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TepMHUHBI U onIpeIeIeHUust

B Hacrosmieli craThe NPUMEHSIOT CIEAYIOUIME TEPMUHBI C  COOTBETCTBYIOIIMMH
OIpEeCICHUSIMH.

AabTepHaTuBHBIN cnaaiicunr (alternative splicing) — sto kiero4Hslid mporecc, Npu
KOTOPOM 3K30HBI OJIHOTO M TOTO K€ T'€Ha COCIMHSIOTCS B Pa3HBIX KOMOHMHAIIMSIX, YTO HPUBOIHUT K
00pazoBaHMIO Pa3HbIX, HO CBs3aHHBIX TpaHCckpunToB MPHK. D1t MPHK MoXHO TpaHciIMpoBaTh Juis
IPOM3BOCTBA PA3IMYHBIX OCIKOB C pa3HBIMH CTPYKTypaMu M (YHKLIHSMH — U BCE 3TO M3 OJHOTO
reHa [1].

AnonTo3 (apoptosis) — peryaupyeMblii MPoIecce MporpaMMHUPYEMOii KIIETOUHOU THOEIH, B
pe3yJbTaTe KOTOpOro KJIETKa paciiajaeTcsi Ha OTASNbHBIC allONTOTHYECKUE TeNbIla, OTPaHNYCHHBIC
1a3MaTHYecKoil MeMOpaHou.

I'emonosTnueckas croJioBasi kierka (I'TICK) (hematopoietic stem cell) — crBonoBas
KJIETKA, yYacTBYOIIAsl B TEMOI093¢ (T.e. KPOBETBOPEHHUH ); KII€TKA, JAIOIIAs HAYaI0 KIETKaM KPOBH.

I'enom 4emoBexka (human genome) - Bce Tpu MWUMApAa TMap OCHOBAHUM
ne3okcupubonykiennoBo kuciotsl (JJHK), cocraBnstomux Bech Ha00p XpOMOCOM UEITOBEYECKOTO

opraHuisma. I'eHoM 4enoBeKa BKIIFOYAET KOAUpyronue obnactu Z[HK, KOTOPBIC KOAUPYIOT BCC I'CHBI

#ABTop Mg cBs3u: (Ten.: +7 (985) 147-97-18; . moura: musatov.mailbox@yandex.ru).
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(20000-25000) yenoBeueckoro opranusMa, a Takxke Hekoaupyromue oonactu JJHK, koropsie He
KOJUPYIOT HUKaKKX TeHoB [2].

I'pa¢ (graph) —sto reomerpudeckas purypa, KOTopasi COCTOUT U3 TOUEK M JIMHHIA, KOTOPbIC
uX coeqUHSIOT. TOYKM HA3bIBAIOT BepIIMHAMH Tpada, a IUHUU — peOpamH.

OpuenTupoBanHbiM rpadom (od6o3nauaercs G) (directed graph) naseiBactcs mnapa
G =(V, E), rne V — mHOxecTBO BepiimH, a E € V X V, MHOXecTBO pebep, COCTUHSIIOMUX 3TH
BEPLINHBI.

I'pad ne Bproiina (uHorna taxxke rpad ne bpeitna) (de Brujin graph) ¢ nmapamerpom | mst
n-OykBeHHoro andasura (o06o3nauaercs B (n,l)) — ato opuentuporanusiii rpad G (V, E) [3], rne V
— MHOYECTBO BCEX CJIOB JUIMHBI | B 3amanHoM andasute, (U,V) — BepIIMHBI Tpada, COCTUHCHHBIC
JMHHEH, Ha3bIBaeMoit pedpom, a E € V X V — MHOKeCTBO pedep.

[Ipumeuanue 1 [3]

I'pad ne bproiina st MHOXKECTBA IPOUTEHUH B 3aaue COOPKU TreHOMa:

[Tycth umeroTcst Bee pasnndnbie cyGpdukchl u npedukce npoutenuit pmuHoit (I — 1).

IToctpoum rpad D, B xoTopom mnpepukchl U cyPpOHUKCH SBIAIOTCS BeplIMHAMU. bynem
COEIUHATH BEpUIMHBI V1 1 V2 HallpaBJIEHHBIM PEOPOM TOJIBKO TOTJJa, KOT/la CYIIECTBYET MPOUTEHUE
c nmpeduxcom Vi u cypoukcom Va. Kaxnoe ucxonHoit nmpourenue 0yJeT COOTBETCTBOBATh pedpy
rpada. Takoii rpad Oyzaer sBisiThes noarpadom rpada ne bproitaa B (4,]), T.x. momy4uscs Takum xe
METOJIOM TOCTPOEHHS, IPOCTO MO0 MEHBIIEMY MHOXECTBY CTpPOK. Kakniplii myTh B rpade B Takom
ciydae OyZeT COOTBETCTBOBATh HEKOTOPOil cTpoke. Haunem ¢ (K — 1)-mepa. I[Ipoxons mo kakaomy
pebpy, OyaeM NpUIKCHIBATH MOCICIHUN HYKJICOTHI COOTBETCTBYIOIIEro K-mepa cmpaBa K
umerotneiics crpoke. B utore monyuntcst ctpoka jutuabl (K — 1) + (konmuuectBo pédep B myTH) [3].

IIpumeuanue 2

Hannuue BeImenpuBeneHHBIX ycnoBuil s rpada ne bproiiHa mMmo3BoiseT caenath
CIIEAYIOINK BBIBOMA: CyllecTByer cioBo L mmuuael | + 1 B 3aganHOM andaBuTe Takoe, 4YTO
u = prefix (L) u v = suffix(L).

I'pad ne Bproiitna ocHoBaH Ha K-mepax. JIJst OCMBICICHHS TOTO, KaKk MMEHHO MPOUCXOIUT
noctpoenue rpada ae bproitHa s reHoma, copMmynupyeM YHOpOILEHHYIO 3a7ady U MPHUBEIEM ee

pemenue [3].

3agaua
[TycTh UMeeTCss MHOXKECTBO MTpouTeHui inHbI | Hykieotu0B (0ykB). TpeOyercst mocTpouTh
BOSMO)KHBIﬁ I'€HOM, €CJIM HU3BECTHO, YTO BCE HO}ICTpOKI/I T'€HOMA JJINHBI | BXOI4AT B JAHHOC

MHOX>XECTBO HquTCHHﬁ.
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O0bsicHeHHe

I'enom, kak Oonblias CTpOKa, MMEET CBOM IMOACTPOKUM — MpoureHus. Kak reHom, Tak u
MIPOYTEHUSI COCTOSIT U3 YeThIpeXcuMBOIbHOTO ayipaBura {A, T, G, C}, mo-n1pyromy — HyKJICOTH/IOB;
nnst PHK-renoma B andasure TumuH (T) 3amensiercst Ha yparut (U). YacTo aiarHa IPpOYTSHUI JISKUT
B guamnazoHe 100-1000 HykieoTHIOB, a caM TE€HOM MOXET COJepXk aTh MOpsSAKa MHIUIMOHA
HYKJICOTUZOB y MPOCTEHIINX OpraHu3MoB. [Ipu 3ToM MHPOpPMALMIO O T€HOME MBI MOIy4aeM

OIIOCPEIOBAHO — Yepe3 MPOUYTEHHUS, B X0/1€ CEKBEHUPOBAHMSI.

Pemenue

Crpourtcs rpad G, rae BepminHbl — cyhdukcsl U npedurcs muHb | — 1 Bcex mpouTeHuid.
[Monyuaercs moarpad rpada ne bproitna B (4, | — 1). Tloarpad, mockoabky B TakoMm rpade
NPHCYTCTBYIOT He 00s3aTeIbHO Bee 4 BepIIMHBL, T/ie KaXkI0My peOpy COOTBETCTBYET IPOUTEHIE.
Haiinem B Takom rpade myTh, KOTOPBIM MPOUIET uYepe3 KaKIyI0 BEPIIMHY TOJHKO OJUH pa3
(“siinepoB myTh”). Takol MyTh CyLIECTBYET, OCKOJIBKY Ha MCCIEAYyEeMbIil T€HOM ObUIO HAT0XEHO
YCJIOBHE, YTO BCE MOJCTPOKU JUTMHBI | BXOIAT B MHOXKECTBO MpodTeHHid. TakoW MyTh SBISETCS

BO3MOXHBIM OTBCTOM.

IIpumeuanue 3

EnnHCTBEHHO BEpHBIN OTBET (peaibHbI TEHOM) MOYKHO IOJIyYUTh HE BCET/a, T.K. B rpade He

BCETrJa €CTh TAKOM SUJIEPOB IIyTh.

/"...Byaem coeANHATb BEPLUMHbI TONBKO
Torga, Korga ecTb NPOYTEHUA C
npeduKcoM vi U cydcukcom va...."

B paHHOM cnyyae:
npoyrteHue - ATG

. npedoukce - AT, cydpcpukc - TG

Mpedumkc

cTpoku ATG Cydpchukc
CTPOKM
ATG

WUckombint reHom: ATGTATTAC

Puc. S1. [Ipumep noctpoenwus rpacda ae bproitna u3 punos (ykazaHHbIX Ha péOpax rpagda) — ux
npedukco u cypdukcon s runorerrnueckoro renoma ATGTATTAC.



IIpo6semsbl mocTpoenns rpaga e bproiiHa B peaJIbHBIX FeHOMAaX:

1) cymiecTBYIOT MOBTOPSIFOLIMECS TIPOYTCHUS,

2) CYIIECTBYIOT OIIMOKM B CAMHX MTPOYTCHUSAX (JIENICIIMH, HHCEPIMH, HECOBIIAICHHUS,
OJIHOHYKJICOTHIHBIE TIOTUMOP(HU3MBI);

3) MpoYTEeHUs] UMEIOT HEOAMHAKOBYIO JUTUHY;

4) Bpewms paboTsl anropur™a O(4' X D.

Jauna npourenuii (read length) — urcio map HykiaeoTr0B (I1.H. — bp) CEKBEHHPOBAHHOTO
JHK-dparmenra.

Hutponsr (intron, intragenic region) — yuacrku JIHK, coorBercTByrommue ydvacTkam,
yaansieMbiM u3 3pesioro PHK TpanckpunTa B nmpouecce cruiaiicusra.

k-mep (k-mer) — crpoka mmuHoi K Hykieotumos (0ykB) B andasure (A, T, G, C).

[Mpumeuanue: s PHK andasur 6yaer cocrosats u3 (A, U, G, C).

KonTur (contig(uous)) [4] (mpuMeHUTEIBHO K TEHOMHBIM HCCIICOBAHUSAM, TIPOUCXOIUT OT
clloBa contiguous, T.e. “CMeXHbII’) — mpejacTaBisier coboi Habop cermentoB JIHK- maum PHK-
MOCJIEI0BATEIbHOCTEH, KOTOPBIE TIEPEKPHIBAIOTCS TAKUM 00pa30M, YTO 00ECIICUMBAIOT HEMPEPHIBHOE
IpeJCTaBIeHNE HEKOTOPOH TeHOMHOM 00acTu.

MMP - ajroputM mNoMCKAa MAKCHMAJBLHOIO oToOpaskaemoro mnpedpuxca MMP
(maximum mappable prefix) — aaropuT™m, OCYIIECTBISIONIMIA TMOUCK HAYaJIbHON IMOJCTPOKH
MaKCUMaJIbHO BO3MOXXHOM JUIMHBI, KOTOpas Obl COBIaJaja ¢ 3TAJOHHOM CTPOKOW M HAYMHAJACh C
MEPBOT0 CUMBOJIA CTPOKH [5], B cBOtO ouepenb, MMP — MakcHUMalbHBIH PEPHUKC, KOTOPBIH MOXKHO
COIOCTaBUTh C TEHOMHO#/TPAHCKPUITOMHOM MOCIIE0BATEIbHOCTHIO.

Myrarene3 (mutagenesis) — mporiecc U3MEHEHUSI B HYKJICOTHIHON MOCIEI0BATEIbHOCTH
JHK, npuBojsmmii k MyTanusM. Pa3nuyaroT ecTecTBEHHBIM (CHIOHTAHHBIN) M HMCKYCCTBEHHBIN
(MHAYIMPOBAHHBIN ) MyTareHes.

MyTtamus (mutation) — sto usmenenue nocnenoBareabHoctr JJHK oprannsma. Myranuun
MOTYT BO3HHMKATh B pe3ysibrate omunook perumkanuu JJHK Bo BpeMst neneHust KI1eTok, BO3ACHCTBUS
MYTarcHOB WJIM BHUPYCHON MH(EKIMH. 3apObIIIeBbie MyTalluK (TIPOUCXOJSIINE B SUICKICTKAX H
CIIEpMATO30MaX) MOTYT TepelaBaThCs IOTOMCTBY, TOT/Ia KaK COMAaTHYECKAE MYyTalllH
(mpoucxoasiye B KJICTKax OpraHu3Ma) MOTOMCTBY He nepeaatorcs [6].

Onnonykieoruansiii momumopdusm (SNP —single nucleotide polymorphism) — otiauune
B TIOCJICJIOBATEIILHOCTH TE€HOMa o00pa3la W OSTAJOHHOIO TeHOMa, T.€. BapUaHT TEHOMa,

OTJIMYAIOLIUICS B HEKOTOPOM IOJI0KEHUH Ha OJIHO a30ThcToe ocHoBaHue JJHK.
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OrkpbiTasi pamka cuntbiBanusi (open reading frame, ORF) — mocnenoBaTeabHOCTb
HyKi1eoTu0B B coctaBe JIHK, koTopas mpu TpaHCISIMU B aMHUHOKHCIIOTHI HE COJIEPKUT CTOIN-
KOJIOHOB B CBOEH MOCJIE0BaTeILHOCTH [7].

[Ipumeyanue: TeHETHUYECKUH KOJ| CUUTHIBaeTCS puOOCOMOM 1O 3 M.H., TO O3HAYaeT, 4TO
napyxuernoueynass monekyna JIHK moxer ObITh mpouuTaHa B Jt000W M3 IIECTH BO3MOXKHBIX
OTKPBITHIX PAMOK CUHUTBHIBAHUS — TPU B TIPSIMOM HAIPaBJICHUU U TPH B 0OPaTHOM.

Ipeduxc (prefix) — moxcrpoka, HaYMHAKOMIASICS C TEPBOTO CUMBOJIA CTPOKH.

IMpoaudepanus kiaerok (cell proliferation) — o xe, uTo AeICHNUE KIETOK.

IMpourenns (reads) - JIHK/PHK-¢parments, Bo3HUKaiomme B  pe3ysbTaTe
CEKBEHHPOBAHUSI.

ITIyTs B rpage — HekoTOpas orpeaesieHHast OCae10BaTeIbHOCTb BEPILUH U pEdep.

[Mpumep: myTéM Ha3BIBAaETCSA IOCIEIOBATEILHOCTh BHIA V(€1V;...ExV, THE €; €E E,e; =
(v;_1,v;), € — ot anru. edges (p€bpa), V — vertices (BepIIMHbI), COOTBETCTBEHHO, E — MHOXeCTBO
Bcex pEdep, a V — MHOKECTBO BCEX BEPIIHH.

Penunpoxnsie Tpanciaokamuu (reciprocal translocations) (reciprocal — oGoroanbril) —
XPOMOCOMHBIE IEPECTPOUKH, IIPH KOTOPHIX MPOUCXOANT B3aUMHBII OOMEH Y4aCTKaMHU MEXTY IByMSI
XPOMOCOMAaMH.

PHK-tpanckpunt (Tpanckpunt) (RNA transcript) — ¢parment PHK, momydennsiii B
pesyabTate Tpanckpuniuu JJHK B PHK.

CexBenupoBanue JiuHHbIME npoutenusimu (long-read sequencing) (Takxe B TEKCTe
“pauHHbIe mpouteHusi”) — merox ompencnenus JIHK/PHK-mocienoBaTensHOCTH, B KOTOPOM
JUIMHA IpoYTeHud JeXuT B Auanazone 5000—100000 m.H.

CexkBeHHpOBaHHe KOpPOTKMMH npouteHusimu (short-read sequencing) (takke B TEKCTe
“koporkmue mpouteHus”) — meron onpexaenenus JIHK/PHK-mocnenoBarenbHOCTH, B KOTOPOM
JuTMHa npouTeHus He npesbimaeT 300 1.H.

ComaTnueckue Tpancjaokamuu (Somatic translocations) — TpaHciokaiuu, BO3HUKAIOIIUE
B COMATHYECKMX KJIETKaX B pe3yJibTaTe OMMOOK MHUTO3a; MPUBOAIT K AHOMAJHUSAM, KOTOpbIE
3aTParuBaroT ONPEACICHHYIO KIETOYHYIO JIUHUIO.

CTon-KomoH — 9TO TOCIENOBATEIbHOCT, U3 Tpex HykineotuaoB B JHK wm
unpopmannonnoit PHK (MPHK), koTopast curnanusupyer o He0OXO0IUMOCTH HPEKPaTUTh CHHTE3
oenka. CymecTtByeT 64 pa3nmuyHbIX KoJOHA: 61 KOJOH ompenensieT aMUHOKHCIIOTHI, TPU KOJOHA
sBIsIIOTCS cromn-komoHamu (T.e. UAA, UAG u UGA) [8].

Crpykrypnblii Bapuant (CB) (genomic structural variant) — usmeHneHus reHoma, KOTOpPbIC
3aTparuBaroT 6osee o1HON (00bIYHO >5) map ocHoBaHUil. OcHOBHBIE THIIBI CB BKJIIOYAIOT /€enuy,

UHCEPLUH, AyIUTUKAIMKY (TaHEMHbIC WA BKPAIUICHHbBIC) 1 nHBepcuu [9].
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[lpuMeyanne: CHMHOHMMOM TEpPMHUHA “‘CTPYKTYpHBIM BapuaHT’ B JaHHOH cTaTthe Oyaem
CUHMTATh CJIOBO “U30(opMa’ MO OTHOIIEHUIO K THOPUIHBIM T'€HaM.

Cydduxc (suffix) — moacrpoka, 3akaHUMBAIOIIASCS HA MTOCICAHUNA CUMBOJI CTPOKH.

Tupo3unkuHasa (tyrosine kinase) — pepment, neperocsmuii pocharayro rpymmy ot ATO
K OCTaTKaM THpPO3WMHA ONpEICICHHbIX O€IKOB BHYTpH KiIeTKH. OH (QYHKUHMOHUPYET Kak
MEePEKII0YaTENb, “BKIIOYAs U “BBIKIIIOYAS MHOTHE KJIETOYHBIE MPOIIECCHI.

Touxku paspeiBa (breakpoints) — yuactku JIHK, mnocnenoBateipbHOCTh KOTOPBIX
CYIIECTBEHHO OTJIMYAETCS OT ATAJOHHOW TOCIIEI0BATEIBHOCTH, T.€. TAKHE MECTa Ha XPOMOCOME, TJe
JTHK moxeT ObITh ynaneHa, HHBEPTUPOBAaHA WIH MOXKET MPOM30MTH TpaHCIOKaius (OnpeaeneHue
B3sito 13 COSMIC — Catalogue of Somatic Mutations in Cancer) [10].

IIpuMeydanue: TEPMHUH “TOYKa pa3pbiBa’ HCIOJIb3YETCSA TaKKe MHOT/A B KOHTEKCTE IMOUCKa
rHOPHUIHBIX T€HOB M TPAHCKPUIITOB W MOXET O3Hayarth “Touky ciumsaus” (fusion point), t.e.
(bakTHUECKH SBIATBCS TEM MECTOM, TJe JBa IeHa CIWINCh B ofuH. IlosToMy crouT OoOpamaTh
BHHMAaHHE Ha KOHTEKCT, B KOTOPOM HCIIOJIb3yETCs] TEPMHUH.

Tpauckpunrtom (transcriptome) — sto nmoassii Habop Monekyn uHbopMmarronHoii PHK
ni MPHK, sxcnipeccupyembix opranuzMom. TepMUH “TpaHCKpUNTOM™ TaKKE MOKHO UCIIOJIb30BATh
ISl oMcaHus MaccuBa TpanckpuntoB MPHK, mpoayniupyempIx B ONpeIeieHHOM TUTIE KIETOK WU
TKaHeil. B oTnuume oT reHoma, KOTOpBIA OTIMYAeTCs CTAaOMIBHOCTBIO, TPAHCKPHUIITOM AKTHBHO
u3mensiercs [11].

dukcupoBaHHbIe popMaTHHOM NapaduHN3NpoBaHHbIe 00pa3ubl Tkanu (FFPE sample)
— 00pa3sibl TKaHU, B3ATHIC y MAIMEHTA JJIS TIOCIEAYIONIETo aHaIn3a, GUKCHPOBAHHbIE (hOpMaTMHOM
U mnapadUHU3UPOBAHHbBIE JUIS KOHCEpBAIMM M COXPaHEHHs CTPYKTYyphl TKaHU. HykienHOBBIE
KuCoThl, B ocooeHHocTr PHK, B Takux oOpasiax, kak MpaBmIo, IPUCYTCTBYIOT B BUJE KOPOTKHX
¢dparmenToB (nerpaguposannas PHK) [12].

“duaaneabpuiickas  xpomocoma” (Philadelphia chromosome) - nmedexrnas,
YKOpPOYEHHasi XpoMmocoma 22, BO3HHMKAlOIIas B pe3ylbTaTe pPEeLUIIPOKHOM TpaHCIOKaluu
t(9;22)(q34;q11) mexay xpomocomamu 9 (B Heit Haxomutcs reH ABLL) u 22 (B Heil HaxoauTcs
yuactok BCR). Cogepxxut xpomocomuyto nepectpoiiky BCR-ABL. B pesynbprare Tpancimokauuu
o0pazyercst yKOpoueHHAs 22-s1 XpOMOCOMA | YUTMHEHHAS 9-51 XpOMOCOMa ¥ HOBBIH XMMEPHBII OEJI0K
BCR-ABL, cogepxamuii yuactok 6enka ABL1, o6nanaroniuii THpO3MHKMHA3HOM aKTUBHOCTHIO. B
HOpPME THPO3UHKHUHA3HI SBIISTIOTCS] MEIMATOPAMH, aKTUBHPYEMBIMHU CBSI3bIBAHHEM (AaKTOPOB POCTA C
MeMOpaHHBIMU PELENTOPHBIMH OCJIKaMU W TIepEIAloNMMH CUTHAJ K JICTICHUIO Ha siipo, Ho BCR-
ABL npencrapisier co00l MOCTOSTHHO aKTUBHYIO ()OPMY U BBI3BIBAET HEKOHTPOIMPYEMOE JICTICHHE

KIJICTKH.
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XumepHblii (cIMTHBIH/THOpUAHBII) Ten (fusion gene) — reH, oOpa3oBaBiIMiics B
pe3yJbTaTe CIUAHUSA IBYX pPaHee He3aBUCHMBIX IeHOB. Takoil reH MoxxeT 00pa30BaThCs B pe3yJibTaTe
TPAHCIOKAIIMH, XPOMOCOMHON MHBEPCHH WIIH JETICLIUH.

Xpomocomuass TpaHciaokanusa (chromosome translocation) — B3auMHbIE 00MeH
y4acTKaMH MEX]y ABYMSI XPOMOCOMAaMH.

Xpounyeckuii MuesJouaHbIH Jeiiko3 (XMJI, xpoHudeckuii MHen00/1aCTHBIH JIeHKO3,
XpoHnYeckasi MuesouaHas Jeiikemusi) (chronic myelogenous leukemia, CML) — Goie3ns,
BbI3BaHHAs MHEJIONpoindepaTUBHBIM HOBOOOpa3oBaHUEM. B cilyyae XpOHUYECKOT0 MUENONIEHKo3a
MPOUCXOIUT KIOHANbHAs TNpoiudepanus 3JI0KaYeCTBEHHO WM3MEHEHHOW MYJbTHIIOTEHTHOU
CTBOJIOBOM KJIETKH, TNpPHYEM ‘“XPOHMUYECKUN’ YKa3plBa€T HA MEUIEHHYIO CKOpPOCTb DPa3BUTHUS
3aboneBanus. IlpuunHa 3aboneBaHus — coMaThyeckass MyTalus B FeMOINOITHYECKOW CTBOJIOBOM
KIIETKE, B pe3yJlbTare KOTOPOH oOpasyercs ykopodeHHas “‘¢uianenbduiickas Xpomocoma’.
Qunanenbduiickas XpoMocoMa BO3HMKAeT B Cilydyae HEyJAayHOH TPAHCIOKAIMM MEX]Iy
xpomocomamu 9 u 22, mpu KoTopou oOpasyercs ruOpuanbiii reH BCR-ABL, ycwimBaronmii
TUPO3UHKNHA3HYI0 aKTUBHOCTb, BIUSIOLIYIO HA CKOPOCTh MPOIU(Eepaiy KIETOK.

X31MpoBaHHe — TPOIEAYpa, MO3BOJISIONIAs MPeoO0pa3oBaTh MCXOJHBI MAacCHB JaHHBIX
MIPOU3BOJIBHON JAJIMHBI B OUTOBYIO CTPOKY (PMKCHUPOBAHHOM JUINHBI.

IIpumeyanue:

B kxoHTekcTe gaHHOrO 0030pa, Kak NMPaBHIIO, X3IIMPOBATHCS OYyAyT MOACTPOKH I'E€HOMA,
MPOYTEHUS], WJIM TPAHCKPHIITHI, COCTOSIIME U3 HYKICOTHIOB, T.€. peub OyneT o mpeoOpa3oBaHUH
TekcToBO# ctpoku u3 aindasura {A, T (U — mis PHK), G, C} npou3BojIbHO# ITHHBEI B HEKOTOPOE
YHCIOBOE 3HAUCHHE, KOTOPOE TeM OJIMXKE MO CTPYKTYpPE IMOCIEIOBATEIBHOCTH CBOMX CHMBOJIOB K
HEKOTOPOMY ATAJIOHY, YeM OJIMKe BBIYMCICHHBIN X311 (YUCII0) Y UCCIIEAYEeMOM MOCIeA0BATEIbHOCTH
K 3HAYEHUIO X3111a (YKCIia) 3TaJIOHA.

Jiisepos nyTh B rpade (Eulerian path) — 310 myTh, KOTOPBI TPOXOIUT MO KAKAOMY pPedpy,
pUYEeM POBHO OJIMH pas3.

DK30H (eX0N) (0T aHTJI. ex(pressi)on — SKCIPECCHs, BRIPAXKEHNE) — YaCTh IeHa, KOAUPYIoIast
3penbiii PHK-tpanckpunr, T.e. PHK, xoTopas noimydaercs nocie Toro, Kak B IpoLecce CIIaiicCuHra
OyIyT ylaneHbl BCe HHTPOHBI.

Jxcnpeccusi (TakKe SKCIpeccus TeHOB) (gene expression) — cioBo, 00o3Hayaromee
MIPOLIECC, B X0J1€ KOTOPOT0 T'eHHAast HHPOpMaIHsI UCIIOIb3YETCs IS MOTy4eHUs QYyHKIIMOHUPYIOILIEro

MPOAYKTa reHa.


https://neerc.ifmo.ru/wiki/index.php?title=%D0%9E%D1%81%D0%BD%D0%BE%D0%B2%D0%BD%D1%8B%D0%B5_%D0%BE%D0%BF%D1%80%D0%B5%D0%B4%D0%B5%D0%BB%D0%B5%D0%BD%D0%B8%D1%8F_%D1%82%D0%B5%D0%BE%D1%80%D0%B8%D0%B8_%D0%B3%D1%80%D0%B0%D1%84%D0%BE%D0%B2

CIIMCOK JIMTEPATYPEI

. Alternative Splicing Talking Glossary of Genomic and Genetic Terms. National Human Genome
Research Institute. https://www.genome.gov/genetics-glossary/Alternative-Splicing

. Fridovich-Keil J.L. // Human Genome. In: Britannica.
https://www.britannica.com/science/human-genome

. Nurk S., Bankevich A., Antipov D., Gurevich A.A., Korobeynikov A., Lapidus A., Prjibelski A.D.,
Pyshkin A., Sirotkin A., Sirotkin Y., Stepanauskas R., Clingenpeel S.R., Woyke T., McLean J.S.,
Lasken R., Tesler G., Alekseyev M.A., Pevzner P.A. // J. Comput. Biol. 2013. V. 20. P. 714—
737. https://doi.org/10.1089/cmb.2013.0084

. Contig // Talking Glossary of Genomic and Genetic Terms. National Human Genome Research
Institute. https://www.genome.gov/genetics-glossary/Contig

. Dobin A., Davis C.A., Schlesinger F., Drenkow J., Zaleski C., Jha S., Batut P., Chaisson M.,
Gingeras T.R. // Bioinformatics. 2013. V. 29. P. 15-21.
https://doi.org/10.1093/bioinformatics/bts635

. Mutation // Talking Glossary of Genomic and Genetic Terms. National Human Genome
Research Institute. https://www.genome.gov/genetics-glossary/Mutation

. Open-Reading-Frame // Talking Glossary of Genomic and Genetic Terms. National Human
Genome Research Institute. https://www.genome.gov/genetics-glossary/Open-Reading-Frame
. Stop Codon // Talking Glossary of Genomic and Genetic Terms. National Human Genome
Research Institute. https://www.genome.gov/genetics-glossary/Stop-Codon

. Gawronski A.R., Lin Y.Y., McConeghy B., LeBihan S., Asghari H., Kockan C., Orabi B., Adra N.,
Pili R., Collins C.C., Sahinalp S.C., Hach F. // Nucleic Acids Res. 2019. V. 47. P. e38.
https://doi.org/10.1093/nar/gkz067

10. Breakpoint // COSMIC — catalogue of somatic mutations in cancer
https://cancer.sanger.ac.uk/cosmic/help/rearrangement/overview

11. Transcriptome Fact Sheet // Fact Sheets about Genomics. National Human Genome Research
Institute. https://www.genome.gov/about-genomics/fact-sheets/Transcriptome-Fact-Sheet
12.YiQ.-Q., Yang R., Shi J.-F., Zeng N.-Y., Liang D.-Y., Sha S., Chang Q. // J. Int. Med. Res. 2020.
V. 48. https://doi.org/10.1177/0300060520931259


https://doi.org/10.1089/cmb.2013.0084

	ДОПОЛНИТЕЛЬНЫЕ МАТЕРИАЛЫ К СТАТЬЕ
	Биоинформатические подходы для детекции Гибридных генов и продуктов транс-сплайсинга
	Термины и определения


