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CarennutHasg IHK dopmypyeT npoTskeHHbIe 061aCTy MOBTOPOB BHYTPU rETEPOXPOMATUHOBBLIX PANOHOB XPOMOCOM, COCTaBIsS 3Ha-
YMTESBHYIO YacTb, TaK Ha3bIBAEMOrO, «HEKOAVPYIOLLIEr0 KOMMOHEHTA» reHOMa 3ykapuoT. HakomniaeHHble K HACTOSLLEMY BPEMEHN AaHHbIE
CBUAETENLCTBYIOT O TOM, 4TO Hekoampytowas PHK, TpaHckprbrpyemas ¢ nocnefoBaTebHoCTen catennTtHol JHK, HUTb- 1 TkaHecneuy-
®uryHa, a e€ TPaHCKPUMNLMS 3aBUCUT OT TUMa KIETOK, CTaAuM KIIETOYHOIO LKA UK PasBUTKS, KIIETOUYHON AnbdepeHUMpoBKA, MOXET
ObITb MHAYLWPOBaHA Pa3/INYHBIMI CTPECCOBBLIMU BO3AENCTBMSAMU 1 HabniopaeTcs Npu KaHueporeHeae. Ocobblii MHTEPEC B CBSA3M C 3TUM
npeacTaBnseT usydeHne TpaHckpunuum catennmtHol AHK yenoseka, PHK TpaHckpunTel KOTOPOM, MOTYT y4aCTBOBATb B MPOLLECCAX UMII-
NaHTaLUMN 1 paHHEro 3MOPUOHANBHOIO Pa3BUTUS, a TakKe B perynaumm paboTbl SMOPUOHaNBHOro reHoMa. B ctatbe onucbiBaeTcs o6Lwas
xapakrepuctuka catennntHon JHK venoseka, NPUBOLSATCSH AaHHbIE NIMTEPATyPbl OTHOCUTESIbHO TPAHCKPUMLMOHHOW akTUBHOCTY caTen-
NNTHBIX NocnepoatensHocTel HK, a Taioke GyHKUMIA 06pasyoLLmxcst TpaHCKpUNTOB. MpuBeaeHbl COOCTBEHHbIE A@aHHbIE OTHOCUTENBHO
TPaHCKPUMLMOHHON aKTMBHOCTW caTefnTa 3 XpOMOCOMbI 1 B 9MOPUOHANBHBIX 1 9KCTPa3MOPUOHANbHBIX TKaHSIX YesioBeka.

KnioyeBble cnosa: catennutHas OHK, TpaHckpunums, Hekoampyowpme PHK, amMbpuoHansHoe passutue.
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Satellite DNA forms large arrays within heterochromatic regions of chromosomes and constitutes an essential part of the
«non-coding landscape» of eukaryotic genomes. Experimental data suggest that non-coding RNAs transcribed from satellite DNA, are
strand- and tissue-specific, and its transcription depends on the cell type, cell cycle, cell differentiation and stage of development. It can
be induced by various stress effect and cancerogenesis. Transcripts of satellite DNA which can be associated with the processes of im-
plantation and regulation of the embryonic genome during early human development are of interest. The article covers general organiza-
tion of the human satellite DNA, literature data on transcription of the satellite DNA and function of synthesized transcripts. Our own data
on the transcriptional activity of satellite 3 of the chromosome 1 in the embryonic and extraembryonic human tissues are included.

Key words: satellite DNA, transcription, non-coding RNA, embryonic development.

MOJTHUTENIBHOM, «CaTeJTUTHO», pakiuu reHomHoi JJTHK
[3]. Y yenoseka cat/IHK pacrionaraercst mpemmMyIiiecTBEHHO
B LIGHTPOMEPHBIX U MPULIEHTPOMEPHBIX PaiioHAX XPOMOCOM
[1, 2, 4] u o6pa3oBaHa HECKOJbKUMHU KJI1acCaMU TaHIEMHBIX
TMOBTOPOB C Pa3IMYHBIM HYKJICOTUAHBIM COCTABOM, a TaKXKe

Baenenne

CarermmutHass JIHK (car/IHK) mpencraBnsger coboit
TaHIEMHO OPraHM30BaHHBIC BHICOKOTOBTOPSIIOIIMECS T10-
caenoBateabHOoCcTH MoJiekynbl JHK u siBasieTcss OCHOBHBIM
KOMIIOHEHTHOM KOHCTUTYTMBHOTO rerepoxpomaTtusa [1, 2].

Bnepsoie cat/IHK Oblia BeimeneHa MeTOOOM LIEHTPUDYTH-
POBaHUSI B IpaJMeHTax TUIOTHOCTU COJIei 1e3usl B BUIE J10-

JUIMHOIM COCTaBJISIIOIIMX UX MOHOMepoB [4]. JliinHA MOHO-
mepoB cat/IHK, kak npasuiio, koneodaercst ot 150—180 m.H.
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10 300—360 1.H., MOHOMEPBI (hOPMUPYIOT B TEeHOME TIPOTSI-
JKEHHbIE MACCUBBI U3 COTEH MJIM Thicsiu Komuii [3, 4]. OnHa-
KO, BCTpeYaloTCs U UCKIIIOUEHMsI, KaK caTe/UIMThl 1—3 Kiac-
ca, ¢ Topas3mno MEHbIIeH IIMHON MOHOMEpoB [4, 5].

Haubonee xopolllo oxapakTepu30BaHHON SIBJISIETCS
¢pakuus o-catAHK meHTpoMepHBIX pailoHOB XpOMOCOM,
kotopast coctaBisger no0 10% B reHoMme uenoBeka [6].
OcHoBHoIi enuHuuei 1ieHTpomepHoit catIHK sBasieTcs
AT Gorartasi TOBTOPSIOLLASICS ITOCAEA0BaTeIbHOCTD JJIMHOMN
171 m.H. [5, 7, 8], Ha3pIBaeMasa Takxke MOHOMEpPHOU ¢op-
moii a-cat/THK [9]. AT Gorarsie MoHoMmepsl a-catJHK
XapaKTepu3yloTcsl 00pa3oBaHMEM MACCHMBOB BBICIIETO IMO-
psaka, Tak Ha3biBaeMbIX higher order repeat, unu HORs [3,
5, 7, 8]. 3a uckytoueHMeM Tpex HErOMOJIOTMYHBIX TTap Xpo-
mocom (13/21, 14/22 w 5/19), mist KOTOPBIX XapaKTepHbI
oueHb cxoxue o opranudauu HORs, MaccuBbI BhICIIETO
MOpSiIKA SIBJISIIOTCSI XPOMOCOM-CIeIM(PUIHBIMM, UTO T10-
3BOJIIET UCITOJIb30BaTh MX B KaueCTBE MapKepoB KaxKIoi
xpomocomsl [10, 11]. Ings HORs xapakTepHbl nmoauMopd-
Hble BapUaHThl, KOTOPbIE OMpPEENsIOTCS Kak oOLel nau-
Hoit HOR, tak m BapmabGenbHOCTHIO ITOCIEA0BATEIbHOCTU
HyKJIeoTH0B BHYTpY ogHOro HOR — HanuuumeM oqHOHYK-
JneoTuaHbix 3ameH [8]. Tak, xpomocoma 17 yenoBeka — XO-
poiuii mpumep noaumopdusma HOR BHyTpHU LIeHTpOMep-
HOro maccusa [6, 8].

Cnenyer OTMETUTb, YTO WMIAEHTUYHOCTb ILIEHTPOMEPHI
omnpeaessieTcss He TOJIbKO HYKJICOTHIHBIM COCTaBOM, HO W
SIUTEHETUYECKUMU MOAMMDUKALIMSAMU XpOMaTHHA, a TaKXe
psIIoM O€JIKOB, CBSI3aHHBIX C 00pa3oBaHuEM KMHeToxopa |3,
12]. Tak, HanpuMep, KOHCTUTYTUBHBIMU O€JIKaMU LIEHTPO-
MEPHBIX PailOHOB XPOMOCOM 4YeJIOBeKa SIBJISIIOTCS BapHaHT
ructoHa H3 CENP-A, a takxe 6ei1ku CENP-B u CENP-C
[9, 12, 13]. [Tomumo 3TOTO, B paiioHe LIGHTPOMED BBIACISIOT
Oosiee OBYX NECSTKOB APYTHX OENIKOB, acCOLMUPOBAHHBIX
¢ o-catIHK wm npyrumu ueHTpoMep-J10Kaau30BaHHBIMU
MOCJIeI0OBATEIbHOCTSIMUA HETOCTOSIHHO B TE€UYEHME KJIEeTOY-
HOTO LIMKJa, U TPUHUMAIOIIMX YYaCcTHe B Pa3IMYHBIX TIPO-
1eccax, Takmx, Kak KOore3usl CECTpPUHCKUX XpOMaTHI, cOop-
Ka BepeTeHa aeJieHus u T.4. [9, 14].

ITpunenTpomepHblie paitonsl xpomocoMm (ITLPX) obpa-
30BaHbI r1aBHbIM 00pa3om cat/IHK 1, 2 u 3 kinaccoB, Ha3bI-
BaeMbIX TaKXe KJIaCCMUYECKUMU caTe/UTMTaMM, a Takke - 1
v- catIHK [15]. Knaccuueckue caTe/uIMThl YyeloBeKa MMe-
10T pa3nnuHyio oboraieHHoCcTh AT- u CG-napaMu oCHOBa-
HUIi: caTtemuThl TepBoro kiacca (human satellite 1-
HSAT 1) o6oramensr AT-napamu, BTroporo (HSAT 2) u
tpethero (HSAT 3) kmaccoB comepxar kak AT-, Tak u
CG-napsl. HSAT 2 u HSAT 3 cocTosT 3 ieHTaMepoB ¢ 110~
cinenoBaTebHOCTRIO HyKJIeoTunoB GAATG, unu CATTC,
[5, 16], 5—15% xotopsix Ha xpomocome 9 comepxar CpG
nocnenosatenabHoct [17]. Inst HSAT 1 u HSAT 2 xapak-
TEPHO HanMyure cydocemeiicTs [16].

CateTMTHbIE MOBTOPBI CieUMDUIHO pacIpeiesieHbl 1o
xpomocomaM. HSAT 1 npenctasien B I1LIPX xpomocoMm 3 u
4, a Takke xpomocom rpymrn D u G [18, 19]. HSAT 2 noka-
JM3yeTcsl Ha xpomocomax 2, 5, 7, 10, 17, a Takke Ha Bcex

aKpOLIEHTPUUYECKUX XPOMOCOMax, BKiIouass U Y, XOTd U
B MeHblleM KojudecTBe, yeM B ITLIPX xpomocom 1 u 16,
rme OoH oOpasdyeT OJIOKM IPOTSKEHHOCTBIO IIPUMEpPHO
5—6 MiH IL.H.H. [5, 20, 21]. HSAT 3 nokanu3syeTcst Ha Xpo-
mocomax 1, 5, 10, 17 u 20 [19]. PacnpeneneHue PB- u
y-cat/IHK Taxske xpomocomcrnenunduuro. Tak, B-cateur
nokanusyetcs B ITLIPX xpomocoM 3 u 9 u B ITMHHOM ILIeue
Y-xpoMmocoMbl [22]; y-caTeJTUT — B IEHTPOMEPHOM paiioHe
xpomocombl 8 u ITLIPX momoBsix xpomocom [23, 24]. Paiion
Ygh taxxke comepxut HSAT 1 u HSAT 3 [18, 19].

Cat/IHK npuHumMaer y4yacTue BO MHOTHUX KJIETOUHBIX
Mpolieccax, TaKUX KakK cerperaiust U pacXoXIeHNe TOMOJIO-
TUYHBIX XPOMOCOM BO BpeMs nejieHus [9], mommepkaHue
TPEXMEPHOIi MPOCTPAHCTBEHHON apXUTEKTOHUKH siapa [25],
a TakKe obecreyeHue CTPYKTYPHOI LIEJIOCTHOCTY FeHoMa 3a
cYeT MpenoTBpallleHUs] He3aKOHHOM PeKOMOMHALINN MEXKITY
JIUCTIEPTUPOBAHHBIMU ~ TIOBTOPSIIOIIMMUCST  DJIeMEHTaMU
JHK [26].

Tpanckpunuuonnasi aktusHocTh caT/[HK
B 3MOpHOreHe3e YesoBeKa

TpaHCcKpUIIIMOHHASI MTHEPTHOCTh CYMTANIach (DyHIaMeH-
TaabHbIM npusHakoM cat/IHK, a HemHorouuciaeHHble pa-
0OTBI, TTOKA3bIBAIOIINE €€ TPAHCKPUITIINIO U BBITIOJHEHHbBIE
B OCHOBHOM Ha MEMOTUYECKU EISIIUXCS KIeTKaX — OO~
Tax NTUALl 1 aMmUOMii, He3acIy>KeHHO OCTaBaJICh He3aMe-
yeHHbIMM [27]. HakomieHHbIe K HACTOSIIIIEMY BpEMEHM 3KC-
MepUMeHTaTbHbIE TaHHbIE CBUIETEIbCTBYIOT O TOM, UTO He-
konupytomas PHK (nkPHK), tpanckpubupyemas ¢ moce-
noBatenbHocTelt catlHK, HuTh- 1 TKaHecneunduyHa, a eé
TPAHCKPUIILMS 3aBUCUT OT TUIA KJIETOK, CTAIUU KJIETOUHO-
ro LIMKJIA WIX 9MOPUOHAIBLHOTO Pa3BUTHS, KIETOYHOM aud-
depentmpoBku. Ee MOXHO WHIYIMPOBATH pPa3TUIHBIMU
CTPECCOBBIMU BO3ICHCTBUSMU M OOHAPYKUTD TIPU KaHIIEPO-
renese [1, 2, 20, 28].

Oco0eHHO 3HauuTeNbHbIe U BapuabesibHbIe MO pa3Me-
pam Onoku cat/IHK B reHome yenoBeka JIOKaJIM30BaHBI
B ITLIPX xpomocoMm 1, 9 u 16, a TakKe B AUCTATbHOM OT/IENE
IJIMHHOTO TjIeda Y-XpOMOCOMBEI. DTUM 00JacTsIM M3daBHA
OTBOJUTCSI 0C00asi poJib B HAPYLICHUSIX PEMPOAYKIINU Y Ye-
JIOBEKa, U 00CYK/IaeTCsl yuacTue 3TUX PailOHOB B HOpMaJlb-
HOM U MaToJiornyeckoM ambpuoreHese yeaoneka [29—31].
B cBs13u ¢ aTMIM, 0COOBIIT MHTEpEC MpPenCTaBIIsIeT U3ydeHUe
tpaHckpunuuu catlHK, PHK-Tpanckpuntbl KOTOpbIX MO-
TYT y4acTBOBaTh B Mpolieccax UMIUIAHTALIUM U PAHHETO dM-
OpMOHAJIBHOTO Pa3BUTHSI, a TAKXKE B PETYJISILIUA paOOThl M-
OpMOHAJILHOTO T€HOMa.

Taxk, B yaCTHOCTH, HEOOJIBIIION, MO CPABHEHUIO C MaJIUT-
HU3UPOBAHHBIMU KJIETKAMU, YPOBeHb TpaHcKpumiuu HSAT
3 xpomocombl 1 (HSAT 3-1) oOHapykeH B KJIETKaX 3peyIoi
mnateHTsl [32]. Tlo-BuaMoMy, HM3KMIl YpOBEHb TpaHC-
kpuntoB HSAT 3-1 cBsi3aH ¢ BBICOKOI1 KOHIEHCAIIMEN reTe-
POXPOMATHHOBBIX PaiiOHOB W BBICOKMM YPOBHEM METHJIMPO-
Banusg JHK IIHPX B xmerkax 3penoil murameHTsl [32].
AT-0OoraTble TPaHCKPUIITHI (CUUTHIBAIOTCS CO CMBICIOBOI
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uenu) ao- cat/IHK neHtpomepHoro pailoHa XpoMocomsl 7, u
GC-06oratbie (aHTUCMBICIOBBIE) XpoMOcoMbl 10 ObUIM 0OHA-
PYXeHBI B SMOPUOHATBHOM SIMYHUKE W TEYEHU, a TaKxke
B tuiaueHte [33]. Cneumduyeckue tpaHckpuntsl HSAT 3
Y-XpoMocoMbl yesioBeka OOHApyKeHbl B CEMEHHHUKAX, Kak
B 9MOpHoOreHe3e, Tak M B MOCTHaTaJIbHOM Tiepuone |33, 34].
TpaHCKPUTITHI TEJIOMEPHBIX PAiOHOB XPOMOCOM, Tak¥ke 00-
pa3oBaHHBIX MAacCUMBOM TaHIaeMHo-TioBTOpsitonieiicss JTHK,
HO OTHOCSIIIIMECS MO KJacCU(pUKalUU K OTAEIbHOMY KJlaccy
TaHIEMHbBIX ITOBTOPOB [4], 0OHapyKeHbI B KJIETKaxX SIMYHUKA
IUTOOB Ha ctaguu mpodassl I B skeHCKOM rametoreHese [35].

B nHamewm uccnenoBanuu [36] metomom OT-ITLIP (ITLIP
C UCIOJIb30BAaHWEM OOpaTHOI TPaHCKPUIITa3bl) MpoaHaIu-
3UpOBaHa TPAHCKPUIILIMOHHAs akTuBHOCTb HSAT 3-1, ko-
TOpBI 00Opa3yeT OOMH M3 KPYIHBIX XpOMOcOMCHelnpud-
Hbix MaccuBoB cat/lHK B reHoMe yenoseka. boiiu mpoana-
JIM3UPOBaHBI 00pa31ibl BODCMHYATOTO XOPMOHA 1 OPTaHOB OT
14 >MOpPUOHOB C HOPMAaJbHBIM KapUOTUIIOM, MOJYyYEHHBIX
B pe3yJIbTaTe MpepbIBaHUsI 06pEMEHHOCTH B CPOK PA3BUTHS
6—14 Henenb GepeMeHHOCTH (H.0.), a TaKXKe TUIAICHT MOCe
ponopaspeieHus (36—38 Hememb).

Tpanckpubupyemast co cMbicioBoit enu (AT-6oraroit
uenu catlHK) nkPHK HSAT 3-1 Gblna BbIsIBJICHA B TKa-
HSIX BOPCMHYATOrO XOpMOHA, HAUMHasl ¢ Hanbojiee paHHel
W3 TIPOAHATM3UPOBAHHBIX CTAIU — 6 H.0. ¥ IETEeKTUPOBa-
nack Brioth 10 10/11 H.6 (Tabnauia). B o6pas3uax xoproHa
nociae 14 H.0. OblIM 0OHAPYKEHBI AHTUCMBICIOBBIE TPAHC-
kpuntbl HSAT 3-1. B o6pasuax mianent HKPHK HSAT 3-1
He 0OHapyXWJIach, YTO HE COTJIACYeTCsl C TaHHBIMM JPYTUX
ucciaenoBanuii [32] m MoxeT OBITH OOYCJIOBJIEHO Kak JIyd-
et coxpanHoctblo PHK B o6pasuax, Tak ¥ BHyTpU- U Me-
KUHAVBUIYAJIbHON BapuabelbHOCTBIO TPAHCKPUIIIMOHHOM
aktuBHOocTH HSAT 3-1 B KJIeTKax 3peJioil mialeHThl.

B amOpuoHanbHbiX opraHax TpaHckpumniust catIHK,
MO-BUAMMOMY, HAUMHAETCSI HEMHOTO To3aHee. Tak, B Mpo-
JIOJIFOBATOM MO3re pasBuBatollerocss smopuona AT-0ora-
Thie TpaHcKpunThl HSAT 3-1 BoisiBasiorcs B 7 H.0., B cepli-
11e, HaAMoOYeYHUKax M medyeHu — Ha 8/9 H.0 (Tabnuia).

B noukax tpaHckpunTsl BoisiBisuiuch B 10/11 H.6. B cepaue
u noukax ooHapyxxeHa HKPHK HSAT 3-1, tpaHckpubupye-
Masg TOJbKO C aHTUCMBICIOBOM 1enu. Hamportus, Ha
9—10 H.6. AT-60raras (cmbicioBasi) HKPHK HSAT 3-1 no-
SIBJISIETCS B JIETKMX M KullledyHUKe. C aHTUCMBICTIOBOM 1LIeNn
TPAHCKPUIILMS MPOXOAKUIA U Ha OoJiee MO3AHUX CPOKax (110
14 H.6.) B oOpa3uax KUIIEUHMKA, MPOAOJITOBATOrO MO3ra,
nerkoro (tabmmua). Takum oOGpa3oM, IIPearnoOXUTEIHLHO
B 9—10 H.6. y 5MOpHOHa Ye0BeKa MPOUCXOIUT MepPeKITtoUe-
nue tpaHckpuniuu HSAT 3-1 co cMbICIOBOI 1Lieny Ha aH-
THUCMBICJIOBYIO.

OOHapy:XeHO HECKOJbKO BapUaHTOB TPAHCKPUIITOB
HSAT3-1, nanbGojnee yacTble M3 KOTOPBIX HMMEIOT UIMHY
okoJ10 250 1 600 m.H. KopoTKue TpaHCKPUIITHI JTUHON OKO-
jgo 100 m.H. oOHapyxXeHbl B cepaue. Bce BbIsIBIEHHbBIE
Tpanckpuntsel HSAT 3-1 nmonuaneHUIMpOBaHbI.

Takum oOpa3oMm, TpaHCKPUIILIMOHHAS aAKTUBHOCTH
HSAT 3-1 B aMOpuroreHese uejioBeka, 0OHapy>XKMBaeT BbIpa-
JKEHHBIM CTaln0-, TKaHE- U HUTh- CIICIM(PUIHBII XapakTep.

Poab TpanckpuntoB caremmtHoii JTHK
B SMOpHOreHe3e YeloBeKa

CoBpeMeHHbII aHaTu3 MYTEM MOJHOT€HOMHOTO CEeKBe-
HUMPOBAHUS TIOKAa3aJ, YTO 3HAYMTENIbHAsI YacTh TPAHCKPHII-
TOMOB Yy pa3JIMYHbIX OpraHu3MoB mpexactabieHa HKPHK.
Tak, Hampumep, TIpU aHaJM3e TPAaHCKPUIITOMA KJIETOK Ye-
JIOBeKa Ha 10- ¥ MOCTUMIUIAHTAIIMOHHBIX CTAIMSIX PA3BUTUS
BoisiBNIeHO Oojiee 400 mmmHHbIX HKPHK, KoTOphie BoBieue-
Hbl B CO3pEBaHUE U JIEJICHNE TIOJIOBBIX KJIETOK, aKTUBAIIMIO
reHoMa 3apojblllia U PeTyJISIIUI0 pabOThl MUTOXOHAPHATTh-
Horo reHoma [37]. B ucciemoBaHUM TpPaHCKPUNTOMA IPU
opraHoreHese y SMOpPMOHOB YeJI0BeKa, ObLIO ITOKa3aHOo, YTO
6osee 90% Bcex TPAHCKPUIITOB TPEICTABICHBI JUIMHHBIMU
HKPHK [38]. [Toka3zano, utro HKPHK, npuHumator aktus-
HOE yyacThe BO MHOTHUX IIPOLECCcax, MPOUCXOASIINX B Teue-
HHMe 3MOPHMOHAIBHOTO Pa3BUTHS, B TOM YHCIE W YeJloBeKa,
BKJIIOYAsl CO3pPEBAaHME TIOJIOBBIX KIETOK, TacTPYJISILIMIO,

TpaHckpunuua HSAT3-1 B kneTkax pasnnyHbiX TKAHEN B NEPBOM U BO BTOPOM TPUMeECTpax GepemeHHogisﬂwua
TkaHb / CPOK GepeMeHHOCTUN 6 H.6. 7 H.6. 8/9 H.6. 10/11 H.6. 11/12 H.6. 14/15 H.6.
XopuoH + (S) + (S) +/ — (S) + (S) - + (AS)
KunweyHnk H/a + (S) H/a - + (AS)
MpoJonroBathlit MO3r H/a +(S) +(S) H/a + (AS) + (AS)
Cepaue H/a H/a + (AS) + (AS) +/ — (AS) + (AS)
JNerkoe H/a H/a + (S) + (S) - + (AS)
Moukun H/a - + (AS) - H/a
HapnoyeyHuk H/a H/a +/ —(S) +(S) H/a H/a
[MeyeHb H/a H/a + (S) H/a H/a H/a
MpumeyaHne. CUMBOJIOM «+» OTMEYEHO Hannyne TPaHCKPUMTOB; «—» — OTCyTCTBME. CUMBON «+/—» O3HAYaeT, YTO B 4acTu
npoaHanM3npPoBaHHbIX 06Pa3LLOB TPAHCKPUNTLI ObIV AETEKTMPOBAHLI, @ B 4acTU — HeT. B ckobkax cumBonamm «S» 1 «AS»
0603HayYeHbl TPAHCKPUMTbI CMbICIOBO U @aHTUCMbICNIOBOW Leny JHK cooTBETCTBEHHO («CMbICJIOBbIE» — MO @HaNIOrMn ¢ Koau-
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HAYYHbIE OB30PbI

MHAKTUBAIMIO X XPOMOCOMBI, TTOJIOBYIO M KJIETOUHYIO TU(]-
depenuuponky [39, 40].

Yro xe KacaeTcs ¢yHkuuii TpaHckpuntoB catJHK
y 4YeJoBeKa, TO Takue paboThl MPAKTUYECKU OTCYTCTBYIOT.
IIpennonarator, uto HKPHK HSAT 3 Y-xpomocombl ueso-
BeKa, Mo/IBepraeTcsl TpaHC-CIIaliCMHTY 1 00pasyeT n3odop-
MHy10 (popmy ¢ MPHK CDC2L2, u B Takoit KoHdUTYpauuu
YACTUYHO CBSI3BIBAETCS C LIMKIMHAMU M Kacla3aMM, y4acT-
Bys, TIO-BUIMMOMY, B PETYJALMM KJIETOYHOTO IMKJIA W
aroriro3a B ceMeHHuKax [34]. [Tokazano, yto TERRA PHK
(TPaHCKPUNT TEJOMEPHOTO TaAHJAEMHOTO MOBTOPA) OCTAETCS
aCCOLIMUPOBAHHOM C KaTaIUTUUYECKON CyObeAMHULICH TeJ0-
Mepa3sl BO Bpems Tpodassl | MeloTmueckoro meeHust
y IUIOAOB XeHcKoro noja [35]. MHTepecHO, YTO MOI0OHBI
Mpolecc MPOUCXOAUT M TOCTHATAILHO TMPU CO3PEBAHUU
MyXckux ramet [41]. OOpa3oBaHMe TAKOro KOMILIEKCa CIIO-
COOCTBYET CTaOMIIM3ALMK TEJIOMEPHBIX PAalOHOB XPOMOCOM
BO BpeMsl raMeToreHes3a, M TIPaBWIBHOMY PacCXOXICHUIO
XpOMOCOM BO BpeMs jaeneHus [35, 41].

B Hacrosiiiee BpeMsi BbicKazaHa IMIoTe3a O JIoKaau3a-
LIMM B MPULIEHTPOMEPHOM Te€TepOXPOMATHUHE TaK Ha3blBae-
MBIX «CTeIU(MUISCKUX TeHePAIMOHHBIX KITIOUei pa3BUTHS»
— mnocaenoBatenabHocTeit JTHK, mpencrasisiionmx Komri-
JIEKC PEeTPOBUPYCHBIX 3JeMeHTOB U ¢parmMeHToB K/AHK
MEepPBUYHBIX TPAHCKPUIITOB TeHOMHBbIX TeHoB. PHK-TpaHc-
KPWMTHI, CYUTHIBASICH C 3TUX TOCIIENOBATEIbHOCTEH, pery-
JIMPYIOT (DYHKIIMM KJIETOYHOTO TeHOMA, OTPENEISIIOT BKITIO-
YeHUe/BbIKIIOUEHNE Pa3IMYHbIX KJIETOYHBIX IMPOrpaMm
B X07e 9MOpHOHaIbHOrO pa3Butus [42]. HapyiueHus TpaHc-
KPUIIIUU TaKWUX TUTMOTETUYECKUX «KITIOYel Pa3BUTHS» MO-
I'yT MarybHo OoTpaxaThCsl Ha (PYHKIMSAX TeHOMA U TIPOSIBIISI-
ThCS B BUJIE T€X WJIM MHBIX CUHIPOMOB, OCTAHOBKE Pa3BUTUSI
u naxe rudenn. Tak, JaHHBIE KIMHUYECKON TeHETUKHU yKa-
3BIBAIOT HA TO, YTO MPUYMHOMN psiia CHHIPOMOB M HACJIE/ICT-
BEHHBIX 0OJIe3HEl MOTYT OBITh MyTallMU, 3aTparvBaollye
TTLPX u oGnactv MOBTOPSIIOLIMXCS MOCIEI0BATEIBHOCTEN
JAHK. B yacTtHOCTH, K TaKuM O0OJE€3HSIM MOXKHO OTHECTU
cunapombel  Townes-Brocks  (16ql2.1), ICF (1ql2),
Hullxopmka (22ql1.2), Ilpanmepa-Bumim u AHreabmaHa
(15q11-15q13), mukpoaenemu (16pl1.2-16p12.12.2) [43].
OnHaKo OCTaeTCsl HEBBISICHEHHBIM, HACKOJIBKO PeaIbHbI T~
MOTETUYECKNE KIIOYM Pa3BUTHS, BXOAAT JIM B MX COCTaB
tpaHckpunThl cat/IHK 1 kakoBa ux Bo3MokHast (hyHKIIMS
Ha pa3HbIX ITarnax nepekaoueHusl KJIeTOUHbIX TPOrpamMMm.

Mexay TeM, poJjib TPAHCKPUIITOB MOBTOPSIIOLIMXCS MO-
caenosareapHocteit JIHK, 1, B yacTHOCTH, peTPOTPaHCIIO-
30HOB B PETYJISIIUN TPAHCKPUIIIIMU TEHOB JOMAIIIHETO XO-
351CTBa TOKa3aHa [UIsl JTOMMILIAHTALMOHHBIX 3apObIlleii
MbllK [44]. Takxe yCTaHOBJIEHO, UTO Ha CTaauu (pOpMUPO-
BaHUsI XpPOMOLEHTPOB (2-4 KJIETOYHASI CTaausl Y MBILLIK) He-
00xonMMa HUTb-CIielnGUIHAsT TPAHCKPUITIIMS MaXKOPHOTO
caTeJuIiTa, IPY WHAKTUBALIMW JaHHOW TPAHCKPUIIIIUU TIPO-
HUCXOIUT HapyllleHWe OpraHu3aluu siIpa u rubesib dSMOpUo-
Ha [45, 46]. B Hammx uccrefoBaHMAX IOKa3aHa TKaHe-,
CTaguo- U HUTh- cuneundudHas TpaHckpumusgs HSAT 3-1
B sMOpuoreHese yejaoBeka [36]. OmHaKoO, LIUTOJIOTMUECKOE

noarBepxaeHue tpaHckpuntoB HSAT 3-1, usyuyeHue ux
pacrpezieJieHUs B KJIETKE U B X0OJie KJIeTOYHOTO LIMKJIa, B3au-
MOCBSI3b C BHYTPUSIIEPHBIMU U BHYTPUKJIETOUHBIMU OesKa-
MM, a TaKXe TMOATBepKIeHNe (DYHKIIMOHAIBHON 3HAYMMO-
CTU TPeOYIOT AabHEHIINX UCCIeIOBAHMIA.
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