHGOPMALMK O MOJIHLIX MOCAef0BaTeNbHOCTAX
XM-reHOMOB HeT. Llenbto AaHHOV paboThl ABASNOCH CeKBeHMpoBaHue, de
Nnovo c6opKa W CPaBHUTE/bHbLIA aHanmM3 XM-reHoMOB Tpex BWAOB pPoJa
Dryopteris (D. villarii (Bell) Woynar ex Schinz & Thell., D. filix-mas (L.) Schott
n D. blanfordii (C. Hope) C. Christensen). B pe3ynbTaTe 6blJ10 NOKa3aHo, YTo
pa3Mep XM-reHOMOB YKa3aHHbIX BUAOB CXOX W cocTaBaseT okono 150 Teic.
n.H. Mpn cpaBHEHUN 6bIIO BbIIBAEHO HaAnyMe VHCEPUUN MPUMEPHO B
200 n.H. B xm-reHome D. filix-mas, KoTopas OTCYTCTBYET B XM-reHoMax
APYrX U3y4YeHHbIX BWAOB. Kpome TOro, Mo aHanusy 7 MapKepHbIX
nocnefoBaTeNIbHOCTEN 6bIIO0 YTOYHEHO CUCTEMATUYECKOE MONOXeHme
D. blanfordii, koTopoe 0 HaCTOsALLEero BpeMeHu 0CcTaBanocb HesCHbIM. PaboTa
BbIMoJIHeHa nNpu noggepxke POOU Ne14-04-01852a v PH® Ne14-50-00029.
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AHATN3 NONNHONFEHOMHbIX SRA-AAHHbIX MPOEKTOB
NGS A1 PELUEHUA KPUMUWHATMCTUYECKOW 3A4AUN
AN DEPEHUMALNN UKNX KABAHOB U AJOMALLHUX CBUHEW
HA OCHOBE YHUKAJIbHbIX SNP

B.H. Kunens, C.A. Komosa

Iy “HIL locydapcmeeHHO20 Komumema CyoebHbix

akcnepmus3 Pecnybauku benapyce”, HUJ1 MBW, MuHck, Pecnybauka besnapyce
e-mail: slavakipen@rambler.ru

B akcnepTHoM npakTuke 'Y «HIML, F'ocygapcTBeHHOro KOMUTETa CyAebHbIX
akcnepTn3 Pecnybnuku Benapycb» (r. MuHck, Pecnybnuka Benapycb) 3a
nepvog 2015-2016 rr. 6610 UccnefoBaHo 6onee 40 cnyyaeB He3aKOHHOW
[06bIUN Ankoro kabaHa (Sus scrofa). Ha faHHbLIA MOMEHT B 3KCMepPTHOM
npakTuke 3agada no gnddepeHuymaumm UKoro kabaHa oT AOMaLUHeN CBUHbY
MOXeT ObITb pelleHa AByMs crnocobamu: 1) aHanu3 OAHOHYKNEOTUAHOrO
nonnMmopdumsma (SNP) B 6Henok-kogmpyroLmx reHax, nonumopeusm B
KOTOPbIX HanpsiMyto CBA3aH € GeHOTUMNOM XMBOTHbLIX — MC1R (Fajardo V.,
2007 r.), NR6AT (Fontanesi L., 2014 r.); 2) COBOKYMHbIA aHann3 60AbLIOIO
KonndectBa BugocneundumyHbix STR-nokycoB (Conyers C., 2012 r.).
3agaveil AaHHOroO UCCAeA0BaHUA ABAANACA MOUCK BUAocneunduuUHbix SNP
ANst AUKOro KabaHa (Sus scrofa) OTHOCUTENbHO AOMALUHUX CBUHEN (Sus scro-
fa domesticus) SRA-gaHHbBIX MO MOJIHOrEHOMHOMY cekBeHMpoBaHUo (NGS),
pa3MeLLeHHbIX B OTKPbITOM A0CTyre Ha o6nayHom cepeuce DNAnexus (http://
sra.dnanexus.com/). NNonCcKOBOY OCHOBOW CYXWAWN paHee onybNKOBaHHbIEe
pe3ynbTaThl MccnegoBaHnsa Ramos A. (2011 r.), noslydeHHble C MCNob30BaHNEM
SNP-unna «PorcineSNP60» (lllumina). AHanu3 6bi/1 BbIMOAHEH C MOMOLLbO
anroputma SRA Nucleotide BLAST 1 nporpammel BioEdit v.7.2.5. Konnyectso
BK/IKOYEHHbIX B aHann3 SNP - 193; 4uncio NOSIHOreHOMHbIX MPOYTEHUI A1s
AVKOro kabaHa - 12, gomalwHMX nopo cBuHen - 33, B pe3synbTate, 13 193
SNP 6b110 06Hapy>xeHo 19 BugocneundryHbIX, T.e. BCTPEYUAOLWMXCSA TONbKO
Ccpeav npeacTaBuUTenel ANKoro kabaHa, annenei (Mo gaHHeIM Ramos A. - 28).
Takmm 06pa3oMm, 13 N3HaYanbHO NpeanoxeHHbIXx Ramos A. (2011 r.) 193 SNP
9,8% M3 HUX CNOCOBHLI AnddepeHLMPOBaTbL ANKOro kabaHa OT KPYMHOM
6enol CBMHbLWY, a Takxke OT TakMX MOPOZA AOMAaLLHen CBUHbW, KakK AOPOK,
nbeTpeH K naHjpac. Yyactme B KOHbepeHUMM MNoAAep>KaHO KoMMaHwuer
«EBporeH».
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METOAbI «PAAVON30TOMNHOW BUONHPOPMATUKN»
AnAa MYNbTUCNEKTPAZIbBHOIO CEKBEHUPOBAHA HA
AKTNBHOM YUMNE

C.K. Mankpamos, O.B. pados

VIHcmumym 3Hepzemudyeckux npobaem xumu4eckou
¢uzuku um. B.J1. Tanbpo3se PAH, Mockea

e-mail: camacsociety@gmail.com

M3BectHble ¢ 80-x  roAoB  MOAXOAbl  MYNbTUCNEKTPANbLHOro
MYNbTUMNEKCHOrO  CeKBEHWPOBaHMA npegnofiaraloT  BO3MOXHOCTb
WNCMONb30BaHNS He TONbKO (IyOpecLeHTHbIX MeTOK C  OTAUYHbBIMU
CreKTpanbHbIMU XapakTepucTKaMu, HO U pagnomn3oTOMHbIX MEeTOK KOTopble
MOIyT ObiTb 3adUKCMPOBaHbl CUMHTUANSALMOHHBIM CYETYMKOM \ KOOPp-
AVHATHBLIM JeTekTopoM 4actuu. Kak 1 B mMeTogax MyAbTUMIEKCHOM
MYNbTUCNEKTPaNbHON MMMYHOTVCTOXVMWK, 33aZadvya B 3TOM Ciayyae He
CBOAMUTCHA TONBKO K KAPTUPOBAHWIO, HO TpebyeT KONMYECTBEHHOIO peLLeHus,
UTO MOXET OblTb MPUYUHOWN 3aTpyaHeHUI 1 apTedakToB: Hanpumep, B
c/lyyae, KOrga WCronb3yeTcsd Heckonbko MeTOK NMbo npenapaTt MeTkw,
B CWUAYy BpeMeHU Annbo HeycTpaHWMbIX Mpob/ieM C OUYNCTKOW, VMeeT
pA4 «nepexofHblXx» COCTOSHUIA C APYrMMKW BpemeHamu noJsypacnaja u
CNeKTpoM un3nyyeHus. CpaBHeHME MeETOA0B M30TOMHOIO U HEU3OTOMHOro
MeUeHUs HYKJIeMHOBbIX KUCIOT yKasbiBaeT Ha TO, YTO CTaTUCTUYecKast
Xapaktepmsauusa M3MepeHuii Ha  AaHHbIX  KapAMHANbHO  OTANYHBIX
MpUHLUMMAAX OTANYHA MO KPUTEPUSIM OLeHKU. [lo3TOMy HyXHa HOBas
pedepeHcHas maTemaTuyeckas MofeNb U HoBasg 6uomHbopmaTuka Ans
OMNMCaHUS AAHHOro TUMa MYAbTUCMEKTPaAbHOro CekBeHVpoBaHus. [lpu
paboTe creTeporeHHbIMM 06pasLaMy Haf0 YUUTbIBATb, UTO pacnpeeneHue
COBCTBEHHbLIX M30TOMOB, CMOCO6HbLIX WHTepdepnpoBaTb C MeETKOW, B
MopdoreHese ABAAETCA MO3ULMOHHO-YYBCTBUTENbHLIM  (KaKk npumep
3TOr0 MOXHO MNPUBECTU Kaccuyeckme pesynbTaTbl MO pacnpefeneHuto
M30TOMHOM MEeTKN Ha HYK/IeHOBbIE KNC/I0Thl MO aHManbHO-BereTaTBHOMY
rpagneHTy B ambpuroreHese, 1M60 No buonornyeckomy GpakLMoHNPOBaAHNIO
M30TOMNOB yrnepoa B 6MOreoXmMMmnyeckmnx umknax). Mo gaHHon npuynHe
AN CO3[aHHbIX HaMW  3KCNepUMeHTanbHbIX 06pa3LoB  MO3NLMOHHO-
UYBCTBUTE/IbHbIX aKTUBHbIX YMMOB CO CUNHTUANALUMOHHBIMU AYerikamu
paspabaTtbiBaeTcsa  NpUHUUNMaNBLHO  HoBas  ¢opma  MnpeacTaB/ieHus
JAHHBIX ANS TeHOMUKW — MporpaMmmMmHbii mogynb ¢ GUI «PagmounsotonHas
b6ronHpopmatmka» («RadioScintGS»).
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noAaxoAbl LSFM (OPFQOS, SPIM, mSPIM, MuViSPIM) B AHAJTU3E
NPOGUIEA PACMIPEAENEHWNIA NMPU KANWNIAPHOM
CEKBEHNPOBAHW N BbICOKOIMNMPOMN3BOANTE/IbBHOM
PASAENEHUN TEXHUKAMW CGE / CZE

A.l. f6s0ko8

VIHcmumym xumuyeckol ¢usuku um. H. H. Ceménosa PAH, Mockea
VIHcmumym 3Hepz2emu4eckux npobaem xumuyeckou

¢usuku um. B.JI1. Tanbpo3se PAH, Mockea

e-mail: a.g.jablokow@gmail.com

B cuctemax Ana  BbICOKOMPOW3BOAUTENIBHOIO pa3feneHns un  Koau-
UeCTBEHHOM OUEHKN HYKNeMHOBbIX KUCA0T Tuna Fragment Analyzer un B
60/1bLUMHCTBE NPUBOPOB A5 cekBeHMPOoBaHUSa AHK MeTogamum KannansapHoro
anekTpodopesa Kanuansapbl AOCTYMHbl AN9 BU3yanbHOro HabnawogeHUs
BHYTPY 60Kca - npodunn GPOHTOB MOryT 6ObiTb BU3yann3MpPOBaHbI
BCTPOEHHBIMU  TEXHUYECKUMU  CPeACcTBaMW  UAW  LOMONHUTENbHBLIMA
KOHTPOJIbHO-U3MEpPUTENIbHBIMN CUCTEMAMU AATUNKOB(B3KCNEPUMEHTaIbHbIX
N NCCNeAoBaTeNbCKMX LesiX BCTPAMBAKOWMXCA B 6OKC WAN BHELUHWUIA
KOHTYp). MN3BecTHbl pa3nnyma B npodune ¢poHTa Npyv AaAMUHAPHOM U
3/IeKTPOOCMOTNYECKOM MOTOKe, YTO JenaeT BO3MOXHbLIM psj MeTOAOB
napameTpuyeckoi BeprdrkaLmMm NpoLecca B pexrme peanbHoro BpemMeHu,
MOMKMO CaMoOW LeneBOM aHanUTUKK. [penmyLLecTBOM KanuansgpHOro
anekTpodopesa B pasfeneHUnN HYKIEMHOBbLIX KUCIOT M COOTBETCTBYHOLLEM
CeKBEHVPOBaHUM ABAAETCA [AJIMHA MyTW  [eTeKTVPYeMOoro M3nydeHus,
coctaBnsatowaa scero N*10 mkm (06bI4HO A0 50 MKM). MNo3ToMy aBAsieTCs
BO3MOXHbIM MpPAMOe «in situ» HabnojeHe N KapTMpOoBaHME WCTOYHMKA
CMKBEHCA MUKpOCKONUYeckMMmn MeTojamu. Pabota ¢  MuKpockonuer
KanunnsapoB Hambonee ONTUManbHO peanmsyeTcss TexHUkor LSFM,
BK/IKOYAlOLLEN psaj OTBeTBAeHU, Takux kak OPFOS, SPIM, mSPIM, MuViSPIM,
OTINYAOLLMXCAreOMeTPUYECK MO PACMNON0XEHVNIOMKONNYECTBY OO beKTUBOB
1 BO3MOXHOCTM OTHOCUTE/IbHOrO BpalleHus obpasua - kanuanspa (unuv
Typenu MMKpooHHLEKTVUBOB BOKPYr Hero). Hanuume OTKPbITbIX MPOTOKONOB
TMna OpenSPIM n BCTpanBaemMoCTb KOHCTPYKUMU SPIM-NOA06HBLIX cnucTem
B CTaHAApTHble BOKChI, JAaéT BO3MOXHOCTb BOCMPOWM3BECTU pasjefieHne ¢
HeB6ONbLUMM KOANYECTBOM KanWISPHbIX KaHaloB MNpU WCMOJIb30BaHUM
COOTBETCTBYHOLLEro Konmyectea SPIM-rofioBok nnbo nepemeLleHnin O4HOM
SPIM-rosioBku B npocTpaHcTBe. [py 3TOM BO3MOXHO CKaHUPOBaHWe BAO/b
BCero Kanuangapa niv MetTozbl MOHUTOPWHIa OnpeeneHHOoro yyactka. Hamum
peanusyroTcsa AaHHaa TexXHr4Yeckass cxema 1 MeTOA.
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KOOPANHATHO-CKAHNPYHOLIAA BEKTOPOIPA®UA N
YrnoBAs CKAHUPYHOLLAA BEKTOPOITPA®UA KAK METOA4
CMEKTPO30HAJIbHOIO OLLEHMBAHUA B AEKOAVPYIOLLEA
rMePUANSALINN B PEXXUME PEA/IBHOIO BPEMEHU

®.K. Opexog’, O.B. padoé? B.-/x. JIuHb’

"MIHcmumym xumuyeckol ¢usuku um. H. H. CeméHosa PAH, Mockea
2MHCcmumym 3Hepz2emuyeckux npobsaem xumu4eckol

¢usuku um. B.J1. Tanspose PAH, Mockea

3Cit. Sci. Group on Nonst. LoC, Maryland, USA

e-mail: theorehov@gmail.com

B texHonorum Illumina BeadArray n eé skcnepuMeHTaslbHbIX NPOTOTUMaXx
NCMOMb3yeTCsd TexHMKa LUBEeTOBOro KOAMPOBaHUA MuKpochep (3 MKMm),
obnafaloLLMx agpecoM K3 23 ONUroHYK/IeoTUA0B U Mpobolt AnvHon B 50
O/IFOHYKNeoTNA0B (cywectByeT 1520 KOPPEKTHbIX UCMOJ/b3yeMblX afpecos,
272 KOPPEKTHbIX He NCNo/b3yeMblX agpecoB N 4769 HeKOPPEeKTHbIX apecoB).
x aekoaupyrolaa rmbpuamsanmsa Ao/mkKHa OCYLLECTBASTLCA B MO3ULMOHHO-
UYBCTBUTE/IBHOM peXxmme, Tak Kak CTOUT 3afada ornpegeneHns HaxoXaeHWs
LilenIeBbIX ONIMTOHYKIEe0TUAOB B 3a4aHHbIX KoopAnHaTtax ROI c yueTom necxogHoro
pacrnonoxeHus MMKpocdep Ha pacctogHNM 5.7 MkM. DayopecLieHLUMA MeTKN Ha
6yCcMHe Npu LIBETOBOM KOAMPOBAaHWM, OYEBWUAHO, CNEKTPO30HaAbHa. [1o3ToMy
ANA CTaTUCTYECKOro aHanv3a pacrnpefeneHnini paumMoHanbHO MPUMeHsTb
MHOrOKaHa/ibHble KOJIopUMeTpUYeckme MeTo/pbl, COOTBETCTBYHOLLME MO YnCy
KaHasI0B YMCy BO3MOXHbIX CMeKTpaibHbIX MOAAMANa3oHOB CBeYEHUS METKMU.
Hamu paccuunTtaHbl 1 peann3oBaHbl CMeKTPO30Ha/bHble aKTUBHbIE YMMbl C
MUKPOOUABTPaMU (MaTpPUUHBIMK) Ha 6aze CYGM, CYYM, RGBE, CMYW, RGBW
(CFAK), HO 6bI10 MOKa3aHO, YTO HEKOHTPOAMPYeMOe MonajaHne MOoAeNbHOM
dnyopecumpytoweri  Mukpochepbl Ha HENOAXOAALMA, C TOYKU 3peHust
CMEeKTPO30Ha/IbHOr0 aHanMs3a, 3/71eEMEHT MO3auky BefeT K HaKOMJeHWUHo
3KCTpeManbHO 6O0MbLIONO 4Mca OWKMOOoK. B CBS3M € 3TMM cHadvana 6bin
OCyLLleCcTB/IeH Mepexoj, Ha CceHcopbl Foveon X3, uTO pewmnno BOMpPoC
YCTaHOB/IEHWNST KOMOKaNM3aLUmMy B pexume peanbHoro spemMeHun. OgHako, no
JaHHBIM M3MepeHniA, BCTaBan BOMPOC 06 aHM3oTponun ¢ayopecueHumn B
3aBUCMMOCT/ OT MO3ULMM TOUYEYHOr0 UCTOYHMKA Ha MUKpocdepe. MosTomy
Ob11 OCYLLIECTB/IEH Mepexos K MUKPOCKOMNYECKOM perncTpauymn Ha NoABUXKHOM
naatpopme C BO3MOXHOCTBIO CKAHWPOBaHWUS MO KOOpAMHAaTaM, yriam u
CMeKTPO30Ha/IbHbIM  KaHanam. Permcrpaums AnA OUEHUBaHUS B pexnme
peanbHOro BpeMeHu bbiia peannsoBaHa Ha KannbpoBaHHOM BEKTOPOCKOMe B
LBeTOoBbIX NpocTpaHcTBax Y Pb/Cb Pr/Cr.
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OLLEHKA «KITMHNYECKOIO KAYECTBA» JAHHbIX
CEKBEHNPOBAHUA: CTAHAAPTU3SALNA HA NYTU UHTETPALNIN
NGS B MEANUWMNHCKYHO FrEHETUKY

M.B. VisaHos, C.B. MycueHko, B.A. Museliko
buomeduyuHckuli xonduHe AT/IAC, Mockea
e-mail: mdmerg@gmail.com

TexHonormsa NGS gaeT BO3MOXHOCTb CO3ZaBaTb rmbkme gnarHoctmyeckme
peLleHus, BapbMpys COCTaB MaHesei, cnocobbl TapreTHoro oboraileHus,
N rnybuHy cekBeHMpoBaHUA. OfHaKo 3TO CepbE3HO OrpaHuyvBaeT
BO3MOXHOCTU KPOCC-BanAaLMy pesybTaToB N CPaBHEHNSA AaHHbIX. Taknm
06pasomM, YHMBepcasbHas CUCTeEMa OLEHKW HaAeXHOCTV pe3y/nbTaToB
NGS-nccnefoBaHNsa  SABNAETCA BaXHbIM - MHCTPYMEHTOM  ANA  LLUMPOKOro
BHeApeHUs NGS B KIVMHNYECKY NPakTrKy. HecMoTps Ha TO, YTO 3a4acTyro
6ronHbopmaTmyeckme nannaaiHbl MO3BONSAIOT OLEHUTb «HAAEXHOCTb»
BbISIBIEHHbIX MyTaLMiA 3TW pe3ynbTaTbl PaCCUMUTLIBAKOTCA U MPeAcTaBAsatoTCs
No-pa3HOMY Pa3/INYHbLIMU ANTOPUTMaMn. ABTopamu paszpaboTaHo NporpamMm-
Hoe obecrieyeHve, MO3BONANOLLEE OLIEHMBATL «KJIMHMYECKOE KayecTBO»
JaHHbIX NGS He3aBMCMMO OT WKCMOJIb30BAHHOTO MeTOZa CEKBEHVPOBAHWA
1N 0CObEHHOCTe TapreTHoOM naHenu. Ana Kaxzoro obpasua BblUMCASeTCs
npefckasaHHble YyBCTBUTE/IbHOCTb (BEPOATHOCTb TOrO, YTO KJINHUYECKU
3HauVMble MyTaLMM He ynyLleHbl) U CNeUnPrUHOCTb (BEPOSTHOCTL TOMO, YTO
o6Hapy>XeHHble MyTaLun He ABAAITCA OXHO-NONOXKMTENbHbIMK). TTOMUMO
TEXHNYECKUX MapamMeTpoB CEeKBEHVPOBAHWA airopyuTM MOXEeT YUYUTbIBaTb
NONyNAUMOHHbIE YaCTOThbl KNTVHWYECKN 3HaYUMbIX MyTaL WA, TakM 06pa3om,
OH KOPPEeKTHO MepeBoAUT BmonHPopMaTUYeckme napameTpbl Ha «A3bIK»
KAMHUYeCcKon amarHoctuk, C nomouwbto paspabortaHHoro MO 6bi10
06Hapy>XeHO, YTO B HeKOTOPbIX C/ydasxX MPU MOJHO-3K30HHOM aHanunse
reHos BRCA1 1 BRCA2, npeackasaHHas AnarHoCTnyeckas YyBCTBUTEIbHOCTb
cocTaBnisina MeHee 98%. DTO ykasbiBaeT Ha HEOHXOAMMOCTb A5 OTAENbHbIX
nauMeHToB  JOMOJHUTENLHO  WNCCIefoBaTb  OMnpejesieHHble  y4acTKu,
MoTeHLMaNbHO cofepXallume KIMHNYeCKM 3HaurmMble MyTaumm. C MOMOLLbHO
NpeasioXXeHHOro noAxoAa MOXHO OLeHMBaTb KauyecTBO fJaHHbIX NGS B
KNIVHUYECKOM MPUIOXEHNN. TTOMUMO 3TOrO, METOZ MOXET MPUMEHATLCH
TaKXe ANA CPaBHEHWSA Kak PasfINdHbIX Mnatgopm, Tak W KOHKPEeTHbIX
MPOTOKOJ/I0B CEKBEHNPOBAHUS.
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AJTTOPTM NMOUCKA NOJIMMOP®PU3MOB B PE3YJIbTATAX
MOHHOIo NosynpOBOAHNKOBOIO CEKBEHUPOBAHUA

H.A. KynemuH, A.fO. MpuwuH, KA. babansH, 3.B. leHepo3oe
OHKL ¢pusuko-xumuyeckol meduyuHel, Mockea
e-mail: maveriksvao@gmail.com

B cBA3M C WWPOKMUM pPacrnpocTpaHeHWeM TexXHONOrnMn KOHHOro
NoNYyNpOBOAHMKOBOrO CeKBEHVPOBAHWA OAHOM U3 aKkTyaNbHbIX 3ajad
ABNAETCA ONTUMM3aLMA aNrOpPUTMOB NHTepNpeTaLmn AaHHbIX, MOayYaeMbiX
C NOMOLLbI NPUBOPOB yKaszaHHOro Tuna. MponpueTapHoe nNporpamMmmHoe
obecrneveHne  cekBeHaTopa  opmupyeT  CyLleCTBEHHO  MeHbllee
KONNYEeCTBO AeTeKTUPOBAHHbLIX FeHOTUMOB MNPY MeHbLUer TOYHOCTKY, Toraa
KaK anbTepHaTMBHOe ((BOHOAHOE mMporpaMMHoe obecrieveHre (SAM-
tools, GATK, FreeBayes) npegoctaBnsieT 6o0sblUee YMCI0 BO3MOXHOCTEN
AN npeABapuTeNibHON MNOArOTOBKW FEHOMHbIX JAaHHbIX. B HacTosLiem
nccneaoBaHUM 6bin0 NpoBefeHO CpaBHeHVe 3GPEeKTUBHOCTY Pas/INYHbIX
aNropuTMOB onpeAeneHns NoAMMopdr3MoB 1 MyTaunii Ha OCHOBE JaHHbIX
CeKBeHVpOBaHMA TecToBoro obpasua GCat59 (mpoekt Genome In The
Bottle), BaAnnANPOBaHHOIO Ha Pas3INYHbIX TEXHONOTUYECKUX naaThopmax,
B TOM u4ucne ” C WCNONb30BaHMEM WOHHOIO MOJyNPOBOAHNKOBOIO
CeKBeHWpoBaHuVA. bbin MpomsBeseH MoA60p OMTUMAabHbLIX MapamMeTpoB
3anycKa KaXAoW N3 yKasaHHbIX Mporpamm. B pesynbTate 66111 pa3paboTaHsbl
OMTVManbHble MPOTOKONbI A5 OonpeAeneHNs MakCManbHOro BO3MOXHOIO
KONMYecTBa reHOTUMNOB NpY AOMNYCTUMOM oLnbke B 99,5%, a Takke MeHbLuUe-
ro KoAn4ecTBa reHOTUMNOB MPU rapaHTUPOBaHHOW ToUHOCTY 99,98%. Kpome
TOro, 6blna nposedeHa ajanTaums anropuTtMa BblIPaBHMBAHUSA C y4YeTOM
BEPOATHOCTU BO3HWKHOBEHUS OLUNGKM B MPOTAXKEHHbLIX FOMOMOMMEpPAX.
HesaBuncrmasa Banngauns npoTokonoB bblla MpoTecTMpoBaHa Ha 7 3Kcne-
prMeHTanbHbIX 06pasuax, KoTopble H6biM OTcekBeHVpoBaHbl B ®KHL, ®XM
C 1UCnonb30BaHMeM Habopa Ans ueneBoro oboraileHus s3k3oma Ampliseq.
B KauecTBe KOHTPONA ANS pe3ynbTaTOB CEKBEHUPOBAHUS UCMOJIb30Banoch
ynn-reHoTUNMpoBaHme no TexHonoruu lllumina BeadChips (OmniExpress24)
C ONONHNTENBHOM 06paboTKON.
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KOrJA OZIHA NYYLLE, YEM JBE - EAVIHAS
BA3A FEHOMHbIX JAHHBIX

W. Xezanoea’, A. llemyxoea’, D. van Gent?, D. Dworaczyk®, C. Cy4ykog'*
"Mepsobiti MIMY um. .M. CeyeHosa, Mockea
2Erasmus University, Rotterdam, Netherlands

3Oracle, Redwood Shores, CA, USA
“EPMA, Brussels, Belgium
e-mail: ir.zhegalova@gmail.com

BypHbIi POCT TEXHONOrNA CEKBEHMPOBAHUS Ha CErofHSLWHUA AeHb
Mo3BOJIAET MOJYUYMUTb KOMUKO MOJIHOTO reHOMa MeHee 4YeM 3a Hegento. 06-
pamaeHHble B PamMky MepCcoHaNN3MPOBaHHOW MeAULVHbI U TpaHcampye-
Mble B MPaKTUKY, FEHOMHble AaHHble MO3BONAIOT COBEpLUATb 3HaUUTeIbHbIe
npopkiBbl B chepe paHHel (B TOM Ymncie NPeanKTUBHOM 1N AOKAVHNYECKOR)
AVATHOCTUKN AN OCYLLLeCTBAEHUS MPEBEHTMBHbLIX  MeponpuaTtuii - B
OTHOLUEHUN OCNOXHEHU, BbBIABASEMbIX Ha PaHHUX CTagusax pasBUTUS
XpoHuyecknx dopm natonornun. K coxaneHuto, B KAMHUYECKON MPaKTuke
reHOMHble JaHHble, KaK MpaBuio, CTAHOBATCA 06BbEeKTOM BHUMAHUA NMLUb
Bpaya-reHeTuKa, a rno3xe OTMPAaBAAKTCS B «apXMB» U He WCMONAb3YHTCS B
fanbHerweM. [ns KpynHbIX YHUBEPCUTETCKMX KIMHUK BO3MOXHbI MOTOKM
Takoro poja WHboOpmauun, AOCTUralOLLME HECKONbKMX TbICAY 3anucei.
Mexay TeM, MOLLUHbIM TeXHONOrn4ecknin apceHan 1 HakoMJeHHble C ero
MOMOLLbI 3HAHWSA MO3BOAAKT TOBOPUTb O BO3MOXHOCTUM TapreTHow
Tepanuu - CO3ZaHWX NekapcTB AAsS Tpynn MNauneHTOB C KOHKPEeTHbIMU
aZpecHbIMM 3ajadyamu. Takol noAxofh, OAHAKO, BCTpeyaeT nperpajy,
KOTOpas cyLlecTByeT 1 B Tepanuu opdaHHbIX 3aboieBaHUn - HebobLLOe
UMNCA0 NOAXOAALLMX NN, AN KINHNYECKUX NCMbITaHWIA MpenapaToB HOBOMO
MOKONeHUs. YBennyeHve csiydaeB BbisiBAeHUA opdaHHbIX 3aboseBaHUi,
HapacTatowas poab GapMakoreHOMUKN U CTpeMuUTenbHoe paclupeHune
CerMeHTa pblHKa TapreTHbIX MpenapaTtoB MNpPUBOAAT K HeobXOoAMMOCTU
CO34aHWs eANHOM cncTeMbl 06MeHa MHpopMaL e - «e AMHON roCnnTasibHOM
cucTeMbl» - Ans GopMMpPOBaHUS MOTOKOB MALMEHTOB MOJ KAUHUYeCcKMe
NCMbITAaHMS  y3KOCMeunannm3npoBaHHbIX  mpenapatoB.  Heobxoanmo,
OfHAKO, YeTKO MpPeACTaBAATb apPXUTEKTOHWKY TaKoW CUCTeMbl, YC/IOBUS
B3aMmoZencTeusa «wyuinx» 1 «Jaowmx» n noayyeHus AaHHbIX, a Takxe
cobnogeHne aHOHMMHOCTW, 4TOObl MOAOOHAs cucTeMa W3 U3SALLHOro
peLleHnst He nNpeBpaTuaacb B CUCTEMY ANCKPUMUHALNK MO reHeTUYeckomy
npu3Haky.
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NMPUMEHEHWNE BbICOKONMPOU3BOAWUTE/IbHOTO
CEKBEHNPOBAHWA NGS B USYUYEHUN
ANbTEPHATMBHbIX ®OPM MYLINHA 1

T.C. E2opoea, H.H. l'ypuHa, C.I. ®omuHa,

A.B. Hosukos, P.I. [le2os, H.B. losy6yosa, B.B. Hosukos

VHCcmumym 6uosozuu u 6uomeduyuHsl Huxe2opodcko20 20CydapcmeeHH020
yHusepcumema um. H.U. Jlobauesckozo, HuxcHul Hoszopoo

e-mail: orhideya257@yandex.ru

MyumH 1 (MUC1) - TpaHCMeMbpaHHbI T[MKOMPOTEUH, 3KCrpec-
CUPYIOLMNICA Ha annKaibHOM MOBEPXHOCTU 3MUTENNANbHBIX KNeTOK.
Mnepakcnpeccna  MUCT  ¢BA3aHa C  pa3BUTMIEM  3/10KaYeCTBEHHbIX
HOBOObpa3oBaHWUIA. B pe3ynbTate anbTepHATUBHOMO CrlaicMHra o06-
pasyroTca nsopopmel MUCT, obHapyxeHMe KOTOPbIX ABAAETCH BaXHbIM
Hanpae/ieHVeM B KIMHMYeCKoW npakTuke. B gaHHo paboTte nccnegosanm 9
BapuaHToBMPHKMUCT:A,B,C,D,X,Y,Z, MUC1-Rep, MUC1-Seq.icnonb3oBanu
40 06pa3L0B OMyX0NeBbIX O4aroB paka MOJIOYHOW Xxenesbl 1 58 06pa3LoB
OMyXx0/eBbIX 04aroB paka ToACToM kKMwku. Metogom OT-TMLUP BbisBaaAn Tpu
rpynnel nzopopM MPHKMUCT crucnonb3oBaHmeM cneundUUHbIX Npaimepos.
Pe3synbTaThl peakumny oLeHnBanm 3nekTpopopesoM HyKIeMHOBbLIX KUCNOT B
arapo3HOM reje B MPUCYTCTBUN BpOMUAA STUANA. B onyxoneBbix ovarax paka
MOIOYHOW XeJie3bl HacTOoTa BblABNEHWSA anbTepHaTUBHbIX GopM MPHK MUCT,
BXOAALWMX B 1 rpynny, oTMeyvanach vaule (84% o0bpasLoB), YeM B OMyX0eBbIX
oyarax paka TonCTol KUK (34%). I3opopMbl € BeiNageHem BaprabenbHbIX
y4acTKkoB BHekneTouyHoro pervioHa MUCT (2 rpynnbl) o6Hapy>XmBanucb B
25% 06pasLoB paka MOIOYHO xene3bl 1 9% 06pa3LioB OT 60/bHbBIX PakoMm
TOJICTOM KNLWKW. B X04e nccnefjoBaHns Takxe 66110 BbISIBIEHO, YTO M30$OpMa
MUC1-Seq aBnsaeTcs npeobaajatoLlein Kak npyv pake MONOYHOM Xenesbl, Tak
M NpY pake TONCTOM KNLWKW. [Ina NoATBEPXAEHNS MONYYEeHHbIX pe3ybTaToB
6b1710 NPOBefEHO BbICOKOMPOU3BOANTENLHOE CeKkBeHMpoBaHue. Mpoueaypy
aKcTpakumm AHK ocyLLecTBAsSAM C UCMOAb30BaHMEM KOMMepPUYeckoro Habopa
peareHToB «Cleanup Standard» (EBporeH, MockBa). AHanM3 MOAy4YeHHbIX
3nekTpodoperpamm AnA nocnefoBatensHOCTM yyactka AHK, kognpytoLlero
n3opopmel MUC1T, npoBoaMAM C MOMOLLLIO nporpammel nucleotide blast
odmumanbHoro camta BLAST  (http://blast.ncbi.nlm.nih.gov/Blast.cgi).
Bce npoaHanuavpoBaHHble 06paslbl OTHOCATCA K pasHbIM BapuvaHTam
anbTepHaTMBHOro cnnancnHra reHa MUCT. Yuactme B KOHpepeHUUU
noAAep>XaHo KoMnaHuen «eHoTeK».
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CPABHEHME NOJIHOFEHOMHbIX MPO®WUIIEA METUTMPOBAHUA
AHK NMPUN PASNTNYHbIX ®OPMAX PACCEAHHOIO CKJ/IEPO3A

N.C. Kucenes, M.P. Kabunos, O.I. Kynakoeaq,

J1.B. laHunoea, E.B. llonoesa, O.A. bamypuHa, E.FO. Ljapesa,

H.M. baynuHa, A.H. boliko, A.B. ®asopos, 0.0. ®asopoesaq, B.B. Baacos
Pocculickuli HaYUOHAAbHGIU Uccnedosamensckull

MeduyuHckul yHugepcumem um. H.Y. Mupozoea, Mockea

e-mail: kiselev.ivan.1991@yandex.ru

PaccesaHHbIN cknepos (PC) - Taxenoe HelipoereHepaTnBHoOe 3abosieBaHNe
C NOMNTeHHbIM TUMOM Hac/ieAoBaHWs. NOMUMO reHeTUn4ecknx ¢GakTopos
BaXKHYIO POJib B PasBuUTUM 1 TeyeHnr PC MOryT mrpatb snureHetnyeckne
MeXaHW3Mbl, Takme Kak metunuposaHue AHK. Ana nowvcka anddepeHumn-
a/lbHO MeTUAMpPoBaHHbIX CpG caliToB, aCCOLMMPOBAHHbBIX C Pa3BUTUEM ABYX
OCHOBHbIX KnH1Yecknx ¢opm PC - pemutupyrowero PC (PPC) n nepBuYHO-
nporpeccupyrowero PC (MMPC), Hamm 6bIA MpoBejeH MNOJAHOreHOMHbIV
aHanu3 npoouna metuamposaHms [AHK B MOHOHYK/IEapHbIX KneTkax
nepudepuryeckor Kposu 60abHbLIX PPC 1 MIMPC B cpaBHEHUN CO 340pPOBLIMMA
VHAMBUAAMU KOHTPONLHOW rpynnbl. [poBeseHOo Takxke nNpsiMoe CpaBHeHue
npodwuneri metunmpoBanus AHK y naunentos c PPC n MNMPC.

Mpn BCex Tpex MOMapHbIX CPAaBHEHUAX BbIABMEHbI CyLLEeCTBEHHbIEe
pasnuyns B Npoduaax MeTunpoBaHus. lNMpu rnepapxmyeckor knactepmsaumm
Nno  YPOBHIO  METWIMPOBAHUS  OBHapyXeHHbIX  AnddepeHumansHO
MeTUANPOBaHHbLIX cainToB (AMC) 1 Npu BU3yanm3aumm AaHHbIX C MOMOLLLIO
MeToAa rNaBHbIX KOMMOHEHT HabntogaeTcs obbeanHeHne obpasuos AHK
KaXA0W 13 CpaBHMBaeMbIX rpynn B OTAE/bHbIA knactep. MNpu cpaBHeHUN
CO 340poBbIMU KOHTposiaMu ansa TMMPC BbisBneHo 6onbluee yncno AMC,
ueMm ana PPC (67 npotms 30). bonee nonosuHbl Bcex AMC pacnosioxeHo B
reHax. B cnyuyae PPC 66nbwwasa yacte AMC ryunometTuiMpoBaHa, B Ciyyae
MNMPC - runepmeTtunmpoBaHa. B CpG-ocTpoBkax M cocefHux o06aacTax
pacnonoxeHo 60% AMC, BeiaBasieMbIx Npu cpasHeHU PPC ¢ KOHTponamu, v
79% - npu cpasHeHun MIMPC ¢ KoHTponsMu. Npsamoe cpaBHeHMe ABYX GopM
PC BbisiB1a0 51 AMC, n3 koTopbIx 60abLLasA YacTb (82%) rnnepmeTuApoBaHa
npu MNMPC. B uenom, MMPC otnnyaetca oT PPC 66abWMMN U3MEHEHUSIMW B
natrepHe metunmposaHmna HK.

Mony4yeHHble pe3ynbTaTbl CBUAETENBCTBYIOT 06 y4acTUM MeTUANPOBaHMSA
AHK B passutum PC. Toka3aHO, YTO 3TOT 3MUreHeTUYeckUini MexaHu3Mm
BOB/NeYeH B QOPMMPOBAHME KNMHNYECKN pa3nnyHbix popm PC - PPCu MMPC.
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KOMBUHWPOBAHHOE UCMOJIbSOBAHUE METO/0B REAL-TIME
PCR 1 BbICOKONPOU3BOANTE/IbBHOIO CEKBEHUPOBAHUA B
ANATHOCTUKE ®PEHUNKETOHYPUNA

A.4. Abpamoe’, B.B. KadoyHukoed’,

AN, Hukugpoposa?, KA. O2ypyosa?, T.0. Kouemkoed?, E.C. LLlybuHa?,

H.O. bproxaHosa?, E.A. LLlecmonanoea’, A.E. loHHukoe??, A.10. Tpopumos’?3
"THY lhcmumym ummyHonozuu, Mockea

2000 «HIN® AHK-TexHonoz2us», Mockea

SHay4HebIl yeHmMp akyuiepcmesa, 2uHeKon02uu

u nepuHamosoauu um. B.W. Kynakoea, Mockea

“Mopo3oeckas demckaa 20p0dckaA KAUHUYeckas 60ae6HUYa, Mockea
e-mail: abramov@dna-technology.ru

®eHunnketoHypua (PKY) - HacneacTBeHHoe 3aboneBaHue ob6bMeHa Be-
LLeCTB, CBA3aHHOE C HapyleHneM MeTabonnsMa aMUHOKWUCIOT, [aBHbIM
obpasoM deHunanaHnHa. bes koppektHoi Tepanun ®KY BegeT K HaKoMJIeHMo
B OpraHusMe ¢eHunnanaHnHa 1 ero TOKCUYEeCKUX MPOAYKTOB, YTO MPUBOAUT
K Tsxenomy nopaxeHuto LUHC wn HapylweHuUlo YMCTBEHHOrO pasBUTUA.
3aboneBaHMe valle BCero CBA3aHO C MyTauumamu B reHe PAH, KoAupytoLLeM
beHnnanaHNHrnapoKcmMnasy. Ha cerofHsLLHWM eHb B3TOM reHe OrncaHo cBbllle
950 MyTauuii, OAHAKO NLb HECKONABKO M3 HWUX BCTPeYaroTcs B MONynsumm ¢
yactoTol 6onee 1%. Llenbro gaHHOMo UCCnea0BaHNs 6bina AeTEKLMS NaTOreHHbIX
MyTauuii B reHe PAH meTogamu Real-Time PCR 1 BbICOKONPOM3BOAUTENBHOIO
cekBeHMpoBaHus (NGS). bbinv npoaHanusnposaHbl 06pasubl AHK 34 601bHbIX
beHnnkeToHypuen. Metogom Real-Time PCR nposegeH CKpUHUHT 16 Hanbonee
pacnpocTpaHeHHbIx MyTaumi (R408W, R261Q, R158Q, IVS10nt546, IVS12+1G>A,
Y414C, IVS4+5G>T, R252W, L48S, R261X, P281L, G188D, E280K, F331S, ¢.836C>T,
IVS2+5G>C), 3atem cekBeHMpoBaHbl ¢parMeHTbl reHa PAH. To wToram
reHoTMnMpoBaHns meTtogoM Real-Time PCR B 25 obpasuax n3 34 BbifBAeHbl
rOMO3UroTbl MO MyTaLMsaM Uan 2 reteposnroTbl. a8 7 06pasuoB - BbisBAEHa
TONbLKO 1 reTepo3nroTa, Ans 2 06pasLoB MyTaLuni B reHe PAH He 06HapyXeHo.
Mocne npoBefeHWs reHoTUNMpoBaHUs MeToZom NGS ewé B 6 0b6bpasuax
6bIA1 BbISIBNEHbI cnejytowme mytauun: D222Ter, R270K, R111Ter, c.60+5G>T,
¢.1199+1G>C. Ana oaHOro ns obpasLos, B KOTOpoM meTogom Real-Time PCR
MyTaumm He oO6HapyxeHbl, meTogom NGS  HailgeHO codeTaHve MyTauuWi
E390G+A300S. Y Tpex 60nbHbIX deHunkeToHypuen 13 32 (10%) myTaumm B reHe
PAH He 6blnV BbISBNEHbI HW OAHUM M3 METOA0B WAN OBHapyXeHbl TONLKO B
reTepo3nroTHOM COCTOSIHNN. BO3MOXHO, 3TK Ciyyvan GeHUNKeToHyprmM CBA3aHbI C
HapyLLUeHUAMN GYHKLIMOHMPOBAHUSA FreHOB AUTMAPONTepUANHpeaykTassl (DHPR)
1 6-NnpyBoOUATETParNAPONTEPUHCHTETA3bI (PTPS), a He C MyTaumaMn B reHe PAH.
TaknM 06pa3oM, BbICOKOMPOMU3BOAUTENIbHOE CEKBEHVPOBaHKE MpeacTaBnseTcs
60nee NPOAYKTVMBHbLIM NMOAXOAOM ANS BbISBAEHUS NU3BECTHbIX W MOWCKa HOBbIX
MyTauuin B reHe PAH, a Takxke JaeT BO3MOXHOCTb B OyayLlemM MpoBecTy MNomnck
MyTaUWiA B reHax afibTepHATUBHBIX NyTel passuTua deHunaketToHypun: DHPR v
PTPS.
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NMPUMEHEHWMNE TEXHOJTOTMIN CEKBEHNPOBAHWA CNEAYIOLWLEIO
NOKOJEHNA B AUATHOCTUKE MYKOBUCLUNA03A

M.B. leaHos, O.B. lna3oea, A /. Maysad,

C.A. Kpacosckud, E.JI. AmeanuHa, K.®. Xagu3soe

Mockoeckuli ¢pusuko-mexHuyeckuli uHcmumym (1Y), onzonpyoHsid,
HWUW nynemoHonoeuu, Mockea

e-mail: mdmerg@gmail.com

Ha cerogHAWHWIA aeHb n3BecTHO 6onee 1500 myTtaumin B reHe CFTR
accouMMPOBAHHbBIX C pasBuUTVeM MykoBucumaosa (MB), 4to 3aTpyaHseT
reHeTn4yeckoe TectMpoBaHue Metogamu MNLP 1 npamMbIM ceKBEHUPOBaHMEM.
C uenbito onpegeneHnss BO3MOXHOCTEA W OrpaHUYeHWUr TexXHONOornu
CekBeHVpoBaHMA HoBoro nokoneHnsa (NGS) ana noaTeepXgaroLueri
AvarHoctukn MB, 6b110 npoBegeHO cekBeHMpoBaHue reHa CFTR ansd
89 nauweHToB Ha nnatdopme lon torrent PGM. Cpegn 82 naumeHTOB C
MOATBEPXAEHHbIM AnarHo3oM MB 06HapyeHOo 48 pasnnyHbIX MyTaLni 13
HUX 25 06HapyXeHbl B e 4VHNYHbIX C1yYasix. Bce 06Hapy>XeHHble NaToreHHble
MyTaumy 6bIIK  yCrewHo MOATBEPXAEHbl MPAMbIM CeKBEHMPOBAHMEM.
MauneHTbl ¢ MArKMM FeHOTUMOM Yallle MPosABAsAnN nerodHyto dopmy MB
(n=33 vs 3), B TO BpemMs KaK C TaxeNbIM - CMeLlaHHyr (n=44 vs 2, p<0.01).
CaxapHblii anabetr Habnwogancs TOAbKO Cpeau MaUMEHTOB C TsXesbiM
reHoTUMOoM (22% vs 0%; p <0.01). lnsa Kaxoro nayreHTa yAanocs 06HapyXnUTb
KaK-MVHVMYM ABe N3BeCTHble MaToreHHble MyTaL Bretepo3nroTe UM o4Hy
B romosurote. Y gecatn naumeHToB (12%) obHapyeHo 3 moTeHuMaNbHO
naToreHHble MyTauumn. Y Tpoux 13 HUX obHapyxeH reHoTun [3849+10kbC>T,
R668C; Phe508del], koTopbIl 6bI1 accOUMMPOBAH C MOHMXEHHbIM BECOM
naumeHToB (p=0.004). O6HapyXnTb geneumn 2,3 3K30HOB U Aynankauum 6,10
3K30HOB € nomoLllbto NGS He yaanocbk. LLUnpoknin crnekTp o6Hapy>XeHHbIX
mMyTaumin B reHe CFTR noaTBepXAaeT 3KOHOMUYECKYH U TexXHUYeCcKyr
addpexkTnBHOCTE npuMeHeHus NGS ana noaTBepxzeHws aumarHosa MB,
OfHAKO AN MPUMEHEeHUs B PYTUHHOW MnpakTuke TpebyeTcsa Banuzaums
MeToaa. ObHapyXXeHHble Koppensauum reHoTrna n ¢eHoTrna AeEMOHCTPUPYHOT
BO3MOXHOCTb MCMO/Ib30BaHNSA pe3y/ibTaTOB FeHeTUYeCcKoro TeCcTUpoBaHUS
ANA MPOrHO3a KANHUYECKOro mposiBieHus 3aboneBaHus. OAHAKoO BOMPOC
0 BaXHOCTU mMoambuumpyrowmx mytaumin B reHe CFTR m npoymx reHax-
MoandUKaTopax OCTaeTcss OTKPbITbIM. PaboTa BbiMosHEHa Npu Noagep>Kke
PO®U (Ne15-04-04730).
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MnCcnoJsib30BAHME BbICOKOMPOU3BOAWUTE/IbHOIO
CEKBEHUPOBAHWA (NGS) 411 NOA4BE0PA TAPFTETHOW TEPANUW
NP HEMEJIKOKJIETOYHOM PAKE JIETKOr O:
NMPEVMYLLECTBA N1 OTPAHNYEHWA

M.B. NsaHos, E.V. Hosukosa, E.H. Tesneiwesaa, 1.A. YepHeHko,

B.B. bpedep, K.K. JlakmuoHos, A. bapaHoea, B.A. Muneliko

MIHCcmumym xumuyeckol 6uos02uu U yHOAMeHManbHou

meduyuHsl CO PAH, Hosocubupck

Pocculickuli Hay4HublIl yeHmp peHmzeHopaduoao2uu, Mockea
Poccutickuli oHKon02u4Yeckuli Hay4Hell yeHmp um. H.H. baoxuHa, Mockea
School of Systems Biology, George Mason University, Manassas, VA, USA
000 «Amaac OHkoJuazHocmuka», Mockea

e-mail: mdmerg@gmail.com

Beicokonpown3soamnTensHoe cekBeHpoBaHue (NGS) no3songeT nosyyaTb
6onbLwN 06beM MHPOPMALMK O FeHOME, MO CPaBHEHUI C PYTUHHBLIMU
MeToAaMM, KOTOPas 3a4acTyro MOXeT 6bITb NCMOJIb30BaHa AN NIaHVPOBaHUS
Tepanuun. C Luenblo ncciefloBaHnsa CrekTpa MyTauni B JpaBepHbIX reHax y
nauyeHToB C HEMEIKOKeTOUHbIM pakom nerkoro (HMKPJ1) 6b110 npoBeseHO
CeKBeHMpoBaHMe nocaeonepaLMoHHbix 06pasyos 25 nayventos ¢ HMKP/I
Ha naatpopme lllumina MiSeq ¢ nomoLueto naHenn Truseq Amplicon Cancer.
B pe3synbTaTte nonyyeHsl JaHHbIE CO CPeAHUM MOKpbiTUeM He MeHee 2000x,
4YTO MO3BONWNO aHaNU3NPOBATL JaXe MasiornpejcTaB/ieHHble comaTuyeckme
MyTauun. Bcero KAMHWYECKU-3HauMMble MyTauuy ObBHapyxeHbl y 16
nayneHToB. B Tom uncne, y 8 nauymeHtoB 13 25 (32%) obHapyxXeHbl
akTuBmpyrowme mytaumm EGFR. Mpu 3TOM, y 04HOro M3 HUX OBHapyXeHa
BCTaBka 18 H.M. B 19 3K30He, paHee He OnMcaHHas B My6ANYHO JOCTYMHbIX
6azax gaHHbIX (COSMIC). 3Ta MyTaums He bblsia AeTeKTMpoBaHa C MOMOLLbHO
ctaHgaptHoro MO Illumina Somatic Variant Caller, BBuay TOro, 4rto OHa
HaXOAMTCA Ha KPar YTEHUS U MPUBOAUT K HEKOPPEKTHOMY BblPaBHVBaHWIO.
Cpean naumeHtoB ¢ MyTtauuamu EGFR y ogHoro nauveHTa BbisiBNeHa
BTOPUYHas MyTaumsa T790M, elle y ogHOro naumeHTa obHapyxeHa BCTaBKa
B 20 3K30He EGFR. Takxe obHapyxeHbl MyTauuun B reHax TP53 (40%), KRAS
(20%), PIK3CA (4%), CTNNB1 (4%), BRAF (4%), PTEN (4%), AKT1 (4%). Taknwm
obpasom, onpegenenvie mytaunii metogom NGS nossonsiet 40MNoSHUTENIbHO
BbIIBNATE pejkue MyTauum 4yBCTBUTENBHOCTU K UHruémutopam EGFR, a
TaKXe MCKIYaTh JIOKHO-MONOXUTE/IbHbIE pe3y/ibTaTbhl, XapakTepHble ANdA
MUP. Mpu 3ToM A KOPPEKTHOro aHaamsa faHHbix NGS HegocTaTtouHo
ncnonb3oBate MO OT Mpou3BoAUTENS M MOXeT MoTpeboBaTbcA 6onee
CNOXHbIA  6rnoMHpopmaTnyeckii  aHann3. PaboTa BbIMOAHEHa npw
durHaHcoBoM noagepxke MunHobpHaykm Poccum B pamkax npoekta RFME-
FI60714X0098.
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NPEANKTOPBI PASBUTUA ATEPOCKJ/IEPO3A Y BOJIbHbIX
OXXUPEHUEM C YHYETOM TEHOMHOTI'O AHAJI3A

0.0. YepHsk, N.B. Bopoxxko, A.P. bozdaHoe
UL numaHus u buomexHoaoz2uu, Mockea
e-mail: frau_helga@mail.ru

M3BecTHO, 4TO nMpouecc ateporeHesa Ha4yMHaeTcs C  ANCOYHKLUUK
SHAOTENNS U COMPOBOXAAETCA HakoMnaeHneM ANNnAHbIX Gpakumii B UHTUME
cocyzioB. O4HAKO HeT A0CTOBEPHbLIX JaHHbIX O Poan NoanmMopdmrsmMa reHos
JIMNNAHOro o6MeHa y NaumnMeHToB C OXMpPeHneM. Lienb: n3yunTs NpeanKTops!
pasBUTUA apTepuanbHOM rmnepTeH3nn y H60MbHbBIX OXMPEHNEM C YYEeTOM
reHOMHOro aHanus3a.

bbln10 06cnesoBaHo 123 60/bHbBIX OXMpeHMeM B Bo3pacTe OoT 18 1o 66 net
(34 My>XUMH 1 89 XXEHLLMH, CpeHNA BO3PacT KOTOPbIX cocTaBm 38,6+2,09 neT).
OueHKa COCTOAHUA CepAEYHOCOCYANCTON CUCTEMbI BKIOYana onpejeneHme
rnokasaTesner kapguorpammbl € nomoulbto annapata SchillerAT-2 plus
(Tepmanus), gaHHblie axokapauorpadun (Vivid 7 («GeneralElectric», CLUA).
Ha ocHOBaHMWM MONyYeHHbIX pPe3y/bTaToB, OblIN BblAeNeHbl ABe rpynnbl
60/1bHbIX: 1-10 rpynny coctaBmn 50 NaLMeHTOB C OXMpeHeM 6e3 CocyAnCTol
natonorun (cpegHnin UMT - 42,8+0,12), 2-t0 rpynny coctaBuan 73 naumeHTa
C OXMpEeHVeM, OCIOKHEHHbIM aTepockaiepo3omM (cpegHunin IMT - 46,3+1,11).
Takxe 6blM NoA0BpPaHbl NoC/Ief0BaTeNbHOCTY MPaliMepoB AN NpoBeAeH s
MONEKYNAPHO-reHeTUYEeCKOro  UCCNef0BaHNA  MOAUMOPQHBIX  JTOKYCOB
Serd47Ter reHa LPL, Arg158Cys (c.526C>T) n Cys112Arg (¢.388T>C) reHa ApoE.

CpaBHUTENbHBIA  aHann3  pacnpejeneHns reHoTUNoB W annenemn
nonnmopdHoro mapkepa Cys112Arg (annenb C) n Arg158Cys reHa ApoE
(@annenb T) y 6ONbHBIX C OXWPEHMEM W aTepoKCIepO30M He MOoKa3ar
CTaTUCTUYECKN  JOCTOBEPHbIX OTANYMA MO CPaBHEHWO C  TPynnovi
60/IbHBIX C HEOC/IOXHEHHbBIM oXMpeHneM (p>0,05). OgHaKo Npu N3ydeHnn
pacnpegeneHns annenei reHa LPL 6bino ycTaHOBAEHO, 4TO annesb
Ter (G) vMeeT 3HauuTeNbHO 60Nee HWU3KYH 4acToTy BCTpPeYaemMoCTV B
rpynmne 60/bHbIX OXVPEHVEeM W aTepocknepo30oM, 4Yem Yy MaumeHToB C
HEOCNOXHEHHbBIM OXWpPEHMEM, YTO MOXET YKa3blBaTb Ha €ro NpoTeKkTVBHbIe
ceomctea (OR=0,43 (0,19 - 0,97); X2=4,35).
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AHANIN3 TETEPOTEHHOCT N CYBTrEHOTUMNPOBAHWE
BUPYCA FEMATUTA B Y BOJIbHbIX TEMKO3AMU

M.C. beneHukuH, C.A. KupssaHos, A.B. LLlaHeko, M.B. Cokosnoea, M.B. KoHonseaa,
T.A. CemeHeHko, A.V. baxceHos, M.A. [odkos, T.A. Tynosesa, A.l1. Cycaoe
®edepanbHbIl HAyYHO-UCCAE008aMENLCKUT YeHMpP

3nudemuoa02uUU U Mukpobuoaoz2u um. H.®. lamaneu, Mockea

HUW ckopoli nomowyu um. H.B. Ckaugpocoeckozo, Mockea

Femamosnozuyveckull Hay4yHsil yeHmp, Mockea

e-mail: genetics.npcmpd@gmail.com

BupycHbI renatnt B ABAseTCA oCTPOI coLmansHO 3HauMon NpobaemMoi.
B paboTe npoBeseHbl NCCNeA0BaHNSA KOANEKLMN N30NSTOB BUpYyCa renatmta
B (HBV) (2008-15rT) 60/bHbIX XPOHUYECKM renatutom (XI'B), ocTpbiM Mue-
nobnactHbIM nekosom (OMJ1) n XpoHUYecknM NMMeOo6IacTHbIM 1eMKO30M
(XJ171) ¢ nomoLubto NGS (PGM, cpeaHsas raybuHa npoyteHms ~10000x). 25/32
06pa3uyos HBV nmenun reHotun D; 3/32: A2; 1/32: A1; 3/32: peKOMBUHAHTHbIN
reHotun D/E (D2/E, D3/E), cxogHbln ¢ D8. 25/32 obpasuyoB nmenn SBHO
BbIPaXKE€HHYIO KBa3VBUAOBYH reTepOreHHOCTb (KBa3vBUAbl MPUHaANexaT K
0AHOMY UM pa3HbiM cybreHoTunam HBV/D). O6pa3ubl reHoTrNa D oTHOCATCS
K cyéreHoTunam D2, D3, D1; TouHble cybreHoT1Nbl 2 06pasy,oB onpesennTb
He yAanocb. AHaNV3 MOJTYYEHHbIX U INTEPaTYPHbIX JaHHbIX AaHHbIX MO3BONII
BbIIBUTE PS4 3aMeH, MOTeHUMaNbHO OTBETCTBEHHbLIX 3a GopmUpoBaHMe
YCTOMYMBOCTM K AHTUBUPYCHOM Tepanuu. [eTeporeHHoCTb W30/1STOB C
reHoTnnomM D no Hanuunto AByx U 6onee knagos B rpynnax OMJ, X/1/1 n XIB
cocTtaBmna83%, 50% n43%, cooTBeTCTBEHHO. [TocTpoeHMe raoreHeTnYeCcKnX
JepeBbeB MPOBOAWAM MO MOCNeA0BATE/IbHOCTAM reHa S, a TakXke BCero
BUpYyca ans 6onee yem 300 HBV, Bkitoyvasi HangeHHble B NCBI peKoMOUHaHTbI.
MonyyeHHble pesynbTaTbl CBUAETENLCTBYHOT O HEOOXOAMMOCTY KOoppeKLumn
Knaccnoukaumm paga cybreHotunos HBV/D (Hanpumep, obbeAnHeHUs
D3 v D6). bbinn HalifeHbl ABa HOBbIX CybreHoTuna-pekoMbuHaHTa (D2/E n
D3/E). HangeHo, 4To y 60/bHbIX NEMKO30M YBeNNYEHNE FeTepOreHHOCTU
HBV npoucxoanT B OCHOBHOM 3a CYeT pPeKOMOMHALUMOHHBLIX obnactei
reHa X. Npn ocTpol n XpoHu4Yeckon dopmax nerkosa akKymyampoBaHue
MyTauuii B HBV/D nNpoucxoguT B pPasHbIX PeKOMOBMHAHTHBLIX Y4acTkax
reHa X. AHanM3 COBCTBEHHbIX W NUTepaTypHbIX MOSHOreHOMHbIX HBV
JAHHBIX JeMOHCTPUpPYeT HeobXOA4MMOCTb COBEPLUEHCTBOBAHUA CUCTEMBI
knaccndukaummn cybreHotnunos HBV 1 yyeTa KBa3nBUAOBOro pasHoobpasus
Ha NPOBOAMMYIO aHTUBKPYCHYHO Tepanuio.
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TAPFTETHOE CEKBEHPOBAHWUE AHK MO4U, NTIASMbI A
NMAPA®PNHOBbIX CPE3OB TKAHEW NMPOCTATbI MALLMEHTOB C
PAKOM NPOCTATbI

E. Uapoesd’, K. babanaH? P. CyamaHoe?,

A. HukumuHa'?, A. Bacunveg?, A. loeopog?, E. Npunenckas?®,

C. AaHuneHko!, T. bymycoea’, Jl. Ckopodymoea’, E. Kocmprokosa'?
"OHKY pusuko-xumuyeckol meduyuHel, Mockea, Mockea
2Mockoeckuli pu3zuko-mexHudeckuli uHcmumym (I'Y), JonzonpyoHelii
SMIMCY um. A.W. Esdokumoea, Mockea

e-mail: sharova78@gmail.com

OAHVM 13 OCHOBHbIX MOAXOAOB K JIeYeHUI0 paka npeacTaTeslbHOM Xenesbl
(PTDK) sBnsieTca aHTU-aHApPOreHHas Tepanus. OZHaKko, He pefKu ciyyan pasButus
K Heli yCTOMUYMBOCTY, Halnume KOTOPOI BbISBASAETCS yXXe Ha MO3AHUX CTafnsax
nporpeccun PIMX. MepcnekTMBHBIM CMOCO60M BbISIB/IEHWS TaKOW YCTONUYNBOCTY
Ha 60/1ee paHHMX 3Tanax NpPeACTaBNAETCA MONCK reHOB, MyTaLn B KOTOPbIX MOTYT
ObITb C HEM accoLmMmMpoBaHbl U 0BHapYXXeHbl B MOYe /UK Naa3me NaLmeHToB.

Llensto Hallero wucciefoBaHUA ABASNOCL U3YYeHMe NpescTaBieHHOCTU
COMaTUYEeCKNX MyTaLMiA B reHax, acCoLMMPOBAHHbBIX C YCTOMUYMBOCTBIO K aHTW-
aHAPOreHHOW Tepanuu, B Mo4ye K nna3me 6onbHbIX PIK. B mnccnegoBaHmm
yyactBoBanu 14 naumenToB: 11 ¢ PMX 1 3 ¢ obpokayecTBeHHON runepnaasmeit
npeacTatensHo xenesbl (ArMX) B kavecTBe rpynnbl KOHTpond. 13 11 pakoBbix
NaLMeHTOB MO COOTHOLLEHWNIO CyMMbI [inccoHa 1 yposH:A [CA 2 oTHOCKMANCE
K rpyrnrne HW3KOro pucka, 7 K rpyrne cpejHero pmcka n 2 K rpyrrne BbICOKOro
prcka BMOXMMNYECKOro peLnarBa. Y BCex MaLWEeHTOB nepes onepalumen
(pagunKanbHOW NPOCTaTIKTOMMEN UAW aZleHOM3IKTOMMER) Bbliv B3ATbl 06pa3Lbl
MOYM 1 MAa3mbl KPoBW, Ha ocHoBe [JHK M3 KOTOpbIX 6bIAN MPUrOTOBAEHbI U
OTCEKBEHMPOBaHbl B6M6MOTEKN C MUCMOAb30BaHWeM MnaHennm Human Prostate
Cancer Panel(Qiagen), cogepxaleli 1837 nap npainmepos 414 32 reHoB. MyTaumm
7 reHos naHenu (APC, AR, PTEN, ZFHX3, TP53, PIK3CA, MYC) accoummnpoBaHbl ¢
YCTOAYMBOCTBIO K aHTUAHAPOreHHO Tepanmn.

Hamu 66110 06HapyxeHO 6onee 4 OAMHOYHBIX COMaTUYeCKUX MyTauui Ha
nauueHTta c PIDK, He BcTpedatowwmxca y nauymeHTtos ¢ ArTHK. B modve 1 nnasme
obHapyxwBaetcs oT 20% A0 78% OANHOYHBLIX PaKOBbIX COMATUYECKUX MyTaLMiA.
MyTtauun B reHax APC, AR, PTEN, ZFHX3, TP53, PIK3CA, MYC 6binn obHapy>eHbI
y BCcex naumeHTtos ¢ PIDX, B TOM yuncie n B Mode m\nam nnasme. Yactb 13 3TuX
MyTauuii paHee obHapyXuBanacb y MaLMEHTOB C HeYyBCTBUTENBHOCTBIO K
aHTUAHAPOreHHOW Tepanuu, HO X POJb B Pa3BUTUN HEYYBCTBUTEIbLHOCTM MOKa
0CTaeTcs HeACHOM.

NccnegoBaHne BbINOAHEHO NpW Nojaepxke MUHUCTepCTBa 06pa3oBaHUS U
Haykn P® (cybcnams No 14.607.21.0068, yHMKanbHbIA naeHTndmnkatop RFME-
FI60714X0068).
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noJIMMOP®N3M rEHOB UMMYHHOIO OTBETA Y
AETEN C NHOEKLIMOHHBLIMWN OCNTOXXKHEHNAMU NPU
AHTUNENKEMWNYECKOW TEPANN

M.A. AedoHuHa', N1.C. Abpamoe’,

A.FO. VikoHHukoea',H0.U.Ammyp?, T.B. HacedkuHa'?

"MIHCcmumym monekynapHol 6uosozuu uM. B.A. SHzenvzapoma PAH, Mockea
2edepanbHelli HAyYHO-KAUHUYECKUT YeHmp demckol 2eMamosao2ul,
OHKO/102UU U UMMYyHO102uU UM. AMumpus Pozayesa, Mockea

e-mail: marysheilaus@gmail.com

Ha CeroAHALHNT AeHb XMmnoTepanus ocTaeTcd CamMbIM
pacnpoCTpaHéHHbIM 1 Haubonee 3QPeKTVBHBIM METOAOM JleyeHus
Neliko30B, HO 4acTo OHa COMpsKeHa C PasBUTVEM BblpaXKeHHbIX MOHBOUHbIX
peakunii. Cepbe3sHyto npobnemy B AeTCKOM OHKOremaTonorym npejcras-
NifieT BO3HUKHOBEHVE WHGPEKLMOHHO-BOCNAIUTENbHBIX OCIOXHEHUA, Npu-
BOAALLUMX K ObICTPON reHepanmsaumn MHGEKUMM 1 pasBUTUIO cencuca.
leHeTnyeckas M3MEHUYMBOCTb B reHax MMMYHHOro OTBeTa UrpaeT BaXKHYH
poOab B PasBUTUN MHPEKLMOHHbIX 3abosieBaHUA 1 cencuca. 24 obpasua
AHK  nauueHTOB, WMeBLUMX TsXkenble UHOEKUVNOHHbIE OCI0XHEHMS
B XOJe Tepanuu, uccnefoBans MeTOAOM MacCoOBOrO rnapasjieslbHoro
CekBeHMpoBaHWA. bbin nMpoBeseH OAHOBPEMEHHbIA aHanu3 KOAMPYHOLLMX
y4acTtkoB 17 reHoB, y4acTBYHOLLMX B perynsayum nMmmyHHoro oteeta: NOD2,
NLRP3, STAT1, STAT3, CARDY, IL10, IL17RA, IL12RB1, IL1A, TLR1, TLR2, TLR3,
TLR4, PTPN22, IL7R, IL7, MYD88. MpurotoBneHne 6mnbnanotek pparMeHToB
AHK  ocywectBnanm no cTaHgapTHoMy npoTtokony (Rapid Library),
ncnonbsys 6mbanoteky 3oHAoB SeqCap EZ NimbleGen. NGS ob6bpasuos
naumeHTOB NMPoBoAMAN Ha npubope GS Junior/454 (Roche). AHann3 AaHHbIX
CeKBEHMpPOBaHUA BbIABUA 212 OAHOHYKNEOTUAHbIX 3aMeH, MPUBOAALLMX
K 3aMeHe aMVHOKMUCAOTbl, B TOM 4ucie, MHPOpMaTUBHbIE FreHeTnyeckne
Mapkepbl PTPN22 c.1858C>T (rs2476601), TLR4 ¢.896 A>G (rs4986790) n
€.1196 C>T (rs4986791), IL7R c.197T>C (rs1494555) n c.412G>A (rs1494558).
PesynbTaTbl NGS noaTBepxaeHbl CekBeHMpoBaHeM no CaHrepy. BeisBneHne
annenbHbIX BapWAHTOB TFEHOB WVMMYHHOroO OTBeTa, acCoLMMPOBAHHbIX
C HapylweHusMn B paboTe WMMMYHHOW CUCTeMbl, Y JeTeil C Nneinkosamu
MO3BO/IUT MPOrHO3MPOBaTb PasBUTNE NHPEKLMOHHbBIX OCIOXHEHWIA B XO4e
neyeHnss N paspabaTbiBaTb afekBaTHYK COMPOBOAUTE/IbHYIO Tepanuio.
PaboTta BbinonHAeTCA Npy noaaepxke degepasbHONM LieneBor NporpaMmbl
MuHucTepcTBa 06pasoBaHua U Hayku Poccum (TpaHT Ne14.604.21.0117,
RFMEFI60414X0117).
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BRCA-TECTUPOBAHUE C NCNOJIb3OBAHVWEM METOA 0B
NGS NMPU PAKE MOJIOYHOW XENE3bl N PAKE ANYHUNKOB

T.C. AybposuHa, A.B. CembaHuxuHa, N.C. Abpamos,

AM. AaHuwesudy, O.H. Apxunoea, M.I.®uaunnosa, J1.H. /llo64eHko
Poccutickuli oHKon02u4Yeckuli Hay4Hell yeHmp um. H.H. baoxuHa, Mockea
e-mail: fuechsin@mail.ru

Pak MonouHom xenesbl (PMX) 1 pak anuHmnkoB (PA) 3aHMMatoT inanpytoLlee
MoONIOXKEeHMe Kak B CTPYKType 3ab0/1eBaeMoCTV >EHCKOro HaceneHus
3/10Ka4yeCTBEeHHbIMY HOBOOOPAa30BaHUAMMK, Tak N B CTPYKTYpe CMEPTHOCTU
OT HuX. Mo gaHHbIM nccnegoBaHui ®reY «POHLL vm. H.H. BnoxmHa» go
6% cnydaeB PMXX 1 go 21% cnydaes PS 06ycnoBfieHbl MyTaLUsAMU B reHax
BRCA1/2.

MposegeH aHanu3 reHomHon JAHK 13 nauweHToK: 4 C AWArHoO3om
PMX, 4 ¢ gwarHosom P4, 5 mauveHToK € MepBUYHO-MHOXECTBEHHbIMU
3/10KaveCcTBEHHbIMY HOBOOHPA30BaHVAMY OPraHOB XXEHCKOW penpoayKTmB-
HOW cncteMbl. CpefHNIA BO3pacT 60/IbHbIX HA MOMEHT MOCTaHOBKW ANAarHo3a
41 rop (0T 23 A0 55 neT). CeMeliHbIi aHaMHe3 NMaLneHToK bbbl oTaroleH PMXK,
PS, pakom npeacTaTenbHOWM W MOAXKENYAOYHON >Xenesbl. Bce nmayneHTKn
VIMenu oTpuuaTtesibHble pe3ynbTaTbl TECTUPOBAHUA Ha Hannyme 8 4acTbIX
MyTauumii B reHax BRCA. Ans co3gaHunsa 6ubanoTek NCroab30Banu TapreTHyr
aMmnandukaumio BCell KoAMpYHoLLe nocnegoBaTenbHOCTUM reHoB BRCA ¢
NCMoNb30BHYEM Habopa BRCA MAST (Multiplicom). BnbnnoTteka Bktoyana
93 amnnkoHa anvHor ot 550 fo 650 nap ocHoBaHWin. CekBeHMpPOBaHMe
nposoanan Ha nnatdopme GS Junior (454/Roche).

BbisiBNeHo 56 pa3nuyHbIX TOAMMOPGU3MOB 1 MyTaLMA. Y 513 13 naumeHToK
(38,5%) o6HapyxeHbl HOHCeHC-myTauum p.Tyr1563Ter, p.Arg1751Ter B
reHe BRCA1 u p.Lys437Aspfs, p.Ser599Tyrfs, p.Pro2334Thrfs B reHe BRCA2,
npusosiive K GOpMUPOBAHUIO MNPeXAeBPeMEeHHOro CTOM-KOAOHa W
3aperncTpupoBaHHble B MeXAyHapOoAHbIX 6a3axX AaHHbIX KakK KAUHUYECKU
3HauMMble. Y Tpex MaumeHToK Oblnn  BbISBAEHbI MWUCCEHC-MyTauum
p.Trp1837Arg B reHe BRCAT n p.Leu1019Val, p.Asp1420Tyr B reHe BRCA2 ¢
HEeN3BECTHbIM KINHNYEeCKMM 3HaueHreM. [laHHble NGS 6b111 noATBepXXAEHbI
cekBeHVpoBaHMemM rno CaHrepy.

BbiBogbl: NGS sBnsetcd 3¢pdekTMBHBIM METOAOM BbISBAEHUS repMUHab-
HbIX MyTaLMiA Yy NaLMeHTOK C HacneAcTBeHHbIMU dopmamm PMX n PA.
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MATOTEHHbIE MYTALM B TEHOME 3J0POBOIO YE/IOBEKA

M.B. Opsosa
000 «leHomek», Mocksa
e-mail: orlova@genotek.ru

Kputepuun natoreHHOCT! MyTaLMii B reHOMe YesloBeka MeHsATCs. YTo6obI
ybeanTbCcs B afeKkBaTHOCTU OOLLENPUHATBIX KPUTEpUEB, Mbl MPOBepuan
3K30Mbl 3Z,0POBbIX t0AEN Ha Hann4yme NaToreHHbIX MyTaLmnii No cTaHZapTaMm
ACMG 1 AMP. 3Ta npouesypa No3BOASAET BbIABUTb OLUNOKN N MOHATb, B YEM
HeBepHO orpejeneHne naToreHHoCcTn. Mbl ybeAnnncs, YTO HalAeHHble
MyTauUuy He ABAAITCA OLMOKaMW CeKBeHMPOBaHWA. MyTauum B OAHOM
obpasue (MONHOreHOMHOe CeKBeHVpPOBaHWe) 6binv BepudULMPOBaHLI
ABYMS CEKBEHMPOBAHUSAMM 3K30Ma C Habopamu OT pasHbIX MPOn3BoAMTENEN
M pe3ynbTataMy MUKPOMATPUYHOIro aHanusa. e 13 Tpex myTauni bbian
obHapyxeHbl BO BCex WCCIeAOBaHUAX, HEeMoATBepPXAeHHasd MyTaums
OKazanacb oWnbKom paboTbl anroputma GATK. 3To MOATBEPANIO, UTO Mbl
MOXeM aHann3npoBaTb NaToOreHHble MyTauuny Ha BbIBOpKaxX TOMbKO OAHOIO
TMNa 3KCNepUMeHTOB. /N5 BbIOOPKM M3 62 3K30MHbIX CeKBEHVPOBaHW
3[0pOBbIX NF0AeN onpeAenvBLUnecs NaToreHHble MyTauumy pasgenniamnce Ha
TPW rpynmbi:

1. MaToreHHOCTb AaHHbIX MyTaLMii fjoka3aHa cnabo: OHW ONMCaHbl NLLb
B OAHOM Nyb6amkauum n nosxe He ucciegoBanncb. M gaxe B 3Tol
CTaTbe OHW OMNMCaHbI INLLb Kak Bbi3blBatoLLMe NPespacrnoNoXeHHOCTb,
HO He 0653aTeNIbHO 60Ne3Hb.

2. MyTtauum 6blAM  onpejeneHbl  Kak MaTOreHHble, OAHaKo, B
AeNCTBUTENbHOCTN 3a60N1eBaHVe Pa3BUBAETCS IVILLb NPU PA3IUYHbIX
COnyTCcTBYOLWMX dakTopax, TakuMx Kak npueM onpeieneHHbIX
npenapaToB (HapylleH MeTabonn3M NeKapCTBEeHHbIX CPeACTB) WK
anKoron3m.

3. OAWH Heo4eBUAHbIA Cydail — MyTauus, Bbi3blBaOLLAA CUHAPOM
LTagrapTa, KOTOpbIA MNpPOSIBASIETCS C BO3pacToM. YbeanTbcs B
HACTOALLNI MOMEHT, byAeT YenoBek 340P0B UAM HEeT, HEBO3MOXHO.
TakM06pPa30M,0CHOBHbIE OLLNGKIW, KOTOPLIE MPUBOAATKOMNPEAENEHNIO
NaToreHHbIX MyTaLWi y 3aBeZOMO 30POBbIX NH04eN, 3TO Hannyme B
6asax HejOoCTaTOUHO WUCCNEAOBAHHbLIX MyTaLUMA U HEeAOCTAaTOYHOCTb
KpuTepreB Ana  GUAbLTPAUUX  MyTaLMA, acCOUMMPOBAHHBLIX C
3ab0n1eBaHMeM, HO He BbI3bIBalOLLMX ero O4HO3HaYHO.

38



TPUO-AHANNS: OTBETbI /11 HOBBIE BOMPOCHI?

M.C. besneHUKUH
Mockoeckuli 2ocydapcmeeHHsIl yHugepcumem um. M.B. JlomoHocosa, Mockea
e-mail: genetics.npcmpd@gmail.com

DK30MHOe CeKBeHMpOBaHMe noJsiydaeT BCe Ho/blLUee pacrnpocTpaHeHue
B KAMHMYecKon npakTuke. Mpu aHanmse pesynbtatoB NGS HanbonbLuyto
CNIOXKHOCTb MpeAcTaBNseT MoUCK B3aVMOCBA3N  KAMHWYECKON KapTUHBbI
3aboneBaHNst N BapUaHTOB C HEOMWCAHHOWM KANHUYECKOW 3HAaYMMOCTbIO.
MpyY M3y4YeHUN CAOXHbIX ClyyaeB ANS yBeandeHus WUHGOPMATUBHOCTU
NPOBOAAT TPUO-UCCNEfOBaHUA (aHanW3 faHHbIX NpobaHaa W poauTenei),
rnaBHas LUefb KOTOPOro - Mouck de-HoBO MyTauuii y mpobaHga. Uenb
[AHHOrO Keica - AEMOHCTpaLuUsa yuncna «de-Hogo» BapWAHTOB, KOTOpoe
MOXeT HabNtoaaTb Bpay-reHeTVK Npu aHanmse AaHHbIX Tpro. MNpuBoariMble
pe3ynbTaTbl MOJyYeHbl B XOZe MepeaHanns3a JAaHHbIX MOJHO3K30MHOI0
CeKBEHMPOBaHUSA TPUO (CEKBEHMPOBaHWE MNPOU3BeAEeHO B 3anajHol
KOMMaHWK1, O4HOM W3 NUAEepoB MOZOB6HOro poga wcciegosaHuin). Crtatu-
CTUKA W AaHHble CeKBEHWPOBAHWNSA CBUAETENLCTBYHOT O BbICOKOM KayecTBe
NpPo60OMOArOTOBKM 1 CEKBEHVPOBAaHMSA BCeX Tpex 06pasuoB 1 COOTBETCTBUS
nx TpeboBaHVAM, MNpeabsBAseMbiM K MOAOOHOr0 poAa UCCIeAOBaHUSIM.
CpegHsia rnybuHa npoyteHus: >120x. B AgaHHOM Keice OCTaHOB/OCh TONbKO
Ha COrNacoBaHHOCTU JaHHbIX N Yncie «0e-Ho8o» MyTaLMiA, onpejensemMbiX
no gaHHbiM NGS. B dpaiine BaprnaHToB npobaHaa npeactasneHo 120 romosu-
FOTHbIX 1 1329 reTepo3nroTHbLIX «0e-HO80» BAPUAHTOB (T.e. OTCYTCTBYHOLLIMX
y XOTS 6bl 04HOro poauTeneit) (mpw 50X; Npy CHYXEHWM Mopora NPoYTeHMS
40 30X Yncio BapuaHTOB BO3pacTaeT B pasbl). Y pogutenelt 66110 HalgeHo
CYMMapHoO 468 roMO3UroTHbIX BapMaHTOB, OTCYTCTBYHOLLMX Yy nMpobaHia B
reTepo3nroTHOM BUZAe, YTO CHMXXaeT MHPOPMATUBHOCTb «0e-HO80» HaxO00kK
y NpobaHAa. XpOMOCOMHbLIX aHOManuii obHapyeHo He 6bi1o (XMA). Keiic
HarnsgHO JAeMOHCTPUPYeT Haauume obbema [JaHHbIX, MOTeHUManbHO
asnaroLwmxca aptedpaktamu NGS n TpebyroLLmx 0653aTeIbHOro NoATBepPXKAe-
HUS APYTUMU METOAAMU NCCNeLOBaHNN N PACCMOTPEHUS NCKIOUYNTENbHO B
paMKax KJIMHNYECKOM KapTUHbI.
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onbIT UAEHTUOUKALNN MONEKYNAPHO-TEHETUHECKMX
COBbITW NP OCTPOM MMENOUNAHOM NNEMKO3E C
NCNoJib30BAHMEM METOAA RNA-SEQ

A.B. i3omos, A.B. BuHoz2pados, 1.H. MeHbwaHog
Ypansckuli 2ocydapcmeeHHsIl MeQUYUHCKUL yHUBepcumem, EkamepuHbyp2
e-mail: phoenus@yandex.ru

/13BeCTHO, UTO N30IMPOBAHHOE NOBPEXAeHMe NPOTOOHKOreHa Uamn reHa-
cynpeccopa He $ABAsSeTCs AOCTAaTOYHbIM YCIOBMEM A5 3/10KaYeCTBeHHO
TpaHchopMaLmy, TakkKe 3HaAUUTEeNbHYH POSib  UrpakT  BTOPUYUHbIE
MoBpeXAeHnss ” MyTauuy pPes3ncTeHTHOCTM K XuMmuoTepanuu. Llenb
nccnefoBaHnA - AeTekunss MOJIeKYNSPHO-TeHeTUYeCKUX COobbITUM  npu
OCTPOM MuenongHom neikose (OMJ1) metogom RNA-Seq. ViccnepoBaHa
npoba KOCTHOro Mosra naumeHTta ¢ OMJ1 M7 Bo3pactoMm 49 net. ToTanbHyH
PHK Bbigensann Habopom «QIAamp RNA Blood Mini Kit», nocne BblgeneHus
CeKBeHVpOoBaa Ha NoIHOreHoMHOM cekBeHaTope «HiSeq 2000». [lns obpasua
6bi10 npountaHo 7,407,406,054 map OCHOBaHW, noay4veHbl 42,4 M/H.
100-HYyKNeoTUAHbIX OAHOCTOPOHHUX MocnegoBaTenbHocTen (Q20=96,88%,
Q30=91,79% no PHRED). BblpaBHVBaHMe NociefoBaTeNbHOCTEN MPOBOANN
no anroputmy COBWeB oTHOCuTeNbHO pedepeHTHOro reHoma u4enoBeka
hg19 wn 6a3bl nocnegoBaTenbHOCTE TpaHckpunToB RefSeq. TMocne
BblpaBHVBaHUS NAeHTUOULIMPOBAaHA reHoMHas iokanmsaunsa ans 31,9 MiaH.
nocnefoBaTeNbHOCTEN, HeUAeHTUPULMPOBaAHHbIE MOCAeA0BaTeIbHOCTY
WNCKIIOYEeHbl 13 aHanm3a. ToyeuHble MyTaumn onpegeneHsl B 11 ueneBbix
reHax 1 611 NpeacTaBieHbl 4 NHCEPUMAMUA U 8 AeneuysMuy, NMPUBOAS LM
K CABUIY paMKM CHUTBIBAHWSA, @ Takke 12 HECMHOHUMWYHbBIMW HYKIeoTUA-
HbIMW 3aMeHamMu. Cpean 3amMmeH HyKeoTUAOB NpeobaajatoLM BapmaHToOM
6111 TpaHcBepcun (7 HabnwogeHwi). B 5 reHax (KIT, MLL, CASP7, CASP9,
SF3B1) Habnoaanmcb 04HOBPEMEHHO HECKObKO MyTaLMiA, B OCTaslbHbIX — MO
OfHOW. TOMO3UTroTHbIE MyTaLuun onpegeneHsl B 3 reHax (ATM, CASP9, TP53).
B nccnegoBaHHOM cC/lyyae BbisiB/ieHbl AedekTbl anonTO3HOro Kackaja Kak
Ha YpOBHEe peryasTopoB, Tak M Kacnas, HapylweHWs B cucTemMe perynsaunmu
nponuédepaymn. Takmm o6pa3oM, MeTOA CEKBEHVPOBAHMWSA TPaAHCKPUMTOMA
MO3BONSAET KOMMJIEKCHO BbISABASATbL MONEKYNAPHO-reHeTu4eckme HapyLleHus,
UTO MOXeT OblTb WCMOb30BaHO ANA NepCoOHNOULMPOBAHHOIO MOAXOoAa K
Tepanuu. Yyactme B KOHPepeHUMN MoAAep>KaHO KoMMNaHueln «brnoJlaliHy.
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MONEKYNAPHAA ANATHOCTUKA HAC/TEACTBEHHOTO PAKA
MOJIOYHOW XENE3bl C MTPUMEHEHWUEM TEXHOJIOTMW NGS

E.N. Hosukosa, I.[1. CHu2upesa
Pocculickuli Hay4HublIl yeHmp peHmzeHopaduoao2uu, Mockea
e-mail: sni_gal@mail.ru

OnpegeneHne HacneiCTBEHHOrO XapakTepa 3aboseBaHVs y NauueHToB
C ANArHO30M paK MONOYHOM xenesbl (PMX) HeobxoanMo Ana Ha3zHa4veHUs
aZleKBaTHOro JieveHWUs, a Takke AnA npoBefeHUs npodunakTnyeckmx
MepOonpuUATUIA N0 NpeaynpexAeHnto U paHHeN ANarHOCTVKN OHKONAToON0r N
Yy 340pPOBbIX POACTBEHHUKOB-HOCUTENbHWUL, MyTauuii. K HacToswemy
BpemMeHn HakorseHa MHGopMaLnMsa O HaceACTBEHHbIX MyTauuax B reHax
BRCA1/2, og4HaKo OHW He OXBaTbIBAlOT BeCb CMeKTP HacneACTBEHHbIX GOpM
PMX. Mytaumm B reHax BRCA1/2 Habniogatotcad He 6onee yem B 30%
cemeliHbIX cnydaeB PMX. Lenb BbisiBneHuMe HacneACTBEHHbIX MyTauuii,
acCcoUMMPOBAHHBIX C pUCKOM pa3Butua PMXK. Matepuansl v meTtoabl 174
nayneHTa ¢ KAVMHWYEeCKUMW MNpU3Hakamu Hac/eACTBEHHOro 3aboneBaHus
OblI OTOBPaHbI MO MPU3HAaKY OTCYTCTBUSA YaCTO BCTPEYAOLMXCS MyTaLnii
B reHax BRCA1/2 n npoTecTrpoBaHbl C nMpuMeHeHrem TexHonornm NGS
Ha nnatdopme MiSeq (lllumina) ¢ wmcnonb3zoBaHvem naHenn TruSight
Cancer, BKkAoYatowleri 94 reHa, accouMMpPOBaHHbIE C PUCKOM Pa3BUTUSA
oHkonaTtonornn. PesynbTatbl Y 65 nmaumeHToB 6bIIN UAEHTUGULMPOBAaHbI
82 KNVHMYECKN 3HAUUMbIX FreHeTnyecknx BapraHTa B 20 reHax. Y 49 v3 Hux
BbliBJIEHbl MaTOreHHble MyTauMXM B reHax, acCouuMMpPOBAHHbBIX C PUCKOM
passutna PMX (BRCA1, BRCA2, ATM, CHEK2, NBN, PALB2, MSH6), cpean
KOoTOpbIxX 49% cocTaBnaAoT pefkmne mytaumm B reHax BRCA1/2. Y 16 naumen-
TOB HaljeHbl MyTauyun B reHax, CBA3b MOBPEXAEHWA B KOTOPbIX C PUCKOM
pa3euTna PMXX Ha faHHbIM MOMEHT He MoATBepXAeHa. 15 uenosek SBNAOTCA
HOCUTEeNAMU OAHOBPEMEHHO HECKONbKUX KANHNYECKN 3HAUYNUMbIX MyTaLWA.
BeiBogbl Metog NGS no3sosvn, B JOMOJHEHWE K CTaHAAPTHBIM MeToZam,
BbIABUTb Cpeu MauneHToB C KINHNYECK/MY MPU3HaKaMy HacneaCcTBEHHOTO
PMXX 49 naumeHToB (28%), ABASIOLLUMXCA HOCUTENAMU KJIMHUYECKW 3Ha4un-
MbIX FepPMUHAAbHbIX MyTaLMi B reHax NpeapacnonoxXeHHOCTU K PMXK.
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FEHOMHDbIE MPEAUVKTOPBI MNP MPOrHO3NPOBAHUI PUCKA
KANbUNDPUNKALNUN BUOJTOTNYECKUX NMPOTE30B KJ/TIAMAHOB
CEPALA, UMNNAHTUPOBAHHbBLIX B MUTPAJIbHYHO NO3NLNIO

A.B. lNoHaceHko, M.B. XymopHas,

A.l. KymuxuH, H.B. Pymkoeckas, /1.C. bapbapaw
HayyHo-uccnedosamensckuli UHCMUMym KOMNAEKCHbIX
npobaem cepde4Ho-cocyducmesix 3a601esaHul, Kemepogo
e-mail: ponasenkoav@yandex.ru

BrnonornyeckmenpoTesblobecneyrBaroT6onee dbmsmMonornyHble napameTpebl
BHYTPUCEPAEYHON reMOAVNHAMUKL, He TPebyoT MOXM3HEHHOIO NPVYIMEHEeHNs
AHTUKOArynsHToB, Mpv ANCOYHKLMM He BbI3bIBAKOT XU3HEYrPOXatoLLMX
OCNOXHeHnn. B 20% cnyyaeB MpUUMHON ANCOYHKLUMN MPOTE3a ABASETCS ero
KanbuMduKaums, ¢ nocesyrowmmMmm reMogUHAMNYECKIMY HapyLLeHUSMUN
1 HEeOb6XOANMOCTbIO MOBTOPHbIX onepauni. NMonck pelenneHT-3aBUCUMbIX
$aKkTOpoOB MpPOAO/IKAETCH, @ reHOMHble MpeanKTopbl Kanbuudrkaunm
B6roNorMyecknx NPoTe3oB He BbisiBNeHbl. Llenb. Onpesenntb reHeTn4yeckme
AeTePMUHAHTbl BbICOKOro pucka Kanbuuukaumm WMNAAHTUPOBAHHOIO
buonornyeckoro npotesa. Matepuansl 1 metoabl: AHK Bbigensgn meto-
A0M  GeHON-XNOPOPOPMHOIM IKCTPaKUMU U3 KPOBM OT 72 peumnueHToB
BMONOrMYecknx KAanaHoB CepALad, YCTaHOBMIEHHbIX B MUTPaJibHYH
nosuyuto. eHoTunmposaHue mMetogoM PT-TLUP. Kak kpuTepun pucka
OLleHVBaNu KINHUYecKe npeankTnBHble GakTopbl, C HAMbOAbLLEr YacToTo
BCTpeyarowieca B rpyrnne (Mo, BO3PacT, CTeneHb HeAOCTaTOYHOCTU
MUTPasibHOro knanaHa, ®K cepge4yHol HefOCTaTOUYHOCTW, apTepuanbHas
rMnepTeH3uns, caxapHblil AnabeT, nwemmyeckas 6one3Hb cepaua, MHdapkT
Mmokapga, 3abonesaHve nepudepmnyecknx apTepuin, OCTpoe HapyLlueHune
MO3roBOr0 KpOBOOOpaLLeHUs, MUenoHedpuT) U reHeTnyeckrie Mapkepbl
(48 caritoB 23 reHoB: CRP, IL1[3, IL1F9, IL6, IL6R, IL8, IL10, IL12B, TNFa, TLRs
(1, 2, 4, 6, 8), TREM-1, APOE , LIPC, NOTCH1, VDR, CASR, OPG, LPA, CALCR).
CTaTUCTMYeCKMiA aHanu3 OCyLLeCTBASAN MeTOAOM BUHApHOW noructuye-
CKON perpeccun C MoLUaroBbiM BKAOUEHMEM MPeauKTOpPOB. PesynbTaTbl.
OnpegeneHbl 4YeTbipe KPUTEPUS, UMeERLLMX Hambosbluee MPOrHocTmye-
CKOe 3HauyeHue: BapuabenbHble calitbl reHa VDR rs2228570 n rs731236
(OLL=28.27, 95%/1=4.06-196.59, p=0.0007 n OLLU=11.10, 95%/AM1=1.95-63.11,
p=0.0066 cOOTBETCTBEHHO), CalT rs2229238 (OLU=12.56, 95%/11=2.35-67.19,
p=0.0029) IL6R n myxckor non (OL=7.18, 95%/M1N=1.56-33,02, p=0.0132).
Yuactue B KOHPepeHUMN MoALEepP>KaHO KOMMNaHKel «EBporeH».
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