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AHHoTauus. [eHeTNYECK/e MeXaHV3Mbl, PETYNIMPYIOLLE SKCMPECCMIO TeHOB, BKIIOUAIOT B cebs CNIOXKHble npoLec-
Cbl: TPAHCKPUMNLMIO, TPAHCAALMIO, SMUTEHETUYECKE MOAVPMKALIUM U B3aVIMOLENCTBIE PETYNATOPHBIX INIEMEHTOB.
OHU UrpatoT KNoueByio posib B GOpMUPOBaHMN GpeHOTUNIMYeCKoro pa3Hoobpasus Yenoseka. bnarogapsa BHegpe-
HII0 BbICOKOMPOV3BOAUTENbHbIX TEXHOMOTUIA, TAKMX Kak SKCMPECCUOHHbIE MUKPOUWTIBI U1 MAaCcCOBOE MaparnienbHoe
cekBeHnpoBaHue (NGS), CTanio BO3MOXHbIM C BbICOKO TOUHOCTbIO aHaNM3MpoBaTb TPAHCKPUMTbI Ha YPOBHE TbiCAY
reHOB MO BCEMY reHOMY. T METOZbl MO3BOJIIY YUEHBIM HE TOSIbKO ONPEeAENsTb YPOBHM SKCMPECCU FeHOB B pas-
JINYHBIX TKAHAX U KNeTKax, HO 1 ry6xe 1M3ydaTb Gronormyeckme npoueccbl 1 GeHoMeHbI, KOTopble paHee ocTa-
BaNNCb HEAOCTYMHBIMUA [ aHanu3a. Tak, MHOrouncneHHble paboTbl MOATBEPAUIN, YTO, HECMOTPSA Ha Mpeoba-
JaHVe VHOVBUAYaNbHbIX PAa3fiMunii B YPOBHE IKCMPECCHN FeHOB, CYLLECTBYIOT TakxKe 3HauMMble BapuaLmmn Mexay
nonynALMAMY, NPUHALNEXALWMUMU K Pa3HbIM KOHTUHEHTANIbHBIM rpynnam, 0GyC/IOBIEHHbIE TEHETUYECKMMK, SMNI-
reHeTUYeCKMI 1 CPeAoBbIMY GaKTopamu 1 eNCTBYEM eCTECTBEHHOTO 0TOopa. Kpome Toro, BaxkHbIM $pakTopom,
BIUAOLLMM Ha aKTUBHOCTb FeHOB, ABNAIOTCA 3a601€BaHNA, KOTOPbIE MOTYT CYLLECTBEHHO U3MEHATb TPAHCKPUMTOM
OTAENIbHbIX KNEeTOK. B 3TOM KOHTeKCTe CpaBHUTENbHbIE MONYNALMOHHO-TEHETUYECKIE UCCNe[0BaHUA MO3BONSIOT
PaCcKpbITb MONEKYNAPHbIE MEXAHU3MBbI, NIEXaLUME B OCHOBE CIIOXKHbIX GEHOTUMMUECKUX MPU3HAKOB, 1 aeHTUbNL Y-
poBaTb NonynALMOHHO-crelndrnyeckne 0CO6eHHOCTI TPAHCKPUMTOMHbBIX Mpoduneil Kak B HOPME, Tak 1 Npw naTo-
NOTMYECKMX COCTOAHMAX. HECMOTPA Ha 3HAUMTENbHBIN MPOrPeCC B 3TON 06NACTV, MHOTUE acMeKTbl OCTATCA Hefjo-
CTaTOYHO M3yuyeHHbIMU. B uacTHOCTY, pacnpepeneHne BaprabenbHOCTV SKCMPeCCUr FeHOB MeXay Nonynaumsamy,
CTeneHb NCCef0BAaHHOCTN OTAENbHBIX STHUYECKMX TPy, CNEKTP UCMOSb3yeMOro 61oNorMyeckoro Mmatepmana,
a TaKKe BKNaA NonynsaUMOHHON NPUHAANEXHOCTU B HabnofaemMble pa3nuums 3KCNPeccum reHoB Npu NnaTosoru-
UECKMX COCTOAHUAX TPEOYIOT AarbHelllero nsyyeHns. B HacToswen ctaTbe npefcTaBneH 0630p COBPEMEHHbIX
1ccnefoBaHnin, MOCBALEHHbIX aHanv3y BaprabenbHOCTY SKCNPECCMOHHBIX Mpoduneit B pasnnuyHbix NOMynsaumsax
yenoBeka. O6006LLEeHbI pe3ynbTaTbl OTAENbHbIX SKCMEPVIMEHTOB, ONMUCaHbl MPEUMYLLECTBA U OFPaHUYEHNS NCMOSb-
3yeMbIX METOZI0B, BblieNieHbl OCHOBHbIe HanpaBfieHNUs paboT B 061acT NOMyAALUVOHHON TPAHCKPUNTOMUKY, a TaK-
e 0603HaueHbl NePCNEeKTUBbI NPAKTUYECKOTO NMPUMEHEHNSA MOJYUYEHHDBIX AaHHDIX.

KnioueBble cnoBa: nonynauuu; RNA-seq; MaccoBoe napannenbHoe CeKBeHUPOBAHWE; SKCMPeCcCUs reHoB; TpaHC-
KpWnTom
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Abstract. Genetic mechanisms regulating gene expression encompass complex processes such as transcription,
translation, epigenetic modifications, and interactions of regulatory elements. These mechanisms play a crucial
role in shaping phenotypic diversity in humans. High-throughput technologies, such as expression microarrays and
next-generation sequencing (NGS), have enabled precise analysis of transcripts for thousands of genes genome-
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wide. These methods have enabled researchers to measure gene expression levels in various tissues and cells and
to gain deeper insights into previously inaccessible biological processes. Numerous studies show that gene ex-
pression varies significantly among individuals. However, there are also notable differences between populations
from different continental groups, driven by genetic, epigenetic, environmental factors, and natural selection. Fur-
thermore, disease states represent an important factor influencing gene activity, as they can significantly alter the
transcriptomic profiles of individual cells. In this context, comparative population genetic studies help uncover
the molecular mechanisms underlying complex phenotypic traits and identify population-specific features of tran-
scriptomic profiles in both health and disease. However, despite significant progress in this field, many aspects
remain underexplored. Specifically, the distribution of gene expression variability among populations, the degree
of research coverage for specific ethnic groups, the spectrum of biological materials used, and the contribution of
population affiliation to observed differences in gene expression during pathological conditions require further
investigation. This review presents an overview of contemporary research focused on analyzing variability in ex-
pression profiles across different human populations. It summarizes findings from individual studies, outlines the
advantages and limitations of the methods employed, highlights key research directions in population transcrip-
tomics, and discusses potential practical applications of the data obtained.
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BeepeHmne

DeHoTHI YeTI0BeKa Kak B HOPME, TaK U IPH MaTOJIOTHHU Tpe/I-
CTaBIISIET COOOH CIOKHYIO IUHAMIYECKYIO CHCTEMY, (hOpMHU-
PYeMy0 B3aUMOJICHCTBHEM TeHOMHBIX, TPAHCKPUIITOMHBIX,
AMHUICHETUYECKUX U METa0O0JIOMHBIX (DaKTOPOB, a TaKKe
BIIMSTHUEM OKpYKatolei cpenpl. OT Konupyromiei 6e1ox no-
caenosarenbHocTH JJHK 10 ee pyHKIIMOHATEHOTO OETKOBOTO
MPOJYKTa B KIIETKE 3a/IeHCTBOBAH LIEIIBIH PsiJT MOJICKYJISIPHBIX
MEXaHHU3MOB, CPE/IM KOTOPBIX KITFOYEBOE 3HAYCHHE UMEIOT PO~
L[ECChI, TIPOUCXO/ISIIIIE HA YPOBHE TpAaHCKpHUNTOMa. TpamHc-
KPHIITOM, OTIPE/ICIISIEMbIi KaK MOJHbBIH HA0Op TPAHCKPUIITOB
B KJICTKE B KOHerTHLIﬁ MOMCHT BPpEMECHU, UTPACT HEHTPAJIb-
HYIO POJIb B OCYIIECTBICHUH MEXaHU3MOB I'€HETHYECKOH pe-
TYJSIIAY KIIETOYHOU JKU3HEIeITEIbHOCTH, a €r0 IIOHUMaHHUe
HEOOXOMMO JUUTsI BBISIBIICHHSI MOJICKYJISIPHBIX MyTeH, Jiexa-
[IUX B OCHOBE Pa3IMYHbIX (DYHKIIMOHAIBHBIX COCTOSIHUH,
B TOM YHCIIC MATOJOTMYCCKUX. Psis MccenoBaHuii mokasal,
4YTO HAa YPOBHE IMOMYJISAIMA HAOMONACTCS BapuadeIbHOCTh
skcrpeccun reHoB (Spielman et al., 2007; Storey et al., 2007;
Zhang et al., 2008). OToT QerHomMeH 00yCIOBICH MHOXKE-
cTBOM (DaKTOPOB, BKIIFOUAs BIMSIHUE OKPYIKAIOIICH Cpebl,
0COOCHHOCTH MTUTAHHUS, SIUTCHETUICCKYO PETYIISIIUIO U JP.
BepostHo, B HaOmonaemMble pa3iuyuusi B SKCIPECCHU TEHOB
BHOCHT BKJIaJl ¥ ()aKTOP €CTECTBEHHOTO 0TOOpa, chopMuUpo-
BaBIINI YHUKAJIbHbIE TeHETHYECKHE TPOdUiIM momyssiuit
B Tiporiecce amanTtanuu. Eme onuH (akTop, oxa3pIBAIOMINI
CHJIbHOE BIIMSTHHE HA XapaKTep IKCIPECCHU I€HOB, — HAIIMYHUE
MATOJIOTUYECKOTO TIPOIECCa.

MHOTOYNCIICHHBIE UCCIICIOBAHHS IEMOHCTPUPYIOT 3HAYH-
TEJIbHBIE Pa3JINuus B DKCIIPECCHU T'€HOB IIPU Takux 3a0oJie-
BaHUSIX, KaK J[1a0eT, OHKOJIOTHYECKHUE, CEPACUHO-COCYIUCTHIE,
PETpOIyKTHBHbIE, HEBPOJIOTHYECKHE U MHPEKIIMOHHBIE 3200-
nesanus (Wei et al., 2011; Allard et al., 2012; Nédélec et al.,
2016; Mitchell et al., 2017). Taxxe U3BECTHO, YTO PaACIIPO-
CTPaHEHHOCTh HEKOTOPBIX U3 BBILICTICPEUHCICHHBIX 3a00e-
BAaHUI BapbUpPyeT B 3aBUCUMOCTH OT MOMYJISUMOHHON MpHU-
Hajnexxnocty unausuaa (Kelly et al., 2017). Ogaum u3
BEPOSITHBIX 3THOJIOTHYECKHX (PAKTOPOB, 00YCIOBINBAIOLINX
HAOJIIOIaeMbIe MEXKIIOMYJISIIIUOHHBIE PA3IHUUsI, MOXKET SIB-
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JSITHCSI BaprualbellbHOCTh TPAHCKPUTILIMOHHOM aKTHBHOCTH I'e-
HOB, aCCOIIMUPOBAHHBIX C TATOTCHE30M 3a00JIeBaHU, CPOp-
MHPOBaBLIASICS B PE3yJbTaTe JTHTEIBHBIX IPOLIECCOB aIaTa-
[IMU U 3aKPETUBIIASCS B XOE YBOIOLIMOHHOTO CTAaHOBIICHUS
reHo(oHIa KKI0H MOMYIISIHN.

K HacrosiiemMy BpeMeHH HaKOIUIEH 3HaYUTEIbHBINH 00beM
CBEJICHUM, IIOJIyYEHHBIX B PE3YJIbTATe PA3HBIX IKCICPUMEH-
TOB, CBUACTCIILCTBYIOINX O HAJTUYUHN Me)KHOHyHS[HPIOHHOﬁ
BapnabeTbHOCTH HKCIPECCHH TEHOB y dernoBeka. OqHaKo
OCTAaIOTCs HE 10 KOHLA N3YYeHHBIMH paclpeielieHUe 3Toil Ba-
pHadEeTbHOCTH MEX/Ty MOMYIISIMAME, CTETICHb NCCIIEJOBaH-
HOCTH OTJIEIIbHBIX TOMYJSIIMOHHBIX I'PYIII, CIIEKTP MCIOJIb-
3yeMOro OMOJIOTMYECKOTO Marepuala, a TakKe BKIIAJ MOITy-
HHHHOHHOﬁ MMPUHAATICKHOCTU B Ha6J’IIO}:[aeMI)Ie pasiniusa
HKCIIPECCUH T€HOB IIPH MTATOJIOTMYECKHX COCTOSHUSX. B mpen-
CTaBIIEHHOM 0030pe 0000IIEHBI Pe3yabTaThl paboT, U3ydaro-
KX 3aKOHOMEPHOCTH M3MEHEHHMS SKCIIPECCUH T€HOB B TO-
MYJSIIMSIX YeJI0BEKa, ONMCAHbI TPEUMYIIECTBa U HEOCTaTK!
MMPUMEHACMBIX ME€TO/I0B, a TAKKE NMEPCIICKTUBHBIC HAITpaBJIC-
HUS U OyAyIIMX UCCIEAOBAaHUN B TaHHOHN 00JacTu.

MVIKpO‘-II/II'IOBbIe TexXHoJIormn B NUsy4eHnmn
TPaHCKPUNTOMHOW BaprnabenbHOCTU
mMexay nonynagymnamm
Ha ceromusiuramii ieHs pa3paboTaHbl pa3IndHbIEC TEXHOIOTHH
JUIS XapaKTEPUCTUKN U KOJIMYECTBEHHON OLEHKH ITIOJIHOTE-
HOMHOM JKCIPECCUH F€HOB, BKJIIOYasi METO/bI, OCHOBAHHBIE
Ha r’HOpUIM3aIY (MUKPOYHITEI) M CEKBEHUPOBAaHUH. MeTO/IBI
THOPUIN3AIMHY TIPE/IIOJIAraloT HHKYOAIHIo (IyopeciieHTHO-
MmeueHol k/IHK ¢ kommepueckuMu MUKpOYHUTIaMH BBICOKOH
moTHocTy. lIupokoe npuMeHeHe MUKPOUYUIIOB [ TIOJHO-
TEHOMHOTO aHaJIN3a DKCIIPECCHU TEHOB MO3BOJIMIIO BBISBUTH
HECKOJIbKO YPOBHEH BapHaOeIbHOCTH 3KCIIPECCHH T€HOB
BHYTPH BHJA: MEXIOMYIALMOHHbIN, MEKUHINBUAYAIbHBIN
W BHYTPUHMHAWBUIYaJIbHBIA (B TOM YHCIIE MEXKTKAaHEBBIH U
ME)KKJIETOUHBIA YPOBHN).

OpnHa U3 nepBbIX paboT, MOCBSIICHHBIX HCCIETOBAHUIO
MOMYJISIIMOHHON BapHaOeNbHOCTH TPAaHCKPUIITOMA YET0BEKa,
ObL1a TPOBEZICHA C UCTIONB30BAHUEM HIEPH(EPUIECKON KPOBH
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OT 52 4eJI0BeK U3 TPeX MapOKKAHCKUX IPYIIIT aMa3nIoB, BEy-
WX Pa3HbIA 00pa3 )KM3HU: ITyCTHIHHBIE KOUEBHUKH, CEIIbCKUE
sxwurenn 1 ropoxackue xurenu (Idaghdour et al., 2010). ITo
JIAaHHBIM aHaJIM3a YKCITPECCHOHHBIX POQUIICH, MOTYUSHHBIX
C TIOMOIMIBIO MUKPOMATPHII, KOMHYIECTBO U PEepeHIIHATEHO
9KCIIPECCUPYIOMNXCS TEHOB MEXJy paccMaTpUBaCMbIMHU
rpynmnamu BapbupoBasio ot 16.4 % (KO4eBHUKH MYCTBIHU U
CeITbCKHE KUTENH) 10 29.9 % (cenpcKue JKUTEIN U TOPOXKaHe),
YTO 00YCIIOBIICHO, TT0 MHEHHIO aBTOPOB, PEUMYIIIECTBCHHBIM
BIIMsIHUEM (DAKTOPOB OKPY KaroLiel cpe/ibl Ha (POPMHUPOBAHUE
Bapua0deIbHOCTH TPAHCKPUIITOMA.

OnHako OOJBIIMHCTBO JA@HHBIX, TTOATBEPKAAIOMINX MEX-
MOMYJISILIMOHHBIE PA3IMYHSI B SKCIIPECCUH FEHOB, MOIYUYEHO C
ncnonb3oBanueM JruMpoobiaactos (Dixon et al., 2007; Goring
et al., 2007) u num¢pobnactHpIx KieTounbix Juanil (LCL),
coOpaHHBIX B pamkax MesxayHapoaHoro npoekra HapMap
(Stranger et al., 2007). DTu KIETOYHBIC JTUHUHU TPEIACTAB-
JSIFOT co00i Onobank B-muMm@oruTos, coOpaHHBIX N3 pas-
HeIx nomyssinuit: CEU (eBponeounst), CHB (kutaiiner), JPT
(stmonter), YRI (Hurepmiinbel) n AA (adhpoaMeprKaHITs) U
MOAM(UIIMPOBAHHBIX BUpycoM Jmureiina—bapp st npu-
JTaHWsI UM CBOMCTB *km3HecnocooHoctH (Baust et al., 2017).
ITepBrie pabOTHI 1O U3YUIEHUIO MEKITOMYIISIIMOHHON BapHa-
0ebHOCTH C IPUMEHEHNEM MUKPOUYHITOB OBLIH TPOBEJICHEI
HayuHbIMU Tpynnamu B. Stranger (Stranger et al., 2007),
J. Storey (Storey et al., 2007) u R. Spielman (Spielman et al.,
2007). O1tn paboThl OBUIN COCPEAOTOUEHBI Ha ITOUCKE TCHOB
¢ auddepeHInaIbHON dKCIPECCHe MEX1y MOMYJISIIUIMH
esponeouaoro (CEU), monromongnoro (CHB, JPT) u He-
rpongnoro (YRI) npoucxoxeHus.

B skcniepumenre (Spielman et al., 2007) mukpouwur, oxsa-
TeiBarorwii Oosee 4000 reHOB, MCIIOIB30BAJICS ISl CpaBHE-
HUs 9Kkcnpeccnu y esporeonzioB (60 CEU) u MoHTOMIOMI0B
(41 CHB wu 41 JPT). bonee 1000 renos (okono 25 %) ne-
MOHCTpHpPOBaIH A (HEepeHIIHANTBHYIO YKCIIPECCHIO MEXKIY
CEU u o6penunennoii rpynmoit CHB/JPT, Toraa kak Toiabko
27 TeHOB moKa3zanu pa3nuuus Mexnay kurainamu (CHB) n
smornamu (JPT). KnactepHsrif aHami3 TOATBEPIII, YTO 00-
pasmsl kuraiteB u3 Jloc-Armkeneca (CHLA) Gonee cxoxu
o npoduito skcrpeccuu ¢ oopasuamu CHB/JPT, uem ¢
CEU, uro yka3pIBaeT Ha XapaKTEPHBIA MaTTePH IKCIIPECCHH,
CBSI3aHHBIN C a3UAaTCKUM IponcxokaeHueM (Spielman et al.,
2007). bonee mo3nusisi padbora (Daca-Roszak, Zietkiewicz,
2019) 6puta HanpaBiIeHa Ha BBISBICHHUE TOMYIIAIIMOHHO-CIIE-
U(QUIHBIX TCHOB MEX/ly €BPOIICOMIaMU U MOHTOJIOMIAMH.
AnHanmu3 auHUH Ki1eTok B-mumdonyroB BeisiBui 20 reHOB ©
MEXITOMYISIIMOHHBIMYA Pa3IUYMsIMU B 9KCIPECCUH, a TPH
rena, UTS2, UGT2B17, SLC7A7, u3 otoOpaHHbIX 13 ¢ Hau-
Ooublneit KpaTHOCTBIO M3MeHeHnH akcrpeccun (FC > 2) npu
BAIMJAINN MOATBEPAWIN cTaTyc An(pPepeHnanbHO IKC-
Mpeccupyromuxcs: runepakcnpeccust UTS2 Oblia xapakrep-
Ha s kuTaiiues, a UGT2B17 u SLC7A7 — nid eBponeonioB
(Daca-Roszak, Zietkiewicz, 2019).

Jpyroe nccrenoBanue TpaHCKpUnToma TuM(o0IacToB Ha
MHUKpPOUYHUIAaX BBISIBUIIO, YTO OKOJIO 17 % TeHOB UMEIOT pas3-
TIgus B 3kcnpeccnn mexxay esporeonngamu (CEU) u Herpon-
namu (YRI). MHOTHE M3 9THX T€HOB CBSI3aHBI C MMMYHHBIM
OTBETOM, BKJIIOUasi IUTOKUHBI U XeMokuHbl (CCL22, CCLS,
CCR2, CXCR3). OyHKIIMOHATBHBIN aHATHM3 TIOKa3al obora-
IIEHNE KaTeropuii BOCIIAIMTEIBHBIX peakuuii renamu, audg-
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MonynAUMoHHaA TPAHCKPUNTOMUKA KaK MHCTPYMEHT
NCCNefOBaHNA reHeTUYeCKoro PasHoobpasuna nonynALmn

(hepenimansHo kcnpeccupyonmmucs Mmexay CEU u YRI,
YTO MOATBEPKIAET UX POJIb B UMMYHHBIX U HH()EKIIHOHHBIX
3aboneBanusix (Storey et al., 2007).

HOHyﬂH]_II/IOHHLIe pa3janiusa B OKCIIPECCHUU T'CHOB MEKIY
HETPOMJaMH U €BPOITICONAAMH JIOTIOJHUTENFHO MPOaHAIIH-
3MPOBAJIH C HCIOJIB30BAHHEM IKCIPECCHOHHOTO MUKPOUHIIA
Affymetrix GeneChip Human Exon 1.0 ST, Bxitouaromiero
6omnee 9100 TpaHCKPUTIITOB, HA PACIIMPEHHON BHIOOpKE U3
176 LCL (87 CEU u 89 YRI). Ycranosneno, uto 4.2 % tpan-
CKpUIITOB JEMOHCTPUPYIOT 3HAYUTCIILHBIC pa3inuusd B 5KC-
TIpeccuy MeXAy TpynmaMu. [ umepakcnpeccns 156 reHoB Ha-
6mronanacek B oopasuax esporneonnos (CEU), a 254 reHoB —
B obpasuax adpukanies (YRI) (Zhang et al., 2008). Jlasb-
HeHmmMi (QyHKIIMOHANBHBIA aHaJTN3 BBIIBIJI y4acTHE ITHX
TEHOB B Tporeccax cOOpKH pudOCOM, MPOTHUBOMHKPOOHOTO
I'yMOpPaJIbHOTO OTBETA, MEKKIICTOYHOMU a/Ire31H, KaTador3Ma
MPHK u npoueccunra TPHK. ITpumeuarenbHo, 4TO OEBATH
renoB (DPYSL2, CTTN, PLCGI, SS18, SH2B3, CPNE9Y,
CMAH, CXCR3 u MRPS7) panee yxxe ObUIN OMMCAHBI KaK
muddepenimansHo skcnpeccupyrommecs mexxay CEU n YRI
(Storey et al., 2007).

OnHO U3 KpyNMHEUIINX MOMYJISIMOHHBIX UCCIEI0BaHUH,
npoBenennoe rpymnmoit H. Fan 8 2009 ., oxBarnio 210 LCL
n3 yerelpex stHuueckux rpynn (CEU, CHB, JPT u YRI) ¢
UCII0JIb30BAHUEM BBICOKOIUIOTHOTO MuKpouuna Illumina c
nokpeiTueM 6onee geM B 11000 TpaHCKPHUIITOB M CTAJIO TTO-
MIBITKOW M3YYNUTh MEKHHINBUAYAIbHbBIE 1 MEKITOY ISIIINOH-
HBIE Pa3JIMuusl B DKCIPECCHU FEHOB B MaciiTade reHoma, a
TaKK€ YCTAHOBUTH JIOTIO TEHOB, IPUXOAAIINXCS HA TOT WU
MHOH Buj BapnaOenbHOCTH. BbUTO ycTaHOBIICHO, YTO MEX-
MHAUBUAYAJIbHAsA U3MCHYUBOCTD SABJIACTCA Ba)KHEHIITUM KOM-
MOHEHTOM T'€HETUIECKUX Pa3JINIUi B TIOMYIIALNH, HA €€ JT0ITI0
MPUIILIACH TOYTH TostoBHHA (43 %) OoT 0011el H3MEHYNBOCTH
B skcnpeccun reroB (Fan et al., 2009). Dtu pe3ynbrarsl co-
IacyloTCs ¢ 0osee MO3AHUMH JaHHBIMH, TOJTY4YE€HHBIMU PU
MOJTHOTPAaHCKPUNITOMHOM cekBeHnpoBannn (RNA-seq) (Hu-
ghes et al., 2015), koTopoe OyzneT pacCMOTPEHO HUXKE.

[TpumedaTenspHO, 9TO B YIOMSHYTHIX BBIIIE paboTax Hc-
TIOJTE30BAIMCH JTUM(OOIACTHBIC JTUHUH OJHUX M TEX JKe TO-
MyJSILHI, O/THaKO HAaOJI0IaeMble TI0Ka3aTelTi BapHadeIbHOCTH
3HAYNTENHHO Pa3IndajIich, JOCTHTas 3HadeHNH oT 8 10 38 %
(cMm. Tabmuiy). Takoit pazdpoc MokeT ObITh 00YCIIOBIICH He-
CKOJIbBKUMH q)aKTOpaMl/I, BKJIIO4Yasd TCXHUYCCKYIO U3MCHYU-
BOCTbB, CBSI3aHHYIO C YCJIIOBUSIMH KYJITUBHPOBAHHMS KIIETOK,
1 OMOJIOTHYECKYIO0 M3MEHUYMBOCTD, BBI3BAHHYIO STMI€HETH-
YEeCKUMH MOIU(UKAIMAMHU U aJlalTaliedl KJIETOK K in Vitro
ycnosusm (Lappalainen et al., 2013). KynstuBupoBanue
KJIETOK, HECMOTPSI Ha CBOM NMPEHMYIIECTBA, HAIPUMEP MHU-
HUMaJIbHbIE TPeOOBaHMS K MCXOIHOMY OMoOMarepuaiy, Bbl-
COKYIO BOCIIPOM3BOANMOCTD M YE€TKO OXapaKTEePU30BAHHbBIE
CBOMCTBa, BHOCHUT 3HAUYUTEIILHYIO KOMITOHEHTY H3MEHUYHBOCTH
B TPAHCKPUNTOMHBIA Npoduib. Tak, HUKIbI 3aMOpaKUBa-
HUSI—OTTaUBAHUs, COCTAB MUTATEIbHON CPE/bl U IUNIOTHOCTD
KJIETOK MOTYT CYIIECTBEHHO BIIMATH Ha SKCIPECCHIO TEHOB
apxuTeKTypy TpaHckpunroma (Baust et al., 2017). D1u orpa-
HUYCHNUS TIOTIEPKUBAIOT HEOOXOANMOCTH OCTOPOXKHOTO O/
X071a K MHTEPIPETAlH JAHHBIX, TOITyYEHHBIX C IPUMEHEHHEM
KJIETOUHBIX JINHUM.

Jpyrum BaKHBIM (DaKTOPOM, BIFSIFOIIAM Ha BapHaOelb-
HOCTb JAHHBIX, SIBJISIETCS] METOJ TPO(MHIIMPOBAHMS IKCIIpEC-
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CEU = 60, CHB = 41,
PT=41

CEU=8,YRI=8

CEU =87, YRI=89

YRI = 60, CEU = 60,
CHB =45, JPT=45

194 nHagmnsnga
(apabbl 1 amaszurn)

CEU =109, CHB = 80,
GIH=82,JPT=82,
LWK =82, MEX = 45,
MKK =138, YRI= 108

YRI =30, CEU =30,
CHB =90, JPT =45

EA=211,AA=112,CA=78

AA=10,CA=10,EA=10
CEU =35/37,CHB = 32/29
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4 caH, 7 nurmees moyTu,

7 MO3aMbOUKLEeB, 7 MaTaHoOB,
7 KamboLKMLEeB, 6 AKYTOB,

7 mansa
CEU=20,CHB=20
AA=24,EA=148

AA=10,EU=10,EA=10,
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EU =100, AA=100
Pycckune = 8, bypatbl =9
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AA=10,EU=14
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SHAOTeNMaNbHbIX
KNeTOK KpoBU

Onyxonesble TKaHW
SHAOMETPUA

OnyxoneBble

25 % (939 3T mexpy CEU n CHB,
756 13l mexpgy CEU 1 JPT,
27 03I mexgy CHB v JPT)

83 % mexnHgmeunayanbHas,
17 % mexnonynAaynoHHas

383 a1

38 % mexnHgmeunayanbHas,
8-18 % mexnonynAyMoHHasn

oT5.6 80 14 %

472-947 unc-eQTL

205,192,193 n 193 unc-eQTL
y YRI, CEU, CHB 1 JPT cooTBeTCTBEHHO

B CD4+ T-kneTkax: 2352 unc-eQTL y EA,
592 unc-eQTLy CA, 722 unc-eQTL y AA.
B moHoumTax: 3090 umc-eQTL Yy EA,

1181 ync-eQTLY CA, 1318 umc-eQTL Yy AA

378 190
189 A3r

3% RNA-seq

25%

423191
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31031

341197
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BaBunoBckuii xKypHan reHeTuku u cenekuyunm / Vavilov Journal of Genetics and Breeding - 202529+ 5

Mukpounnbi

Mwukpounnbl

Spielman et al., 2007

Storey et al., 2007

Zhang et al,, 2008
Fan et al., 2009

Idaghdour et al., 2010

Stranger et al., 2012

Yang et al., 2014

Rajetal, 2014

Yinetal, 2014

Daca-Roszak,
Zietkiewicz, 2019
Lappalainen et al,, 2013

Martin A.R. et al., 2014

Lietal., 2014
Melé et al., 2015

Hughes et al., 2015

Quach etal., 2016
baboBckas n ip., 2024

Martin D.N. et al., 2009

Wei et al., 2011

Allard et al., 2012

Kinseth et al., 2014



A.A. babosckas, E.A. TpudoHoBa
B.A. CtenaHoB

OKoHuaHme Tabnnubl

2025
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MonynAUMoHHaA TPAHCKPUNTOMUKA KaK MHCTPYMEHT
NCCNefOBaHNA reHeTUYeCKoro PasHoobpasuna nonynALmn

Ne  Monynaumu O6beKT
n/n nccnenoBaHms

22 AA=22,EA=19 OnyxoneBble 501 Aar
TKaHW nerkoro

23 Pycckne =21, AKyTbl = 23 MnauyeHTapHaa TkaHb  Okono 40 %

24 AA=80,EA=94 Makpodaru 9.3%

25  TMonynaummn KOxHoM
1 3anagHo-LleHTpanbHon
EBponbi

26 AA=48,EA=23

JlenkouunTbl KPOBU

JleiikouunTbl KPOBHM

[eHeTnyeckme pasnnuma*

876 [3I cymmapHO mexay Bcemun
rpynnamu cpaBHeHNA

50 % pa3nnuunii B aKTUBHOCTU

Mnatpopma  JlnTepaTypHbI
NCTOUHVK

Mwkpounnel  Mitchell et al,, 2017
Trifonova et al., 2022

RNA-seq Nédélec et al., 2016

Beretta et al., 2020

Thames et al., 2019

npoBoCMNanuTeNbHbIX GakTopoB
TpaHCKpUnuun

MpumeuaHue. MprBeAeHbl CTaHAAPTHbIE 0603HaYeHWA nonynAuMin U3 npoekTos “1000 Genomes Project” (1000 Genomes Project Consortium et al., 2012) n
“HapMap Project” (International HapMap Consortium, 2003): CEU - »uTenu wrata lOTa LeHTpanbHo-eBponeiickoro npovcxoxgeHus, CHB — kutaiupl, GIH - nH-
aninubl, JPT — anoHubl, LWK — nyxba, MEX — mekcrkaHubl, MKK — macan, YRI - iopy6a, FIN — ¢puHHbI, GBR — 6putaHLpbl, TSI — TockaHLbl. BBeeHHble cOKpalyeHus:
AA - appoamepukaHLpl, EA — amepuKkaHLpbl eBponeinckoro npouncxoxaeHus, CA — amepukaHLbl a3naTckoro npovcxoxaenns, EU — esponeoupp, 137 - audde-

peHLManbHO SKCNPECCUPYIOLLMECs TeHbl.

* o ymonuyaHuio NpmBefeH BKaZ MEXMONYNALVOHHBIX Pasnnumii B 06LLyio BapuabenbHOCTb SKCMPECcui reHoB.

CUM FeHOB. MUKpPOUNIIOBBIN aHAJIN3, HECMOTPSI HA CBOIO ILIH-
POKYIO pacrpoCTpaHEeHHOCTb, TIOJIBEP)KEH TaK Ha3bIBACMOMY
6au-oexry (batch effect). Itor adpdexr BozHHUKaeT n3-3a
TEeXHUYECKNX PAa3IHYUN MEXIy CepUsIMH 3KCIEPHMEHTOB,
TaKUX KaK MCIOJIb30BAaHNE Pa3HbIX MTAPTHI MUKPOYHUIIOB, Pa3-
JIMYHBIX 11aT()OpPM ISl aHAJIN3a WM Pa3HBIX YCIIOBUH ITPOBeE-
JIeHHs SKCIIEPUMEHTOB (HalpuMep, TeMIIeparypa, BIaKHOCTb,
nmara moctaHoBkn) (Fellenberg et al., 2006). {ns MuauMm3a-
1 Oav-3(pexTa NPUMEHSIOT METO/IbI OMOMH(OPMaTHYECKOM
KOPPEKIIMH, TAKUE KaK SMINPHUIECKUe OaileCOBCKIE METO/IBI
(Empirical Bayes methods), KoTopble O3BOJISIOT HOPMAJTH30-
BaTh JIAHHBIC U CHU3UTD BIIMSIHUE TEXHUYECKUX apTe(DaKToB.
OnHako Takue KOPPEKTHPOBKM MOTYT IPHBECTH K HOTEpe
OMOJIOTMYECKH 3HAUYMMBIX a3yl B DKCIPECCHU TCHOB,
YTO OrpaHWUYMBAET MHTEpIpETaluio pe3yasraToB (Johnson
etal., 2007).

TexHonoruun BblCOKONpoun3BoanuTesibHOro
cekBeHupoBaHuA (NGS) B nccnegosaHnun
BapnabeslbHOCTU 3KCNPeccui reHoB

mexay nonynagynamm

Pa3BuTHe TEXHOIOTHIT BHICOKOTIPOU3BOIUTEIBHOTO CEKBEHH-
poBanust (NGS) obecnieunio HanbosIee OTHbIA 0XBaT TeHOMa
Y TPAHCKPHIITOMA, II03BOJIUB C BBICOKOH TOYHOCTBIO U/ICHTH-
(bUnMpoBaTh KIFOUEBBIE MOJIEKYISIPHBIC [Ty TH, yJaCTBYIOIIUE
B [IATOJIOTUYECKUX MPOLIECCaX, BEISIBIATE OMOMapKephI 3200-
JIeBaHM U OLIEHMBATh JMHAMMKY U3MEHEHUH B SKCIPECCHU
TEHOB B OTBET Ha Pa3JINUHbIC CTUMYJIbL. B omiinune oT MUKpo-
yuroBoro npodunmposanns, NGS no3BoiseT aHaIM3UPOBaTh
HE TOJIBKO YPOBEHb DKCIIPECCHUU T€HOB, HO U aJIETEPHATHBHbIC
CITalic-BapHaHThl, peJKUE TPAHCKPUIITHI U OCTTPAHCKPHII-
IIMOHHBIE MOIM(HKAINH, YTO 3HAYNTEIBHO PaCIINpPsET BO3-
MO)KHOCTH JJIs TOHUMaHwus1 perysisiiuu reHoB (Kukurba, Mont-
gomery, 2015). BBuay TeHIeHINH COBPEMEHHBIX MCCIIENO-
BaHMH K YBEJIMUCHHIO Pa3MEPOB BEIOOPOK M 0ObeMa BBIXOJI-
HBIX JIaHHBIX, & TAKXKE Psiia OrPAaHUYCHUI, HAKIIA[bIBAEMBIX
TEXHOJIOTHEH MUKPOYHUIIOBOTO MPOGUINPOBAHUS (HATIPHMED,
6au-3phexT, orpaHMIEHHBIN 0XBAT TEHOMA), YUICHBIC BCE Yallle

nonynaAuUMOHHAA TEHETUKA YENTOBEKA / HUMAN POPULATION GENETICS

MpuOeTaroT K MCTIONb30BaHUI0 MeTotoB NGS. DT MeToas!
obecrieuynBaroT 0oJiee BBICOKYIO TOYHOCTB, BOCIIPOHM3BOIH-
MOCTb U DIyOMHY aHaJIM3a, YTO JIEJIAeT MX NPEIIOYTHTEIb-
HBIMH ISl QaHAJIM3a CJIIOKHBIX OMOJIOTHYECKHUX MPOIECCOB
(Hrdlickova et al., 2017).

B xoHTekcTe aHain3a BapuadesIbHOCTH SKCIIPECCUH TEHOB
MEKIY TOMYJIIHSME YeTIOBEKa MOYKHO BBIICIUTH JIBA KITIOUe-
BBIX HanpaBliieHHs1. [IepBoe poKycupyeTcs Ha H3yUCHUH BITUSI-
HUS (PAKTOPOB €CTECTBEHHOI'0 0TOOpA M OKPYIKAIOIIEH Cpeibl
Ha (hOpMHPOBAaHUE IKCIIPECCHOHHOTO podmist. Hampumep,
SKCIICPUMCHTBI TTIOKA3bIBAIOT, YTO MOMYISIIHOHHO-CITCITU(H-
YeCKHe pa3iInymsi B SKCIIPECCHU T'€HOB YacTO CBsI3aHbI C a/1all-
TaIuel K pa3THIHBIM SKOJIOTHIECKIM YCIOBHUSAM, TAKUM KaK
BBICOTHAsI TUTIOKCHS, YPOBEHB YIBTPa(UOICTOBOTO HU3ITyUeC-
Hus win ocooennoctu nuranus (Hodgson et al., 2014). Dtu
paboTHI TTOMOTAIOT TIOHATH, KaK BOJIOIHOHHBIE TPOIIECCHI
(hopMHPYFOT TPAaHCKPUTITOMHBIH JTaHIIAPT Y Pa3HBIX MOITY-
Jsuuil. Bropoe HanpasiieHue NOCBAIEHO IOUCKY pa3audui
B 9KCIIPECCUH TEHOB MpH 3a00JIEBAHUAX, PACIIPOCTPAHEH-
HOCTh FJIH OCOOCHHOCTH KIMHUYCCKON KapTUHBI KOTOPBIX
BapbUPYIOT B MOMYJSIIMIX YeioBeka. Tak, vccieaoBaHus
OHKOJIOTHUECKUX, ayTOMMMYHHBIX W WH(PEKIIMOHHBIX 3200-
JICBaHUN JIEMOHCTPUPYIOT, YTO TOMYIISIIIMOHHBIC Pa3THIHS
B 9KCIIPECCUHU T'€HOB MOT'YT BJIMSATH Ha BOCIPUUMYHUBOCTD K
3200JIeBaHUAM, UX MTPOTPECCHPOBAHUE M OTBET Ha TEPAIUIO
(Lappalainen et al., 2013; Quach et al., 2016; Way et al., 2016).

MexnonynaumoHHasa BapnabenibHOCTb SKCNpPeccun reHoB
B rpynnax 30poBbiX MHANBULOB

B nmuTeparype BcTpedaeTcsi HECKOJIBKO padoT, HalpaBJICHHBIX
Ha N3y4eHHE P3Nl 3KCIIPECCHOHHOTO IPOQHIISI B PA3HBIX
MOMYISIHAX Ha KOTOPTE, BKJIIOYAIONIEH YCIOBHO 3/10POBBIX
nronei. B ojHoM 13 HUX OblTa pacCMOTpEHa XapaKTepUCTHUKA
TPaHCKPHUIITOMHOM BaprabensHOCTH B 6omee yeM 460 TrHmIX
miM¢pobaacTHbIX KireTok (LCL), momy4eHHbIX OT peacTaBh-
teneit appukanckoit nonyssinun (YRI) 1 uetsipex eBporneii-
ckux cyonomymsiimii (CEU, FIN, GBR u TSI) (Lappalainen et
al., 2013). MexmomnyIauoHHbIEe pa3JIndusl COCTaBHIN JIUIIb
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Puc. 1. MexnonynaunonHbie (Nst), mexuHamsugyansHblie (Nit) n mex-
pennukatveHble (Net) pa3nununsa, NonyyeHHble Npy aHanmnse Cymm KBa-
[paToB ANA rpynn ¢ pr3nonornyeckon bepemeHHoCTbIO.

HE3HAYUTEIbHYIO 1010 (3 %) OT 00I1Ier0 YPOBHs Bapradesib-
HOCTH 9KCIIPECCHH T€HOB. TeM He MEHee KOJIMYECTBO T€HOB,
JIEMOHCTPHUPYIOUIMX CTAaTHCTUUCCKN 3HAUYMMBbIE Pa3IH4Hs B
SKCIPECCHH MEKAY aQPUKAHCKON U eBPOTICHCKUMHU MOITYJIsI-
IUSIMHU, OKa3aJI0Ch CYIIECTBEHHBIM, BapbUpPys B JHANla30HE
ot 1300 1o 4300 reHoB B 3aBUCHUMOCTH OT CpPAaBHHUBAaEMOM
eBporeiickoil nomyisiuuu. [Ipu atom koimyectBo audde-
PEHIMATIBHO YKCIIPECCHPYIOIINXCSI TEHOB, BBISIBICHHBIX TIPH
CPaBHEHNH E€BPONEHCKUX IMOITYISIUA MEXIy co00i, ObUIO
3HAYUTENIBHO HIDKE.

B npyrom nccnenoBaHun ObUla MPOAHATM3UPOBAHA JKC-
npeccust reHoB B 20 LCL, nomydeHHbIX OT NpeacTaBUTENEN
esporneiickoit (CEU) u Boctounoasuarckoit (CHB) momymsiruii
(Li et al., 2014). B pesynbrare uaeHTHGHUINPOBAHO Oonee
400 reHoB ¢ nuddepeHINAIBLHON KCIIpeccHel, BKIoYas
132 rena ¢ noBbIIeHHON 1 291 TeH co CHUKEHHOMN dKcTpec-
cueii B momymsinnu CHB 1o cpasaennto ¢ CEU.

A.R. Martin ¢ KojuteramMu M3y4ajand TPaHCKPHUIITOMHBIC
npodmiu 45 LCL, nonydeHHBIX OT MpEACTaBUTEICH ceMu
HEEBPONEHCKHUX MOMyIAnui (HaMHONNCKUE CaH, TTUTMEN
MOyt Jlemokparnueckoin Pecybnmku Konro, amkupckne
M03a0uThI, Mataubl [Takrcrana, kKamMOOmKHitIEI BocTouHOM
Azun, cuOUpCKue SKyTHl 1 MEeKCHKAHCKHE Maiis). BersiBieHo
44 rena co 3HaUNTENBHON MU depeHInanbsHOM SKepeccueit
MEXy pacCMaTpUBaeMbIMU OMYJIALUSIMHU, OOJNBIIMHCTBO U3
KOTOPBIX OBIIM aCCOIMHMPOBAHbI C HMMYHHBIMU IMyTSIMH, a
HanOOJIbIIAst MEKIOMYJSIIMOHHAS BApHA0EIEHOCTD SKCITpec-
cuw 3adpukcuposana 1yt redoB THNSL2, DRP2, VAV3, IQUB,
BC038731, RAVER2, SYT2, LOC100129055, AK126080 n
TTN (Martin A.R. et al., 2014).

OpHrHHAIBHBIN TOAXO0 JUIsI MUHUMHU3ALIUH BIIUSIHUSI BHELII-
HUX ()aKTOPOB HA MATTEPHBI SKCIIPECCUHU T€HOB MPEITOKUIN
D. Hughes ¢ xomuteramu. OHEM HCCIIEIOBAIN MEKIOMYJISIIN-
OHHYIO BapHa0eIbHOCTh IKCIPECCUH I€HOB B IUIALICHTE Y
MIPE/ICTABUTEINICH YETHIPEX MOMYJSIINI: aMEepUKaHIIbI €BPO-
MIEHCKOT0, FOXKHOA3HATCKOT0, BOCTOYHOA3HATCKOTO U aprkaH-
ckoro npoucxoxaenus (Hughes et al., 2015). ComtacHo ux
pe3ynbraTaM, Ipuonu3nTensHo 8 % BapHabeNbHOCTH IKC-
MIPECCHUN TEHOB 00YCIIOBIEHO MEXKITOMY ISIIMOHHBIMU Pa3Jin-
gusiMi, a 58.9 % BaprabelbHOCTH TPAHCKPHUIITOMA OIIPE/IC-
JSIETCS PA3IMYUAMHI MEKAY HHIUBHIYYMaMU BHYTPH OTHOH
nonyssinuy. HanOosnbmas BapnadeabHOCTD SKCIIPECCHy ObL1a
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3apEruCTPUPOBaHa B a)PUKAHCKON M FOXKHOA3HATCKON I10-
MyIAnusX, Tae uaeHTndummposano 6oree 140 reHoB ¢ qud-
(hepennmanbHOM 3Kcrpeccneil. [ensl, 1eMoHCTpupyonme
MaKCUMAJIbHYIO MEXKIIOMMYJIALINOHHY IO Bapl/la6eJ'IbHOCT]), 6I)IJ'II/I
MIPEMYIECTBEHHO BOBJIEUEHBI B IIPOIIECCHI MIMMYHHOT'O OT-
BETa, KJIETOYHON CUTHAIM3AMK 1 MeTabom3ma. HecMoTpst Ha
MPEUMYIIIECTBA 3TOH pabOThI, CYIICCTBEHHBIM OIPAHUYCHHEM
JUIS MTHTEPIIPETALlUK PE3YIbTaTOB ABIAETCS (PaKTOp KIEeTod-
HOW T'eTEepOTeHHOCTH, KOTOPBIH HHUKAK HENb3sl UCKIIOUUTh
IPY UCHIOJIb30BAHUH 1I€IbHON TKaHH. UYTOOB! IPUOIU3UTHCS K
MTOHMMAaHHIO HCTUHHOH BapHaOeNbHOCTH B SKCIIPECCUH T'€HOB,
OBUT IpeUTIoXKEH AN3aiiH, IPH KOTOPOM HCCIIeJOBAaHNE TPAHC-
KPUITOMHOTO JIaHaTa MPOBOAMIOCH HA OJHOM KJIETOYHOM
CyOTIOIYIISAINN — IeIMyalIbHBIX KJIETKaX y MpeacTaBuTeNneit
pycckoii u Oypsitckoii momyssinuii (badosckast u ap., 2024).
B at10ii pabote BriepBbie Ha yPOBHE OTAEIBHBIX KIETOK ILIa-
[IEHTAapHO!M TKaHW OblIa MPOBEJCHA OIICHKA BHYTPH- 1 MEK-
MOMYJISIIIMOHHON BapHaOeIbHOCTH MOITHOT€HOMHOM JKcIpec-
CHUHN I'CHOB. HOJ'Iy'-IeHHI)Ie PEIYIbTATBI CBUACTECIILCTBYIOT O TOM,
YTO J0JIS1 MEXKITOIYJISIIIHOHHBIX PA3IHYNNA CPeN MHIUBUIOB
¢ ¢u3Hnonornyeckoil 6epeMeHHOCThIO cocTaBiseT 4 %, a Ha
JIOJTI0 MEKUHANBUAYAIBHON U3MEHYMBOCTHU MPHUILIOCH 67 %
(Nit = 67 %) (puc. 1). Hanmensme#t BapnabenbHOCTBIO 00-
JIaJ1aJIM TPAHCKPHIITHI, yIaCTBYIOIIHE B IIPOIIECCAX PETYISIIN
AKTUBHOCTH aIlOIITOTHUYCCKHUX (bepMeHTOB, TOrja KakK Hau-
OorpIIve TOKa3aTeIy BapraOETbHOCTH JIEMOHCTPHPOBAIN
TPAHCKPUNTBHI, YYaCTBYIOIINE B MPOLECCax MOYEUHON (PHITb-
TpaLUH, PErysiiuy apTepUalIbHOTO JIaBICHUS, Mpoleccax,
onocpenoBanHbix Oerxkom TGFP, un mepemaum curHaioB B
KJIETKE.

Ananus JaHHBbIX, NOJTYYCHHBIX C UCIIOJIb30BAHUEM TECXHO-
normu RNA-seq, BBISIBIJI, UTO TTOKa3aTeNn BapuabeTbHOCTH
9KCTIPECCUH TEHOB MEX/Ty HOMYJISIUSIMH H3MEHSIOTCS B JTa-
nazone ot 4 10 25 %. OnHaKko B HCCIEAOBAHUSX, TI€ 00Ias
Bapua0eIbHOCTD SKCIIPECCHUH TE€HOB JOTIOIHUTEIBHO pa3jie-
JSIeTCsl Ha KOMITOHCHTBI, XapaKTepU3YIOIIHe MEX- H BHYTPH-
WHJIMBHYaJIbHYIO JIMCIIEPCHUIO, ITOT JMAIIAa30H CYKAeTCsl JI0
3-8 %. B nesom rpu TakuxX 1Moka3areysax BaprHadeTbHOCTh IKC-
MIPECCHUN TEHOB CPEIN M3yUCHHBIX MOMYISIMN B CPEAHEM HE
JIOCTUTAeT 3HAa4YeHUs, HaOJIl0aeMOro Ha MOJHOTEHOMHOM
YPOBHE, T/Ie JI0JI MEKIOMY/ISIIUOHHBIX TeHETHYECKUX Pa3-
JIMYHH B 00IIEM FeHETHIECKOM Pa3HOOOpa3HH YeI0BEYeCKOM
nonynsanuu coctabnser 10-15 % (Crenanos, 2016). Tem He
MEHEee MOIYJSIHOHHBII KOMIIOHEHT OKa3bIBAaeT 3HAYMMOE
BIIMSTHUE Ha BapHaOEIbHOCTh 3KCIPECCHU TE€HOB, YTO TIOJI-
YEepPKHBAET €ro posib B (POPMHUPOBAHUH TPAHCKPUITOMHOIO
pa3Ho0Opasus.

MexnonynaunoHHasa BapnabenbHOCTb

B dKCNpeccun reHoB npu 3aboneBaHmAx

W3ydenne MOMUreHHbIX 3a00JI€BaHIN MPECTABISCT 3HAYN-
TEJIbHBII HAYYHBIH MHTEPEC, YTO OOYCIIOBJICHO MX BBICOKOH
MOMYJISIIIMOHHON pacipocTpaHeHHOCThI0. COmTacHo 3muje-
MHOJIOTHYECKUM JTaHHBIM, CPEIH BCEH COBOKYITHOCTH Ha-
CJIC/ICTBEHHBIX T1aTOJIOTMH Ha JIOJI0 MYJIBTH(AKTOPHATIBHBIX
3aboneBannii (M®3) npuxoautcs npumepro 90 % ciryyaes,
YTO ONpEEIsieT UX BBICOKYIO MEIUKO-COIMATIbHYIO 3HAYH-
MOCTb M aKTYaJIbHOCTH AJId COBPEMCHHBIX I'CHCTUYCCKHUX
uccienoBanmnit (Hoffjan, 2016). Puck M®3, xak mpaswuio,
CBsI3aH C MHOTOYHCIICHHBIMH (DaKTOpaMH, BKITIOYAs COITMAIb-
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HO-3KOHOMHYECKHUE, IeMorpapuyeckue, KyabTypHbIE, SKOJIO-
THYEeCKHe U reHeTHueckue. Hame moHnmManue reHeTHIeCKuxX
JICTEPMUHAHT pHCKa 3a00J1eBaHII 3HAUNTEIIHLHO PACIINPUIIOCH
C TOSIBJICHUEM BBICOKOIIPOU3BOIUTENLHBIX T€HOMHBIX HH-
CTPYMEHTOB, TO3BOJINBIIUX yYEHBIM IPO(MINPOBATH TEHOM,
SMHUT€HOM, TPAHCKPHIITOM, A TAK)KE aHAJIM3UPOBATH IOy YCH-
Hble pesynbrarel (Gurdasani et al., 2019; Sirugo et al., 2019).
Jemorpadryeckne 0COOCHHOCTH, TeHETHYECKUH Apeid n
aJanTanys K OKpPYXKaollel cpele Ha NMPOTSHKEHUH ThICSY
JIET MIPUBEIIU K [I00aIbHOMY pa3JesIeHUI0 MOy, JTo
TEHOMHOE Pa3HO00pa3ne MPeJOCTaBIISIET HOBBIE BO3MOKHOCTH
JUISL OTKPBITHSI OMOMapKEPOB, Pa3padOTKH METOOB JICUCHUS
W JIy4lIero MOHUMaHHs pHCKa 3a00JIeBaHUN B Pa3JIMUHBIX
nomynsusax. C y4eToM HaKOTIEHHBIX JAHHBIX O CYIIECTBEH-
HOH BapradeIbHOCTH 3KCIPECCHU T€HOB IIPH Pa3INYHBIX T1a-
TOJIOTHSIX, @ TAKIKE O PA3IMYMAX B PACIPOCTPAHEHHOCTH U
KIMHUYECKUX MPOSBICHUSIX 3a00/ICBAHUH B 3aBUCHMOCTH OT
pacoBoi MPUHAUICKHOCTH, BO3HUKAET HEOOXOTMMOCTh OTIpe-
JICIIUTD CTETEHb BIUSIHUS HOITYJISILIMOHHO-TEHETHYECKOTO KOM-
MIOHEHTA Ha HAOII0NAeMy 0 N3MEHIUBOCTb.

Hamnpuwmep, L. Beretta ¢ xonneramu (2020) usydanu ¢ mo-
MOIIIBIO TPAHCKPUIITOMHBIX TEXHOJIOTMH CUCTEMHYIO CKIIEPO-
nepmuto B momynsaiusax FOxHoi n 3amagHo-LleHTpansHoM
EBportsl, BBISIBIISISE Kak 001IHe, TaK 1 MOMYJISIIHOHHO-CIIeTIH-
(hmueckue naroJI0ruuecKue Iyt ay TOMMMYHHOTO 3a00J1eBa-
HUs. B Xxoze skcriepuMeHTa aBTophsl 00HAPYKUIIH, YTO KITIO-
4yeBasi poJib B [TATOr€HE3€ CHCTEMHOM CKIICPOIEPMHHY IPUHA/-
JIOKHUT CUTHAJIBHBIM ITyTSIM aKTHBALMK HHTEP(EPOHa IIEPBOTO
tuna yepe3 TLR-penenTopsl, BHE 3aBUCUMOCTH OT IOILYJISA-
IMOHHOW TPUHAJICKHOCTH.

Uccnenosanue rpymmsl Y. Nédélec (2016) cBuaeTenscTByer
0 HAJTMYWH TOMYISAIHOHHON MU epeHIHaIiy Mpu HHpEK-
LMOHHBIX 3a00JIeBaHUAX. YCTAHOBIEHO, uTO 9.3 % I'cHOB,
HKCHPECCUPYEMBIX MakpogaraMu, AEMOHCTPUPYIOT PA3JINYHsI
B PETYIISITOPHOM OTBETE Ha MH(EKIINIO, CBSI3aHHBIE C TIOMY-
JSIIMOHHOM NMPUHA/UIEKHOCTHIO. B wacTHOCTH, adpukaHcKoe
MPOMCXOXKICHNE MHMBUIA MpEAroaraeT 0oyiee CHIbHYIO
BOCTIAJINTEIBHYIO PEaKINIO U CHIYKCHNE BHYTPUKIETOYHOTO
pocra 6axrepuit (Nédélec et al., 2016). Onnako panee ObLIO
MOKa3aHO, 4TO 0K0JIO 34 % reHOB, IKCIIPECCUPYEMBIX B Ma-
Kpodarax, IMEIOT 1o KpalHeH Mepe OfWH THUT TPAHCKPHII-
IIMOHHOW JTUBEPTeHINH, CBI3aHHOH C MOIYISIMOHHON TIPH-
HAJUIC)KHOCTBIO: PA3JIMYMs B IKCIIPECCHH T€HOB WIH, PEXe,
pasHooOpasue uzodopm TpanckpunToB (Lappalainen et al.,
2013). Tem He MEHEE OTHUM M3 CaMbBIX BaYKHBIX HAOTOICHUN
Y. Nédélec u ero kosuier ctajio oOHapyKeHHE 00Jiee CHJIb-
HOTO BOCITAJINTENIFHOTO OTBETA HAa MH(EKIHIO y Ul adpH-
KaHCKOTO MPOHUCXOXKICHUS. DTOT PE3yabTaT COIIACyeTcsl C
NpebLIYIIMME Pad0TaMH, TOKA3bIBAIOLIMMH, UTO Y ahyprUKaH-
IIEB Yallle BCTPEYAIOTCS AN, ACCOMUPOBAHHBIE C TIOBBI-
IIEHHOM IpoBocHanuTesnbHol peakuunei (Ness et al., 2004),
a TaKXKe JUIsl HUX XapaKTePHbI OBBILICHHBIE YPOBHH LIUPKY-
mpyromrero C-peaktuBHoro Oenka (Kelley-Hedgepeth et al.,
2008). XoTs ToYHAs! TPUYUHHO-CIICICTBEHHAS CBSI3b MEKTY
MOMYJISIIIMOHHOM TPUHAJUIEKHOCTHIO U IIPOBOCIAIUTEIEHBIM
OTBETOM JI0 CETOIHAIIHETO JTHS HE yCTAHOBIIEHA, MOYKHO ITpei-
TIOJIOXKUTB, 4TO OOJIee CHITbHBIN BOCTIANTEIBHBIH OTBET Y JINI]
a(ppUKAHCKOTO IIPOUCXOXKICHNUS OOBSICHSIET UX TIOBBILICHHYO
CTIIOCOOHOCTH KOHTPOJIMPOBATh POCT OaKTEPHiA OCIIE 3apaxe-
Hus (Nédélec et al., 2016).
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CeplieuHO0-COCYAUCThIC 3a00JICBAaHUS TAKKE CTATH 00bEK-
TOM MHTepeca yaeHbIX. P. Wei ¢ KomIekTHBOM paccMaTpHuBain
mddepeHnnanbHyI0 SKCIPECCHIO TEHOB B 9HJIOTEITHATBHBIX
KJIeTKaX y a)poaMepUKaHIIEB 10 CPABHEHHIO C €BPOIICOHIAMH
¥ BO3MOJKHBII BKJIAJ psiia TEHOB B HAOIIOZAEMbIE MOITYIIs-
IIMOHHBIE PA3JIMYMS B YACTOTE OIYXOJIEBBIX M CEPACUHO-CO-
CyaHCThIX 3a0oneBanuii. [IpuMeuarensHo, 4to y appoamepu-
kaHueB (AA) B 2.4 pa3a Bbllle yacToTa 1 IpuMepHo Ha 50 %
BBIIIE PACIIPOCTPAHEHHOCTh T'MIIEPTOHUN MO CPABHEHUIO C
esponeounamu (EA). B pesynsrare cpaBHeHus rpynn AA u
EA 31 ren sBiscs nquddepeHImambHO SKCTIPECCUPYFOIITIMCS
Mexay aByms rpynnamu npu FDR = 0: skcnpeccust 4 reHos
ObL1a MoBBIIIeHA B rpynne AA no cpaBHeHuto ¢ EA, torna
Kak dkcrpeccus 27 reHoB Obuta Hibke B rpymme AA (Wei et
al., 2011). 13 odmero crucka 12T Benensercs ren PSPH,
MOCKOJIBKY OH JIEMOHCTPUPYET CAMYI0 BBICOKYIO TU(epeH-
IIUATIBHYIO 3KCIPECCHIO CPEH HCCIeayeMbIX Tpymi. VHre-
PECHO, YTO TOMOJIOT 3TOro reHa, PSPHL, mo3aHee Toxe Ipo-
sIBUJI ce0s1 Kak HarboJiee qudQepeHIInaIbHO IKCIPECCUPYIO-
IMics TeH y adpoaMepuKaHIIeB U aMEpUKAHIIEB €BPOMEH-
ckoro npoucxoxkaeHus. Tax, J. Allard ¢ komuteramu n3yqanu
reHbl, auddepeHInaibHO IKCIPECCUPYIOLTUECS IPH PaKe
SHJOMETPHSL, Y )KEHIIUH €BPOIIEOUTHON U HErPOUIHOM pachl.
W3BecTHO, YTO, TOMUMO PAa3HOW YaCTOTHI 3200JICBAHUS, CY-
LIECTBYIOT TAKXKE Pa3In4yus B MOJEKYJIAPHBIX TUIAX paka y
HOCHUTEJIEH U3 MOMYJISALHUNA €BPOIEOUA0B U HEIPOUIOB, UTO
MO3BOJISIET MPEIOIOKUTD HAJTMYHE TTOMY/ISIIHOHHO-CIIeTIN-
(hruecKrX 4epT IKCIPECCUOHHOTO MPOQUIIS Oy XOJIEBBIX TKa-
Hell. Y adpoaMeprKaHCKUX JKSHIITIH, KaK MPaBHIIO0, THATHO-
cTupyercs Oornee 3amyIieHHoe 3a001eBaHne ¢ HeOIaronpHsT-
HbIMU I'MCTOJIOTHMYCCKUMU TUIIAMH U 60J1ee BBICOKOH CTETICHBIO
3JI0KaUECTBEHHOCTH, Ye€M y €BpPONeonI0B. B nccnenoBannu
YCT@HOBJICHO, YTO JUCIIEPCUS] B OKCHPECCHU TEHOB MEXKITY
nonymnsusamMu cocrasnsger 7.2 % (341 tpaHckpunt) npu
p <0.005 (Allard et al., 2012). Cpenu HEX OBLT OOHAPYKEH
reH gocdocepruHoBoii Gocdarazsl PSPHL, KOTOPBIH ruIep-
SKCHPECCUPOBAJICA KaK B OITYXOJIEBBIX, TAK U B HOPMaJIbHBIX
TKaHAX HHIAOMETPHUS U AWYHHKOB y apoaMepHUKaHOK I10
CPaBHCHUIO C TKaHSAMH XCHIIUH E€BPOICHCKONW MOMYIISINH.
OT0 yKa3bpIBaeT Ha To, 4T0 PSPHL He sABIAETCS MapKepoM
OITyXOJIM, YTO TOJATBEPXKIAETCS pe3ysibTaTaMu paboT, mpo-
BE/ICHHBIX Ha KJIETKAX MOJIOYHOMW JKeJIe3bl, MPOCTATHI U JH-
nmorenuanbHbix Kietkax (Wallace et al., 2008; Martin D.N.
etal., 2009; Wei et al., 2011).

Hazo orMeTuTh BBICOKHIT HHTEpEC K M3YyYCHHUIO TOIYJIs-
IMUOHHBIX OCO6CHHOCTeﬁ TCUCHHUA U MTPU OHKOJOTHYCCKUX
3a200JIEBAHUSIX, YTO OOYCIIOBIIEHO X 3HAUUTEIEHBIM BKJIAJIOM
B 3200JICBAEMOCTH ¥ CMEPTHOCTBH 110 BceMmy Mupy. M. Kinseth
¢ xomeramu (2014) ycTaHOBWIIM HATMYKE TOMYISIIUOHHON
mudepeHIanii B 9aCTOTEe BO3HIKHOBEHUS M XapaKTepe
TedeHus paka mpocrtarsl. [lokasarenn 3aboneBaeMOCTH U
cMepTHOCTH cpenu appoameprkanies (AA) B 1.5 u 2.3 pa3za
BBIIIIE, YeM CPEIH JIFOJIeH eBPONeOnTHOM packl. Y AA Habro0-
JIaeTCsl TAK)KE TEHACHIMS K arpeCCMBHOMY TEUCHHUIO W Ma-
HudecTanuu 3a0oeBanst B 0ojiee paHHeM Bo3pacte. B atom
9KCTIEPUMEHTE MTOBTOPHO OBITa MPOJAEMOHCTPHPOBaHA TH(]-
(hepennmanpHas sKcrpeccus rena gocpocepruHdocharassl
(PSPH) u CRYBB2 mexIy UHAUBHJIAMH €BPOIEHCKOrO U
adpukanckoro nmpoucxoxaerns (Wallace et al., 2008). Kak n B
MPEIBIAYIEM UCCIIEIOBAHUH, aBTOPBI MTPUIIIIH K BEIBOTY, UTO
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9TOT T€H HE CBsI3aH C OIyXOJIEBOM TKaHbIO, a, II0-BUANMOMY,
MOXET BBICTYIATh KaK MapKep PacoBOW NMPHHAAICKHOCTH
(Kinseth et al., 2014).

[omynsiponnas nuddepeHmanys B IKCIPEecCHn TeHOB
MIPU OHKOJIOTHH paccMoTpeHa B pabote (Mitchell et al.,
2017), aBTOpBI KOTOPOH CTPEMWIINCH ONPEACINTD, BIHSIOT
JIU pacoBbIe Pa3INuus B okcnpeccuu reHoB 1 MukpoPHK Ha
paznudrs B OMOIOTUH OITyXOJIeH JIETKUX, UMEIOIINE KITMHIYE-
CKYIO 3HAYMMOCTH y ahpoaMepukaniieB (AA) 1 aMeprKaHIICB
eBporneiickoro npoucxoxaenus (AE). ITokazano, uro, xots
€CTb CXOJICTBA B 3KCIPECCHOHHBIX MPOPHIISIX MEXK LY paccMa-
TPHUBAEMBIMH TOIYJISIHSMH, CYIIECTBYIOT TAKXKE PasIUIUs
B 00JIaCTH KaK OEJIOK-KOIUPYIOLIMX TPAHCKPUITOB, TaK M
HEKOJMPYIOIIEH 4acTU IeHOMa. YUeHble YCTAaHOBUIIM, YTO
TPAHCKPHUIITOM OITyXOJICBBIX KJIETOK AA o0oraieH myTsaMu
CTBOJIOBBIX KJIETOK U MHBA3MH, TOT/IA KAK TPAHCKPUIITOMHBIH
nipodmTk ormyxoneBbIx KiteTok AE qemoHCcTprpoBai oborarie-
HHE 110 KaTerOpHsIM TPOIIECCOB, OTBEYAIOIINX 32 KIETOUHBII
LIMKJI, MUTO3 ¥ TTpostudeparuro. Habmonanack runoskemnpec-
cusi TeHOB ARLI7A, LRCC37A43 u KANSL1 B TKaHSX JETKHX
y AA 1o cpasaenuto ¢ AE (Mitchell et al., 2017). OTu renst
BXOZAT B peruoH 17q21, crpykTypHOe pa3HooOpa3ne KoToporo
OBLTO BBISBJICHO paHee M MPEACTABISAET COOOH MHBEPCHOH-
HBII oMMopdu3M ¢ ayrumkanuei (Steinberg et al., 2012).
Hanuune npsmoro (H1) unm MHBEpTHPOBAHHOTO ramioTH-
na (H2) obycnosnuBaet nuddpepeHnaabHy0 BOCTIPHAMYH-
BOCTb K HEJJIEIIbHOM TOMOJIOTNYHON PEKOMOMHAIINH | 3200~
JIEBaHUAM, BKIIIOYas pak. B eBponeicKux Nomyasuusax Ha-
OmroaeTcsl BBICOKAsl 4aCTOTa COOBITHH IyNIMKALUHU, B TO
BpeMsI Kak OOJBIIMHCTBY MOMyJsui 3anagnoil Adpuxu
XapakTepHo ux orcyrcrBue (Steinberg et al., 2012). Ipyrue
HCCJICIOBAHMS TKAHEH MOJIOUYHOM KEeJIe3bl, TOJICTON KHIIIKH,
MIPOCTAThl M YHJOMETPHUS TOXKE BBISIBUIN TEHBI, SKCIIPECCHUS
KOTOPBIX pa3jinyajach B 3aBUCHMOCTH OT IMOMYJISILUOHHOM
npuHauIeKHOCTH, Hanpumep PSPHL, CRYBB2, AMFR n
SOS1 (Martin D.N. et al., 2009; Allard et al., 2012; Field et
al., 2012; Mitchell et al., 2017).

Hapsiny ¢ oHKOIOTMYeCKMMHU 3a00JIEBaHUAMH BBICOKYIO
COIMATIBHYIO 3HAYMMOCTh HUMEET PEMPOAYKTHBHOE 3710POBBE.
OnHako paboTHI 110 U3YyUSHUIO TPAHCKPUIITOMA TIPH 3a001e-
BaHMSAX PEIPOLYKTHBHON CHCTEMBI C HCTIONb30BAHUEM MOITY-
JSIIMOHHOTO ITOAXO0/Ia OCTAIOTCS PEKUMHU. DTO CBA3AHO Kak
C OrpaHUYEHHON JJOCTYITHOCTBIO OMOJIOrMYECKUX 00pasIioB,
TaK M C METOAOJIOTHYECKHMHU CIOKHOCTSAMH, TAKUMH KaK
HEOOXOIMMOCTh y4eTa TOPMOHAIBHBIX KOJICOaHUH U IPYTHX
(hakTOpOB, BIHSAIONIMX Ha IKCIPECCHIO TeHOB. Tem He MeHee
MOI00HBIE SKCIIEPUMEHTHI KpaiHe BayKHBI JUIS MTOHUMAHUS
9THOJIOTHN PETPOAYKTHBHBIX 3a00J€BaHUN W pa3padOTKH
[EPCOHAIM3UPOBAHHBIX MOJIXOJIOB K MX JedeHuio. Panee
pe3yabTaThl Psifia UCCIEAO0BAHUN MPOAEMOHCTPHPOBAIH CY-
IIECTBOBAaHNE PACOBBIX M ATHUUYECKHUX Pa3MuUi B 4acTOTE
pasBurust npeskiamicuu (I13) — Tspkenoro ocinoxHeHus Oe-
PEMEHHOCTH, COIIPSIKEHHOTO € BEICOKOW MaTEPUHCKOM U MJIa-
JICHYECKOH CMEepTHOCThI0. Hanpumep, paboThl HECKOIBKHUX
Pa3HBIX KOJUIEKTUBOB CBHIETEIILCTBYIOT O TOM, 4TO apoame-
PHUKaHCKHE )KCHIITMHBI UIMEIOT O0JIe€ BEICOKHMI PUCK Pa3BUTHS
I19 no cpaBHEHUIO ¢ JKEHIIMHAMU U3 €BPONEOUAHON MO-
nymsiun (Wolf et al., 2004; Ghosh et al., 2014; Torchin et
al., 2015). OnpeneneHHbIH BKIa B HAOTIOMaeMbIe PAa3ITHIUS
MOKET BHOCHTB MEXKIIOIY/IIIIHOHHAsl BapHaOeIbHOCTh YPOB-
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Hell 9KCIIPECCHUU TeHOB 1 OEJIKOB, MI'PAIOLIHUX KITFOYEBYIO POJIh
B TTaToOTeHe3e MpedKiIaMIicuu. Tak, sxcriepuMeHTsl A. Whit-
ney u komter (2003) mokasanu, 4TO CpeHHE YPOBHH IPO-
rHoctudeckux anruoreHHsIx (PIGF) u aHTHaHrHoreHHBIX
thaxtopoB (sEng, sVEGFR1) cymecTBeHHO pa3nngarorcs y
apoaMepUKaHIEB U €BPOIICOHIOB, IIPOKUBAIOLINX HA Tep-
putopuu CIIIA. [IpumedaTensHO, YTO pe3yabTaThl psaa OTe-
YECTBCHHBIX U 3apyOCKHBIX pabOT CBHUIACTEIHCTBYIOT 00
ACCOIMAINH TTOITMMOP(HBIX MAPKEPOB TCHOB, KOANPYIOLINX
AQHTMOTI€HHBIC U aHTHAHTUOTeHHbIE (PaKTOPBI, C PUCKOM pas-
BUTHS Tpesknamncnn (AxyneHko u nap., 2020; Rana et al.,
2022). DT naHHbBIE TOYEPKUBAIOT aKTyaIbHOCTh N3YUCHUS
IEHETUYECKUX aCIIeKTOB MPEIKIIAMIICUH, YIUTHIBASI MOITYJIsI-
IIMOHHBIE 0COOCHHOCTH UHIUBHIOB.

B Poccun omgHO M3 MEpBBIX HCCIIEIOBAHUM, HalpaBIIeH-
HBIX Ha BBISBJICHUE MOJICKYJISIPHBIX MEXaHM3MOB, JIEKAIHX
B OCHOBE TSDKEJIBIX OCJIOKHEHUH OEpEMEHHOCTH, TAKHX Kak
MIPEAKIIAMIICHSI, C YYETOM I'€HEeTHYECKUX 0COOEHHOCTEH TOo-
nynsiuid CuOMpH OBbUTO IPOBEIEHO HA BHICOKOIUIOTHBIX MH-
KpOYHITaX W BKIJIIOYAJIO 0Opa3Ilbl MOTHOTEHOMHOTO TPOQH-
JIMPOBAHMS AKCIIPECCHH TeHOB 21 pycckoil (eBporeonaHas
MOMyNsIust) U 23 SKyTCKUX (MOHTOJIOMIHAS TOIMYISALNA)
xennmH (Trifonova et al., 2022). ABTOpBI POIEMOHCTPH-
poBasi OnonH(pOpMaTHIECKUH TOIX01 00paOOTKH JaHHBIX,
MIO3BOJISIFOIHI HE TOJILKO BBISBIATH AU PepeHIINaIbHO IKC-
MPECCUPYIOIINECS TeHbI MEK/Ty MOMYIISIIUSIMHU, HO ¥ aHATIM3H1-
pOBaTh KIACTEPBI KOIKCIIPECCHPYIOINXCSI TCHOB B CETEBBIX
MOJIEJISIX B3aUMOJICHCTBUI OJIKOBBIX HMPOJYKTOB, a TaKKe
BBIJICNATH (DyHKIIMOHAIBHO aKTHUBHBIE LIEHTPBI ITHX CETEH
(renbl-koHIEHTpaTOphl — hub genes). B pesyibrare cereBoro
aHaJ3a OJIOKOB KOAKCIIPECCUPYIOIIUXCS T€HOB OBLIH MOy~
geHsl 10 kmacTepos, BKIIOYAONUX 7968 TeHOB, acCOIUH-
poBanHBIX C¢ IID y pycckux, u 9 kimacTepos, cogepKalux
7966 reHoB, y sikyToB. [Ipr mocTpoeHnu cetu OenoK-0eKo-
BBIX B3aMMOJICHCTBHIA OBLTH BBIACTICHEI Hanbonee QyHKINO-
HanbHO akTuBHBIC TeHbl: CULI, ANAPCI1, LNXI1, CDC20,
UBE2L6, FBX09, KLHL13, UBA3, KCTD7, RNF111 —
y pycckux (puc. 2, a); KLHL3, FB11PSXL, ASB2, LRRC41,
LMO?7, RNF7,SKP2, FBXO2 —y sxyToB (CM. puc. 2, 6). T
IeHbI MPEUMYIIECTBEHHO yYacTBYIOT B COOpKE M peryJs-
UM yOMKBUTHH-JIATa3HOTO KOMIUTekca. O0mmmMu st 00erx
nomynsuuil oxaszancs 1701 ren, accounnpoBanHsiii ¢ I10.
OyHKIMOHANBHAsT aHHOTAIMS ATUX TEHOB M0Ka3aja UX BO-
BJICUCHHOCTb B ITPOIIECCHI aKTUBHOCTH MHTEp(epoHa 1 PpyHk-
IIMOHMPOBaHNE YOUKBUTHH-JIMrazHoro kommiekca (Trifono-
va et al., 2022).

MepcneKTnBbI NPUMEHEHNA NCCneaoBaHnN
TPaAaHCKPMATOMa B KPUMUNHaNINCTUKe
[TpuBeneHHbIE BBIIIE CBHICTEIECTBA O HATMYHU MEKITOITYIIS-
IIMOHHOW BapHaOEeIbHOCTH B SKCIIPECCUH T'€HOB CPEIH pas-
JIMYHBIX MOMYJISIUN YeJI0BEKa, a TAKXKe (haKT CyILEeCTBOBAHMUS
crielin(MYHBIX MapKePOB, XapaKTEePHBIX JUIs OIpeleIeHHOH
MOMYJISIIIMOHHOM TPYTITIBI, TIO3BOJISTIOT UCTIONB30BaTh 3TH 3Ha-
HUSI B JIOTIOJIHEHNE K CTaH/IapTHBIM IIPOTOKOJIAM, IPUMEHsIe-
MbIM B kpuMuHanuctuke (Daca-Roszak, Zietkiewicz, 2019).
TpaHCKpUIITOMHBIE JAHHBIE MOTYT CITYKUTh JJOTIOJTHUTEIb-
HBIM MHCTPYMEHTOM JUJIsl HACHTU(PUKALIMY UHMBUIOB, OCO-
OEHHO B CITy4Yasix, KOIJia TPaIUIMOHHbIE METO/BI, TAKHE KaK
anam3 STR-mapkepos (short tandem repeats), oka3pIBaroTcst

BaBunoBckuii xKypHan reHeTuku u cenekuyunm / Vavilov Journal of Genetics and Breeding - 202529+ 5



A.A. babosckas, E.A. TpudoHoBa
B.A. CtenaHoB

-
G RNFIT—— Ly ATP1B4

7 \\\\\\\
0 1/ BIRFCT—

T ﬁ X
LA Ve
W KLHL13
= @E
6 4 POLI \ /

% GTF2H4

o GTF2Hs

AT S.\ JAKA
S|
She . 4 Fi35
,.‘g?ARIH1 5

' F*sr\nnwﬁgg CCND1

\
s 12 P,§MC5

747 conp2
AFH
VD9
- PSMB6
UBE

2¢
<NFT; @4 PSMBH
\

£ CIsH

Puc. 2. Ton-10 reHOB-KOHLIEHTPATOPOB (KpacHbIe) C bnvKanwmmy cocea-
HUMU y3namu (cepble) fnsa 6enoK-6enKoBON ceTn pyccKux (a) u AKyToB (6).

HEIOCTaTOYHO MH(OpMaTHBHBIMU U3-3a aerpagaunu JJHK.
HWccnenoBanus 1EMOHCTPUPYIOT, YTO SKCIIPECCHS TEHOB 00-
JalaeT BBHICOKON WHAWBUIAYAIBHOW CIIEIU(PUIHOCTEIO, 00Y-
CJIOBJICHHOM KaK T€HETHYECKMMH BapHalMsIMH, TaK W DIIU-
reHeTHdeckuMu Moxudukamusamu (Spielman et al., 2007;
Storey et al., 2007; Stranger et al., 2007; Price et al., 2008;
Zhang et al., 2008; Fan et al., 2009; Lappalainen et al., 2013).
TmaTenbHO MOKOOpaHHBIE MOMYISIINOHHO-CIICITU(PUIHBIC
TPAHCKPUIITOMHBIC MapKephl MOTYT HCIIOIh30BaThCS B KPH-
MuHanuctuke ananorundno JJHK-mapkepam, uToObI yka3arhb
MOMYIIAINOHHOE TTPOUCXOKICHHE CyIeOHO-MEIUIINHCKOTO
o0pasma, B YaCTHOCTH, KOT/Ia TPUMEHEHUE CTAaHIAPTHBIX MPO-
TOKOJIOB 3aTPyAHEHO HEOJHOPOAHOCTHIO MaTepuaia (cMech
00pasmoB).

Ha npaxTuke nneHTHOUKAIINST MHOKESCTBEHHBIX YYaCTHU-
koB nyreM renotunuposanus JJHK-mapkepos B cyneOHO-
MEIUIIMHCKUX 00pa3nax sBISIETCS CI0KHON MITH HEBBITIOTHH-
Mo, ecim pedepencusie JJHK-npodmmm nenoctymnusr (Wes-
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ten etal., 2009). Kpome TOro, B KOMILIEKCE C UICHTUDUKAITUCH
JUYHOCTH TIOMYIISAIIMOHHO-CIICIIM(PUIHBIE MapKepPhl MOXKHO
MIPUMEHSTH JJIs1 TOYHOH OIICHKH BPEMEHU cMepTH. Pe3ynbra-
ThI Hcnonbk3oBaHug ananu3za PHK B kauecTBe momonHeHusa K
Habopy cyneOHO-MEIUIINHCKUX HHCTPYMEHTOB ITOKA3bIBAIOT,
YTO ATTEPHBI IKCIIPECCUU TEHOB H3MEHSFOTCSA ITOCIIE CMEPTH
CHEeUU(PUYHBIM JJIsl TKAHH U YEI0BEKa 00pa30M K [TOITOMY MO-
TYT OBITH 2P (PEeKTUBHBI TS TPEATTOTIOKEHHS BPEMEHH CMEPTH
(Gonzalez-Herrera et al., 2013; Ferreira et al., 2018). Ogaaxo
JUTSL YCTICIITHOTO BHEPEHUSI IIPUMECHEHUS TPAHCKPUIITOMHBIX
MapKepoB JJIST METOIOB CYIeOHO-MEAUIIMHCKON IKCTIEPTH3HI
HEOOXOIUMBI TATBHEHININE UCCIICHOBAHMS, CTaHAAPTH3AIINS
MPOTOKOJIOB U pa3padoTKa CIICIUAIN3UPOBAHHBIX 0a3 TAHHBIX.

3aknioyeHue

HccenenoBanus NonyassliHOHHON TPAHCKPUIITOMUKH IIPE.-
CTaBIIAIOT COOOH MOIHBINH HHCTPYMEHT JUIS QHAJIN3a TeHEeTH-
YECKHX M MOJICKYJISIPHBIX MEXaHU3MOB, JISKAIIUX B OCHOBE
CJIOXKHBIX q)eHOTI/IHI/I‘{eCKI/IX IIPU3HAKOB. OHU O3BOJISIIOT BhI-
SIBUTB HOITYJIALHOHHO-CIIeIH()HYECKHEe 0COOCHHOCTH TPaHC-
KPHITTOMHBIX NTPOQHIEH KICTOK W TKaHeH WHIUBHIOB, YTO
MOXKET 6I)ITb HCIIOJIB30BAHO KaK JJIsd (byH[[aMeHTaJ'H)HI)IX Ha-
YYHBIX IIeJIeif, TaK ¥ Ha MPAaKTHKE B CYAeOHO-MEANIINHCKOI
9KCTIEPTH3E, BKIIIOYAs aHAIN3 OMOMapKepOB U TEHETHUECKYIO
uaeHTudukanuo odpasuoB. Kpome Toro, momyssiinoHHast
TPAHCKPUIITOMHKA OTKPHIBAE€T HOBBIC BO3MOKHOCTH IS 1O~
HUMaHHS MOJICKYJISIPHBIX MEXaHHW3MOB 3a00JeBaHHI B pas-
JIMYHBIX MOMYJIAUAX Y€JIOBCKA. aKcﬂepl/IMeHTbI NOCJICAHUX
JIeT IPOJIEMOHCTPHUPOBAIIH, YTO TCHETHYECKHE U TPAHCKPHII-
IIMOHHBIE PA3TIMYHS MEXK Ty TOITYJIALISIMHI MOTYT UTPaTh KITIO-
YEBYIO POJIb B [1aTOr€HE3e ay TOMMMYHHBIX, HH()EKIIMOHHBIX,
OHKOJIOTHYECKHX 3a00JIeBaHM, a Taroke 3a00JIeBaHNH penpo-
JTYKTHBHOH cHCTeMBI. JlanmbHelie nceiaenoBanus B 001acTi
HOIYJIALIMOHHON TPAHCKPUIITOMUKHU MOTYT IIPUBECTU K pas-
paboTKe HOBBIX ITOAXOAO0B IS TUATHOCTHKH, MTPO(QMIIAKTHKH
U JiedeHust 3a00JIeBaHUM, YUUTHIBAIONIINX HOMYJISIIHOHHbIE
0COOEHHOCTH MHIUBH/IOB. TakuM 00pa3oM, NOMYJISIIIMOHHAS
TPAHCKPUNTOMHKA SBJISETCS IIEPCIICKTUBHBIM HallpaBJICHHEM
MOJICKY/ISIPHOH OMOJIOrH, KOTOPOE CIIOCOOHO HE TOJIBKO YIITy-
6I/ITb Hanie mMOHMMaHUEC I'CHETHYCCKUX U SIIMI'CHCTUYCCKHUX
MEXaHU3MOB, JISKAINX B OCHOBE (DEHOTUITNYECKUX Pa3THIUH
MEXAY TOMYJSIHAME, HO U CO3IaTh HAYYHBIH (yHIAMEHT
JJ11 BHEAPCHU S MHHOBAIITMOHHBIX CTpaTeFI/Ii/lI B Me[[HLlHHCKOﬁ
HpaKTHKE.
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