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YTO Takoe reH mn reHom yenosekKa

JIydie uzyanTb JIMLLIHEE, YEM HUYEIro HE U3YYUTH.

CeHeka Craplinu



I'eH (Ap.-rpey. YEvoC — poa) — CTPYKTYpHas U PyHKUMOHANbHAs eanHULIA
HacneaCTBEHHOCTU XMUBbIX OPraHM3MOB. ['eHbl onpeaensitoT HacneaCTBEHHbIe
NpU3HaKn OpraHnM3MoB, NepeaatoLmMecs oT poanTenen NOTOMCTBY Mpu
Pa3MHOXEHUN.

1869 — ®puagpunx MuLuep BbliAeNUN U3 AepP KNEeTOK HOBOE BELLECTBO, KOTOpoe
Ha3Bas HYKIEMHOM.

1889 — ®. Muwep BbIAENN M3 MOJIOKM PENHCKOrO JIOCOCS BELLECTBO,
coaepxxallee cochop n obnaaatollee KUCIbIMA CBOUCTBAMM, U Ha3Basl €ro
HYK/TEMHOBOW KNCIOTOMN.

1882 - BanbTep ®NneMMUHI BbIABWU CTPYKTYPbl KIETOK, KOTOPblE MHTEHCUBHO
OKpalLUMBaInCb, 1 NOTOMY bl Ha3BaHbl UM XpOMaTWH (OT

[ PEBHErpPeYeckoro XpMUa «HACbILEHHOCTb LIBETa»), U 0BHAPYXW/, YTo
XPOMaTUH COAEPXKMNT HATEBNAHbBIE CTPYKTYPbI, Ha3BaHbl€ NO34HEE XPOMOCOMaMK
(B 1888 roay NeHpuxom Banbgenepom).

1880-e roabl - 60NbLINHCTBO yYeHbIX 61010roB MPUHSANO TOYKY 3PEHUS, YTO
XPOMOCOMbI NepeaatoT reHETUYECKUIA MaTepUan u OCYLLECTBAAIOT
Hac/1eACTBEHHYIO HEMPEPBLIBHOCTb B Py MOKONEHUMN.

1883 - 6b0TaHUK 3axapuac 3KCrepuMeHTasIbHO NoKa3ars, YTo HyKJIenH
COAEPXKNTCA B XPOMOCOMaX.

1884 - 3005101 'epTBUr NUCas, YTO HYK/IEMH, BEPOSITHO, SB/SETCH BELLECTBOM,
OTBETCTBEHHbIM HE TO/NbKO 3a OrM/I00TBOPEHNE, HO U 3a nepeaady
HACNeACTBEHHbLIX XapPaKTEPUCTUK B psily MOKONEHWMN.

OaHaKo.B Moc/aeAyoLME AECATUNETUS BOSHUKIIN U YCUIIUINCb COMHEHWS B
Bronornyeckon ponm HyKIenHa.



akcrnepumeHT Ppenepuka Npudduta B 1928 rogy

pndduT 3apaxkan Mbilen ABYMA WITAMMAMU NMHEBMOKOKKOB
mna |lI-S wu [I-R. TTHeBMOKOKKM wTtamma |lI-S noKpbIThbI
NONINCAaXapuAHOM KancCynoW, KoTopas 3aliuwaer wux oT
MMMYHHOM CUCTEMbI XO3AIMHA, U ABAAIOTCA BUPYNEHTHbIMMU, TO
eCcTb CnoCcobHblI NPUBOAUTL K CMEPTU 3aparkeHHou ocobwu.
Baktepun wrtamma I[I-R He wumeloT 3aWMTHOM Kancynbl W
HEBUPY/EHTHbI. [lo 3akcnepumeHTa [puddputa bakTepuonoru
nonaraaun, Yto BMAbl HEM3MEHHbI N COXPAHAKOT CBOM CBOMCTBA
N3 MNOKOZIEHUA B NOKOJIEHME.

rough strain | smooth strain | heat-killed rough strain &

Y6uTble npu HarpeBaHUM MHEBMOKOKKM
nonvirulen virulen i h -killed
BUpPYyAeHTHOro wramma l1-S, BBeaeHHbIe ¢ i i Sl

¥UBbIMN HEBUPYNEHTHbIMU ; :im,r
NHEBMOKOKKamu witamma |I-R, Bbi3biBaamn *y®

nHdbekuuto tmna lll-S.

[pUdOUT Npullen K 3aK/I04YEHNUIO,
YTO HEBUPYNEHTHbIE GaKTEPUK
wramMMa II-R TpaHcopMupoBanuch
B BUPYNIEHTHLIW LLITAMM KakKUM-TO
KOMMNQHEHTOM-yOuToro wramma III-S.

mouse lives | mouse dies | mouse lives | mouse dies



B 1944 rogy OcBanbgom 3Bepu, KonmHom
Maknayaom u MaknnHom Makkaptu (Oswald
Avery, Colin MacLeod, Maclyn McCarty)
JoKasanu, YTo BeLLecTBOM,

BbI3blBaOWUM TpaHCcopmauuto
(nepepoxaeHue) Gakrepun, asnaerca HK Oswald Avery ~ Maclyn McCarty Colin MacLeod

9Bepu ¢ coaBTopamun Bblgenun n3 nHeBsMokokkoB [II-S OHK n nokasan, uto AHK, HO He 6enkn sBnsanucb
AENCTBYIOWNM  HadanoMm GakTepuanbHOW  TpaHcdopmaumy W, - cregoBaTefibHO,  BELeCTBOM,
onpenensitowmnM HacneacTBeHHOCTb Y 6akTepuin. [1nsa noaTBepXaeHus Toro, 4To 4EMNCTBYOLWMM Havyanom
TpaHcdopmauun saendetca mmeHHo [OHK, OBepu ¢ coTpyaHukamym obpaboTanu oOnacHbIi LWTamm
npoteasamu, PHKason n [1HKason n gobasunnu obpabotaHHbin Wwitamm IlI-S k 6e3speagHomy witammy |I-R
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Avery, Oswald T.; Colin M. MacLeod, Maclyn McCarty. «Studies on the Chemical Nature of the Substance
Inducing Transformation of Pneumococcal Types: Induction of Transformation by a Desoxyribonucleic
Acid Fraction Isolated from Pneumococcus Type llI». Journal of Experimental Medicine 1944, 79 (2):

137-158s

eH - 310 IHK



I'eH - yyactok [HK, B KOTOpOM 3akoAvpoBaHa R AREYRUSSHESSSHo ISR
ar Stop

NHOpMaLMS O NOCIeA0BaTENbHOCTHU DDA DIDIDIDAD
onpeaenéHHoro 6enka,

+ perynsitopHble 3N1eMeHTbI, HeobXoaMMble
KOAHPYHOLWAA NocnenoEaTeNsLHOCTE

[J19 peanu3auunmn 3Tou MHpopMaLmm Start Stop
DARADARARARARARIDADIBADADADIDIUDR

NpPoOMOTOp + perynsaTopHble 3/IEMEHTbI

reH (AHK)

/

PHK MPHK
benok

'eH - yyacTtok AHK, HecyLlLmn nHgpopmaLunto o CTPYKType
onpeaenéHHoro benka nmbo dyHkumMoHanbHon PHK +
DEryIATOPHBIE SNEMEHTHI, HEOOXOANMbIE AN peann3auum

3TOW.MHMOPMaLIK




I'eH - yyactok [HK, B KOTOpOM 3akoaMpoBaHa MHOpMaUms o
CTPYKTYype onpeaenénHoro 6enka nnbo dyHkumoHanbHou PHK,

+ perynsaTopHbIE 3NEMEHTbI, HEOOXOAUMBIE ANS peanu3aLmm 3Tou
MH(OpMaLUM

1. YT0 3HAUMT 3aKoanpoBaHa?

2. Kakne perynsatopHble 3/1eMEHTbI?




UTo 3HaUuT 3a|<op,1/|pOBaHa? TpaHckpunuus (nepenucbiBaHne,
] KonupoBaHue) - cuHTe3 uenn PHK,

KOMMJIEMEHTapHOM oaHOWN 13 uenen OHK

MNontermplate strand

RNA& polymerase

AHK
A— U T—>A
G—>C C—>G
PHK
TpaHcnsaums — “nepeBoa” HYKIeoTUAHOM
nocneposatensHoctu PHK(AQHK) B
AMUHOKUCIIOTHYIO MOC/ieAoBaTeIbHOCTb
benka
benok

PHK cocTtouTt 13 4 Hykneotnaos

Bce 6enku B opraHu3mMe 4enoBeka
NOCTPOeHbI 13 20 aMMHOKUCNOT

Kakon koA nepeBoauT 4-x 6ykBeHHbIM [HKOBbIN TEKCT B 20-TK BYKBEHHbIN
aMUHOKMUCIOTHBIN TEKCT?



Koa nepeBoaa HYKNeoTUAHOM NOCNeaoBaTENbHOCTU B @MUHOKUCNIOTHYIO

4 Hykneotnga (N) 20 aMMHOKMCNOT (aK)
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NN — aK 4 =16 Feopruit AHToHOBMY [amoB B 1954 ny6nukyeTt

paboTy, B KOTOPOI NpeasiaraeT TPUMNETHYIO
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UcA . TON-KOf,0H Crond oM
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Kakune perynsitopHble 3N1€MEHTbI MPUCYTCTBYIOT B MrEHax
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NMpomMoTop — nocnenosatenbHOCTb AHK,
y3HaBaeMas (pepmeHToM PHK-nonnmepasomn
KaK CTapToBasa njiowazka Ana Hadana
TpaHckpunumn (cnHTesa PHK)

JHxaHcep — yyacTtok AHK, cnocobHbIn
CBS13bIBaTbCS C PaKTOpPaMmn TPaHCKPUMLINK,
yBeNnnymBas ypoBeHb TPaHCKPUNLUNKN reHa

CavneHcep — nocnenoBaTtenbHocTb AHK, ¢
KOTOPOW CBS3bIBalOTCS H6enkun-penpeccopsl
(cbakTopbl TpaHCKpUNUMmn), NPUBOAS K
FOHMKEHMIO UK K MOSTHOMY NOAaBIEHNIO CMHTE3a
PHK. CanneHcepbl MOryT HaxoAUTbCS Ha
pacctosHuu ao 2500 nap HyknNeoTnaos OT

NnpoMOTOpAa

UHcynaTopbl — nocnegosatensHoctn [HK,
KoTopble 06nagatoT cnocobHOCTLIO 610KMPOBaTb
CUrHanbl, Ucxoasiwme oT OKpyxXeHuns. Hanpumep,
OHW 61OKMPYIOT B3aUMOAENCTBNE

MeXAy SHXaHCEPOM U MPOMOTOPOM, €Cnu
HaxoanTcsa Mexay HUMKU. NHcynsaTopebl
NpeacTaBnaioT coboM canTbl CBA3bIBAHMS 0COObIX,
NHCYNATOPHbIX, 6EeKOoB.



FeHOM — COBOKYMHOCTb BCEW HacNeACTBEHHON MHMOPMaLMN OpraHM3Ma

FeHOM — Habop reHoB, XapaKTEePHbIN AN JaHHOro 6MONOrMYEecKoro Buaa

eH — 370 yyacTok JHK mmm=) leHom — 370 BCs [HK

AnvHa Bcen JHK B 0aHOM KJIETKE YeNoBEKA OKOO 2 METPOB

Kak IHK yMellaeTca B KneTke?

NMHenHble pa3Mepsl AHK
YMeHblleHbl B 6—7 pa3

Pasmep XpoMOCOM - OT
1,5 o 10 MKM

NUHenHble pa3Mepbl AHK
yMeHbleHbl B 10000 pas

MeTtachazHas

xpomocoma 1400 Hm * ° MeTa



Opranuzauua HK B aape KneTku yenoBeka

AHK B aape kneTke opraHM3oBaHa B XPOMAaTUH —
komnnekc AHK ¢ saepHbiMn 6enkamun, ructoHaMu.
[Nepen aeneHneMm KneTku XpoMaTUH CKpy4YMBaeTCs B
XPOMOCOMbI. B npoMexyTKax Mexay aeneHnsaMun (B
NHTepda3e) HATU XpOMaTUHA PACKpy4YeHbl, T.K. TOAbKO
B TAKOM COCTOSIHUM MOTYT (PYHKLIMOHMPOBATb MEHbI.

x 1400 um

JTankl yIaKOBKH XpOMAaTHHA
- 1. Hykaeocoma
H2A [ H2B

Benkn- 4
rucToHbl N

2. Hutsh Hykjaeocom (10 um)

H3 H4
OHK
3. XpomaruHoBas ¢pudpusia (coaenous, 30
2 HMm HM)
T NUHKep
4. IlereabHblil ypoBeHb. CTa0uaIN3npyercs
HerncToHoBbIMU Oesikamu (300 HMm)
Hyxkieocoma ObpasoBanue HHTH HYK.I0COM 5. UnTepdasznas xpoMonema (xpomarus, 700
B cocTaB IHCTOHOBOIO KOpa I'mcron H1 npucoenunsiercsi K M)
BXOAUT 4 THNA THCTOHOB - aunkepuoii JIHK (ee pamua
H2A, H2B, H3, H4.. Ha B OCTaBITE Y  PasHbIX 6. Meragasznas xpomocoma (1400 um)
rUCTOHOBBIN KOp BuoB or 10 mo 150 w.m.).
HamarbiBaercs JAHK jnimHoii JlMamerp HYKJICOCOMHOH HHUTH

145 n.m. cocrasjser 10 Hm.



[ eHOM yenoBeka

O

KNETKA Muroxonppum

B HuX cogepwuTca mTIHK

SlnepHbIN reHOM 4YenoBeKa

Okono 3 200 000 000 nap HykneoTMaos,
pacrnpeneneHHbiX No 24 NMHENHbIM
monekynam JHK (camas kopoTkas 50 000
000 nap Hykn. B 4/IMHY, CaMasa AJIMHHAA
260 000 000), ka)xaas B OTAETBLHON
XpoMocome. Bcero 24 XxpoMoCcoMbl — 22
ayTOCOMbIl N 2 NOJIOBbIE XPOMOCOMbLI X 1 Y.
AnepHbI reHoM — 20-25 ThIC. reHoB

MUTOXOHAPUANbHBIA FEHOM
MHOro Konu1 konbueson Monekynbl JHK
AnviHon 16569 H.n. Bcero 37 reHoB

lenerwueckan nudopmanun dakrepun Escherichiacoli

JAKQIHPOBAHA B eJHHCTECHH Of JBYHenouedHol K oibuesol Monexyae
JHE., cogepsamed 4.6 MUIH nap HYKJIe0TH/ 108

nnamnabl
Mon. macca 3x 108 []a
JLTHHA MOOEE VIR~ 1.5 MM
f Bpema penaukanun - 20 MHH.
I —

ZpoMocoma



FeHOM — COBOKYMHOCTb BCEN HACNEeACTBEHHON MH(MOPMaLMN OpraHM3Ma

B 1956 r. yuyeHble u3 LLiBeunn A. JleBaH v [)X. TUO Bnepsbie
onmcann XpoOMOCOMHbIM Habop YenoBeka, onpeaenvnun
KOJIMYECTBEHHbIA COCTAaB XPOMOCOM M Aann ux obLyto
MOP(OI0rMYECKY0 XapaKTePUCTUKY

1953 — oTKpbITa ABOMHas cnupanb AHK

Xpomocoma

ComaTtnyeckue KneTku — gunnaonaHole: Bcero 46
XPOMOCOM: 2 Konnn aytocoM (44 XpOMOCOMbI) + 2
NosioBble XPOMOCOMbI (XX Y XeHLMH N XY Y MY>XXUNH).
dusndeckme pasmepbl HaAXo4ATCa B npegenax ot 1,5 oo
10 MKM.

[NonoBble KNeTkn — raniongHble: 23 XpoMOCOMbI: 22
ayTOCOMbI + 1 nonoBas XxpoMocoma

92y (e AN AN I
Sl I () BT YT

AW wn uw
@

HopmansHeli xpoMocoMHELIH Halop My#YHHLL:
I —22 — napwi xpomocon; XY — NOJoEBLIE XPOMOCOMBI




[eHOM YyenoBeka — Habop reHoB B ranjioMaHoOM
Habope, pacnpeaeneH no 24 nNMHENHbIM
monekynam [HK, opraHM3oBaHHbIM

B 22 ayTOCOMbI U 2 NONOBbIE XPOMOCOMBI.

B coMaTnyecknx KneTkax XpoMoCOMb!
MPUCYTCTBYIOT B 2-X 3K3eMMisipax — 46

XPOMOCOM ﬂ

MpencTtaBneHHbIN B HUX HAabop reHoB ToXe
MPUCYTCTBYET B 2-X 3K3eMnnspax

JASH 211 I
WoUN A auk

x»ll " n YR ’

21 22 XY

FeHoTUN — HAbOp reHoB
opraHu3Ma B AMRIOMAHOM Habope

Annénun — pasnnyHble opMbl OAHOIO U
TOrO XXE r'eHa, PacronoXKeHHbIE B OIMHAKOBbIX
yyacTtkax (JIoKycax) FroMosIOrMYHbIX XPOMOCOM
U onpeaensowmne anbTepHaTUBHbLIE BapUaHTbl
PA3BUTUS OAHOIO U TOrO Xe MpuU3HaKa.

B aMnnonaHoM opraHn3Me MOXET ObiTb ABa
OZIMHAKOBbIX anaens 0AHOro reHa, B 3TOM
C/lyYyae OpraHvM3M HasblBaeTcs
roMO3UroTHbIM, WX ABa Pa3HblX, YTO
NPUBOANT K FETEPO3UIrOTHOMY OpraHunsMy.

JOMUHAHTHbIN
reH

PELIEeCCUBHBIN
reH

I

Y yenoBeka: CMYrJj1ad KOXa — NOMWUHAHTHbIN NMPU3HaK

CBETNas KoXa — PELIECCUBHbIA NPU3HaK



XpoMocoMbl obecrneymBaloT XpaHeHue,
nepenayvy M3 NoKoNEHUS B MOKOSIEHUE U
peanun3aLmio HacneaACTBEHHOM
MHMOpMaLIMKN B BUAE FEHOB.

XpOMOCOMbI BOCMPOM3BOASAT CBOU TOYHbIE
KOMUW B NpOLIEeCcce AeNeHUst KNETKM.

Ka)xabl reH npeacTtaBnsieT cobom
OTAENbHbIMA Y4aCTOK XpOMOCOMBI.

Ha ka>kaol XpoMoCcoMe NIMHENHO
pacrnonaraeTcs MHOXXECTBO MreHOB,
KOTOpble NepeaarnTcs U3 NoKoJIEHUS B
MOKOJIeEHME COBMECTHO, 0bpa3ys rpynnbl
cuensieHMs rno 4nucny nap XpoMocom: Y
yenoBeKka 23-M napamMm XpoMOCOM
COOTBETCTBYET 23 rpynnbl CLErnIeHnA
FeHOB.

F'perop NoraHH MeHgenb — aBCTPUNCKNA BMONOr N 6OTaHUK,
OCHOBOIMOJIOXXHUK YYEHNS O HAC/IEACTBEHHOCTM

1865 roa - Menaenb onybankoBan cBOM TpyA C MaTEMaTUUYECKUMM pacyeTaMu,
YKa3bIBaOWMMN HA CYLLECTBOBAHME HEKMX abCTPaKTHbIX AMCKPETHbIX YacTul,
nepeaaromnx HacneacTBEHHbIE CBOMCTBA ‘ FeHbl



3aKkoHbl MeHaens — s1o npuHLUMNBI
nepefgayvm HacneACTBEHHbIX NPU3HAKOB OT
POAUTENBCKMX OPraHN3MOB K MX MOTOMKaM
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PeweTka [leHHeTa

CxeMa peanusauum nepsoro
N BTOPOro 3akoHa MeHpens.

1) PacteHune c 6enbiMu
LiBETKaMn (aBe Konuu
PEeLIeCCMBHOIO asnsens w)
CKpeLUMBaETCs C pacTeHneM
C KpacCHbIMW LBETKaMn (aBe
KOMUN AOMUHAHTHOIO
annens R).

2) Y Bcex paCTEHUN-NOTOMKOB
LIBETbI KpacHble U
OAMHAKOBbIN reHoTUN Rw.

3) [lpu caMoonnogoTBOPEHUMN
y 3/4 pacTeHun BTOpOro
MNOKOJSIEHUS LIBETKMU
KpacHble (reHotunbl RR +
2Rw) ny 1/4 — 6envle
(ww).


http://commons.wikimedia.org/wiki/File:Mendelian_inheritance_3_1.png?uselang=ru

Kak yCTpoeH reHoM 4yenoseka?
CKONbKO B HEM MreHOB?

KakoBa CTPYyKTypa Ka)Zoro reHa?
C KaKMMU HapyLUEHUSIMU B FTEHOME CBSA3aHbl reHeTu4eckmne 3aboneBaHuns’?

Kak «npovutatbh» CTpykTypy AHK?

Fipobnembi:
[1Be uenn B OAHOW MOJEKYEe

OuyeHb AJSINHHbIE MOJIEKY/1bI




OnpeneneHne HYKNeoTUAHbIX
nocneaoBaTenbHOCTEN reHOMHbIX [HK

BnepBble reHoM pacmndpoBaH Y CaMbiX NPUMUTUBHBIX CYLLECTB - BUpYycoB. OnpeaeneHme nonHomu
HYKN€eOTUAHOM nocneaoBaTenibHOCTU bakTepuodara (48502 nH, 1982). [anee reHoM Bupyca
HaTypanbHoOW ocnbl (186 TnH (TbiCAY Map Hykneotuaos), 1993), reHoM umMToMeranosupyca (229
TNH, 1991), reHoM Bupyca ocnoBakuuHbl (192 TnH, 1990), a TakXXe reHOMbl OpraHenn KNeToK
3YKapuoT - MUTOXOHAPWaNbHbIM (187 TNH) 1 xNoponnacTHbiM (121 TNH) rEHOM MXa, X/I0POMIACHbI
reHoM 3BrneHbl Euglena polymorpha (143 TrH, 1993).

[epBbili CEKBEHMPOBAHHbIA FEHOM CaMOCTOSTENBHO XMBYLLErO OpraHn3Ma NpuUHaanexuT baktepum
Haemophilus influenzae (1.830.137 nH, 1995). B BbINO/HEHUM MNpOEKTa MNPUHANO Yy4dactme 40
YYeHbIX U3 4 uccnegosatenbckmnx LeHTpos CLLA.

PaclumdpoBka reHoMOB 3ykapuoT. B 1996 rogy 3aBeplueHa paboTa Haa pacimdpoBKOM reHoMa
apo3xen Saccharomyces cerevisiae. Hag 3TuM-npoekToM paboTana uenas CeTb UCCNeaoBaTeNbCKMX
LeHTpoB M nabopatopun B CLUA, 3anaaHon EBpone n AnoHun. beino onpeaeneHo 12.068.000 nH
n3 13.389.000 NH NosHOro reHoMma, pacnpeaeneHHoro B 16-Tm XpoMocoMax.

NMpoekT no pacwuudpoBke reHoMa uenoBeka (7he Human Genome Project, HGP) —
MEXAYHAPOAHbIN HayYHO-UCCNEA0BATENBCKMIN MPOEKT, MMAaBHOW LIENbIO KOTOPOro 6b110 onpeaennTb
nocneaoBaTeNbHOCTb HYKeoTNaoB, KoTopble coctaBnsoT AHK n naeHTuduumnpoBaTb CTPYKTYPbI
reHOB B YE/I0BEYECKOM reHoMe, Hadancs B 1990 roay. B 2000 r. 6bin BbinyweH paboymi YepHOBUK
CTPYKTYpbl F€HOMa, MOMAHbIM reHoM — B 2003, OAHAKO M CerogHs AOMNOSHWUTENbHbLIN aHanu3
HEKOTOPbIX YYACTKOB ELLE HE 3aKOHYEH.



cTtopua npoekta N'eHOM yenoBeka

MpoekT Havanca B 1990 roay noa pykoBOACTBOM [IxerMca YOTCOHa noa 3rnaom
HaumoHanbHOM opraHun3aumm 3apaBooxpaHeHns CLLA.

B 1998 roagy amepukaHckui uccnegoBatens Kpeunr BeHTep m ero pupma «Celera Genomics»
3anyCTUIN aHaNormyHoe uccneaoBaHne, GUHaHCMPOBAHHOE YAaCTHbLIM KanuTanoMm.

B nekabpbckoM HoMepe xypHana Nature 3a 1999 roa nosiBunacb CTatbs N0 Ha3BaHWEM
«HykneoTuaHble NocneaoBaTENbHOCTU NEPBOM XPOMOCOMbI YEI0BEKA», B KOTOPOWN KOMEKTUB,
cocTosiLmMM u3 6onee YyeM ABYXCOT aBTOPOB, COOOLLMT O NONHOM CEKBEHNUPOBAHUN OAHOW U3
CaMbIX MasiblX XpOMOCOM YenoBeKa — XPOMOCOMbI HOMep 22.

B mapTe 2000 roaa npe3suaeHT CLUA bunn KNMHTOH 3asiBMi, YTO NocneaoBaTelbHOCTb reHoMa
He MOXeT ObITb 3anaTeHToBaHa 1 A0/MKHa 6biTb CBOOOAHO AOCTYMHA 4119 BCEX
nccnenoBatenen. Nocne 3Toro 3asBneHust akummn komnaHnm «Celera» cunbHO ynanu, 4YTo
MOTSIHY/I0 BHM3 BeCb buoTexHonormueckmnid cektop Nasdaq, notepsiBiumi okono 50 mmnnvapaos
AONNApOB PbIHOYHOW KanuTanu3auuu 3a fABa- AHS.

B utoHe 2000 roay 6b11 aHOHCMPOBaH pabounii YHEpHOBUK CTPYKTYPbl reHoMa, B deBparne 2001
rona «Celera» n yyéHble n3 MexxayHapogHoro KoHcopumnyMa no CekBeHMpOBaHUIO
Yenoeeueckoro 'eHoMa (/nternational Human Genome Sequencing Consortium - IHGSC)
onybnukoBanu aeTtanu cBoen paboTol.

B 2003 1 2005 rr. 661211 @HOHCUMPOBaHbI Y/y4lLEeHHblE YePHOBUKMK, Ccoaep KasLume
npubnmnantensHo 92 % nocnepoBatenbHocTu AHK yenoseka.

Pe3ynbTtatbl pabotbl IHGSC BKAOYeHbl B Ny6nnyHyto 6a3y gaHHbIX GenBank, «Celera»
oTKa3alacb caenaTb CBOU pe3ynbTaTbhl AOCTYMHbLIMMU.



CoBpeMeHHOe COCTOsIHME MEeTOA0B YTeHUS
reHETUYECKMX NOCNeA0BaTe/IbHOCTEN

Full Genome Sequencing & The Genetic Revolution
Cost per Human Genome vs Total Number of Genomes Sequenced
B 2000 roay CTOMMOCTb
MPOYTEHNSA reHOMaA $10 Billion = - 10 Million
yesioBeKka cocrtasnsana 6

MApA AONAPOB, @ g 1 ion
B 2013 roagy — 100 Tbicay 2

e @ | 5100 Milkion = - 100,000
pybnen. 0
3a Hefesto MOXHO 3 o e
MOJIHOCTBIO MPOYMTaThb 2
reHETNYECKYHO = | st tion = - 1,000
MHPOPMALIMIO, 3aNOKEHHYIO E
B Ka)XAOM M3 Hac. £ smome - 100
Mbl Hay4YnIUCb YnTaThb & ™ rth
FEHOM, HO He A0 KOHUa ;

1,000 = -

3HaeM, Kak ero
aHanM3upoBaThb.

= = 0

WWW EXIstenCegeneiics. oo Tinituisdry ofgata froen priblec onfling sourcey

. Cost per Human Genome Total Number of Human Dashed lines represent extrapolations
for Full Genome Sequencing Genomes Sequenced based upon current trends

pasuanbag sawouan) [e10]



YTO XXe BbIACHMUNOChL B pe3ynbTaTe CeKBeHMpPOBaHUA BCEro
reHoMa 4yenoBeka?

/ Becb reHoM — okono 3 200 000 000 nap HyKNeoTnaoB

/ Yuncno reHoB B YenoBe4YeCckoM reHoMme:
A0 Havana npoekTta npegnonaranun ot 3 Ao 40 TbIC.
OKa3aJiocb - oT 20 Ao 25 ThiC.

/ CuHTe3 PHK npouncxoaunt ¢ 20-25% Bcen xpomocoMHon HK

\/ [eHbl, koaupytowwme 6enku, coctaBastoT He bonee 1.5% OT BCEN XPOMOCOMHOW
AHK

[Ana cpaBHEHUS:
y uepBa C. elegans nons KOAUPYOLIMX 6enkn nocneaoBaTebHOCTEN B FreHOME COCTaBnSeT 27%,
y Myxu apo3odunsl — 20%, y apoxoken — 70%, y 6aktepuii — 86%

3aKOHOMEPHOCTb: N0 Mepe YCNOXHEHNS OpraHN3MOB A0S KOAMpYoLWMX 6enku
yyacTtkoB [JHK B UX reHoMax pe3ko nagaer.

/FeHbl UMEIOT NPEPBIBUCTYIO CTPYKTYPY M COCTOSAT U3 «KYCKOB>» - SK30HOB U
WHTPOHOB



Kak UyT rerHsl B HK?

CunTbiBaHNE rEHETUYECKOW MHPOPpMaLnm

5" — CGGTAATCGATGCCGTGTCCATCAGCATACGTATAACGACATGGA - 3
3" — GCCATTACGTACGGCACAGGTAGTCGTATCGATCTTGCTGTACCT — 5’

[eHbl, Koanpytowme 6enku, UMerT
OTKpbITble pamMKkn cuuTbiBaHusa (OPC),
cocrodme n3 KogoHOB, KOTOPbIE ONMpeAENAOT
dMUHOKUC/IOTHYHO NMOCNEAOBATE/IbHOCTb 6en|<a,
KOAMPYEMOro 3TUM reHOM

CrapT KOAoH — ATG
Cron koaoHbl — TAA, TAG, TGA

BonbWwMHCTBO 6enkoB BKaYatoT 6onee 300 aMMHOKUCIOT

CpegHssa anvHa OPC
B reHe nomkHo 6biTb 60nee 300 KOAOHOB y E. coli 317 KOOOHOB,
y yenoBeka 450 KoAOHOB

AHann3 OPC B coctaBe AHK xopolio paboTaeT a5 noncka reHoB B 6akTepusx u
ropaszio Xy>Ke€ B BbICLUMX. OPraHn3mMax, NoToMy YTO B HUX MHOIO MEXreHHOM
(Hekoaupytowen) JHK 1 noTOMy YTO reHbl BbICLUMX OPraHM3MOB COCTOSIT U3 KYCKOB:
3K30HOB N MHTPOHOB



Kak noCTpoeHbl reHbl YENOBEKa, Koaupytowme 6enkum?

bakTepuu:
nocneaoBatTes/ibHOCTb daMUHOKUCTIOT B benke

COOTBETCTBYET NOC/eA0BaTe/IbHOCTN KOAOHOB
B PHK n B IHK

RN#—cudiqg sequence

Yenosexk:

nocneaoBaTeslbHOCTb aMUHOKUCIOT B 6enke
COOTBETCTBYET NOC/1eA0BaTeNbHOCTU KOAOHOB B
MPHK, HO 06bI4HO He cooTBeTcTBYEeT B AHK

DNA MMV YAV Koavpytowas 6enok
Promoter Terminator U nocneaoBaTesibHOCTb
pstream
l TFEHSCHDUUnl enhancers ) i
. . Promoter Exon 3
Leader : Prutem—cndlmg sequence , Trailer 2 Exon 1 Exon 2 & DNA
mRNA 5 I = [ DN T OO
l Translatiun' Intron 1 Intron 2
Polypeptide Q
Initial transcript ¥ npe-MPHK
I T 020 .
3K30H (EXO/?) — Y4aCTOK reHa, KOD,VIpYIOLIJMl\/JI
OrlpeﬂeneHHbll\/i Y4acCToOK b6enka
WHTPOH (/ntron) — Hekoampyowwmin 6enoK y4acTok ‘ oHK
¥ 3pena
reHa, MHTPOHbI PAacCriosIoXKEHbI MEXAY 3K30HaMU Final mRNA penas M
B reHe nepemexaroTcs. Koaupylowmne u He ;

Koanpyowme ydactkn AHK

Q



O6pa3zoBaHue monekyn 3penbix MPHK 13 PHK npeawectBeHHUKOB (rpe-
MPHK) npoucxoauT B pesynbTaTte CNIJIANCUHTA

Dwsom |

Ha rpaHuue 3K30HOB 1 MHTPOHOB pacrnonaraeTcs
KOHCEHCYCHasl - 3BOJTIOLUMOHHO KOHCEPBATUBHAS
NnocnenoBaTeNbHOCTb - KOTOPasi pacno3HaeTcs
bepmMeHTamMu cnnancuHra, T.e. pepMeHTamm ans
Bblpe3aHnst MHTPOHOB N3 NEPBUYHOrO TPaHCKpMNTa
(npepwectBeHHNKOB MPHK).

DNA

RNA

witk —> e

[_> Exon 1 Exon 2 Exon 3 Exon4 Exon 5

...........................................................................................................

Protein A Protein B Protein C

AnbTepHATUBHbIN CANAVNCUHE —

NpoLECC, NO3BOMAIOLMIA OAHOMY FEHY NPOM3BOANTbL HECKONbKO MPHK u,
COOTBETCTBEHHO, 6enkoB. B pe3ynbTaTe NoBblWaeTcs 3PPEKTUBHOCTb XpaHEHUS

NHdOopMaL .




Pa3Hble reHbl UMeKoT pPa3HOE 4YNC/10 UHTPOHOB

IRIOH-HHTPOHHAH CTPYRTYPA OLAE/bHbBIX 'EHOB

rHCTOROBbI (I
- -
OoOoman wnyHa = 400 n.H... 1nHHa 3K30Ha = 400 n.u.
FAOBHHOBLI { I— i —
- L
OGman aiuHa = 1666 n.H.. AnHHa 3K30H08 = 990 n.H.
Ht:::;HT F < ——1—H {If
PR 1) = O6mas Limsa = 42830 .., AHHA 5K30H0B = 1263 .
factor VIll - ] { [—
-1 =

Ooman wnuHa = 186000 n.H., anuHa 3K30H0B = 9000 n.H.

NHTpOHbI 6b1n1M BRepBble BbisiBieHbl B 1988 r. B reHe 6eTa-rnobunHa Mblwwin.

OYHKLUUU UHTPOHOB HEN3BECTHBI.
r



CTaHAapTHas CTPYKTypa reHOB BbICLLUMX OpraHM3MOB, KOAUPYIOLLMX Benku

B Hauane un KoHue 3pesnion
MPHK pacnonoxeHbl yyacTku,
KOTOpble HE TPaHCAMPYIOTCA U
He KoaMpyoT 6enok.

OHM BaXkHbl A4s19 HOPManbHOIo
dyHKUMOHMpoBaHns MPHK, ee
TpaHcAaAumMu, CTabunbHOCTU U
noKanusaumm B KieTke.

B pa3Hbix MPHK yenoBeka
Hekoaupyowas obnacTb,

pacnosio’)keHHad B Ha4dasie MOJ1IEKY/1bl,

nMmeet gnmnHy ot 18 no 2800
HYKN€e0TNAO0B;
Hekoaupyowas obnacTb,

pacrnosioXXeHHas B KOHLEe MOJIEKYNbl,
coctaBnseT ot 20 o 8500 HykneoTUAOB

CanTt Cait
MHIALJMALAN MHALHALIAK Cair
TPAHCKPUNUAK  TpaHCAALMKA TEPMUHALHMKA
(kan-caiT) aal TPAHCNALUMK -~ oo
aa aa aa NonNUaneHUNUPOBAHWUS
TEPMMHALMKA
WnTpon 2 TRaHCKPUNLIMM

5 - 3nemeHThl O

npowoTopa NMuaep WHTPOH 1
TATA
fioke

XapaKkTepucTUKa reHOB B reHOMe YernoBeka,

3Ha4eHuWe CPeAHUX BENUYMH

Uiicmo 9K30HOE Ha reH 8.8
Pasmep 3x30HA 145 bp
Pasmep HHTpOHA 3365 bp
Pasmep 5'-HeTp aHcIHpYVeMor o y4acTEA 300 bp
Pasmep 3’ -Herp ancmmpyemoro yaacTEa 770 bp
Pasmep komipyromeii yacTH 1340 bp
Q61 as mMIHA reHa 27,000 bp



Kak onpenensoT pyHKLUMN reHOB?

KOMHblOTeprIVI dHaJ/In3 - NMONCK TOMOJ10IM'MH

[OMOMIOrnYHbIE reHbl MMEKT 06LEero 3BoOLMOHHOIO npeaka n BbiABIAKOTCA HA
OCHOBe NMoaobusa Ux NocneaoBaTeNbHOCTEN

!

HoBbI reH MOXET 6biTb OTKPbIT UM OXapaKTEPU30BAH Ha OCHOBAHUK €ro
noaobms ero aKBUBANEHTY B APYroOM OpraHu3mMe

CpaBHEHME HYKNEOTUAHbIX NMOC/IeA0BaTENbHOCTEN,
koaupyowmx AHK-MetuntpaHcdhepassl M.Sfel 1 M.LIaBI

PM Sl  GATAATAAAATCGATACCTCTATTTT... 176 nw ... ACAARRTCGATTARAGARRGACTTGGTA
NEERERRREERENE PTERRTIer rennntl
PM LGBl GATAATAARATCGAT == e o o o o e = TARRAGARAGGC TTGGTA

AHanun3 roMonorMn Aaet UHhopMaLmio 0 MYHKLUKX LENOro reHa Uan ero CErMeHTa

[na noncka roMonoruni pasHbiX reHoB CyLeCTBYIOT nporpammbl: BLAST, PSI-BLAST



Kak onpenensatoT QpyHKLUMN reHOB?

JKCrNepPUMEHTaNbHOE onpeaeneHne pyHKUM reHa

NHaKTnBaumsa reHa

AKTUBaLNS reHa AHanu3 n3mMeHeHnn B (eHOoTUNEe orpaHn3Ma

I3MeHeHne reHa

N3MeHeHWe reHoB NpoBOAAT C

MOMOLLbIO MyTareHesa —
HanpaB/IEHHOro BHeceHne
U3MEHEHUN (MyTaumii) B
HYKNEOTUAHYIO
nocnegosatenbHocTb AHK

N3meHeHne LuBeTa rnas

/<" 1po30usibl B pesyfbTaTe

HanpasIeHHOro
MyTareHesa



[eHbl, Koanpytowmne 6enku, coctasnsoT He bonee 1.5% oT
BCen XxpoMocoMHon AHK

CunTe3 PHK npoucxogut ¢ 20-25% Bcen xpoMmocomHon AHK

Koaupywowaqa PHK - MPHK

B kneTke Tarke pyHkumoHupytor Hekoaupyrowme PHK:
PPHK — BxoaaT B coctaB pubocombl

TPHK
TMPHK yYacTBYIOT B BMOCHHTE3€E 6eNKOB

PHK - pnboperynatopsbl

v J A o {
PHK B cnnaicocome VOG0T @
MUKPOPHK
B KOMMJEeKce ¢ benkamu | -
obecneumBaeT ‘ jj={,_;_;;:‘-"_",
MOJTYAHUSA reHoB -




OpFaHMBaLI,MFI reHoB B reHOMeE

My/IbTUr€HHbIE CEMENCTBA — rPynmbl rEHOB C UAEHTUYHOM
WU NoAoBHOM NocneaoBaTeIbHOCTbIO

Pubocoma

[poCTble MY/IbTUrE€HHbIE CEMENCTBA — BCE MEHbl UAEHTUYHDI
200 reHos, koanpytowmx 5S pPHK yenoseka

Bo3HWMKNM 33 cYET Ay6NMpPOBAHMSA reHa
B NpoLEecce 3BOMOLMM

CNnoXXHbl€ MYNTbTUIEHHbIE CEMENCTBA — reHbl NOAOBHbIE,
HO C HUX CUHTE3NPYIOTCS B6ENKM C HECKOMbKO pa3HbIMU
CBOWCTBAMM, - FeHbl IN106MHA MAEKOMUTAIOLLIMX

[No6buHbI — 6enKkn KpoBu, KOTOpble 0bpa3ytoT remMarniobuH
Kaxxgasa Monekyns remarnobuHa coctout 13 2 anbda- n 2 beta-rnobnHoB

Ase konwW a-rNoGMHOBLIX
a2 al reHOB: oy W O OCYLUECTRNAKT
CemeficTeo a-rnobMHOBLIX CUHTE2 a-Uened
redoB (xpomocoma 16) L a - ]

T —— _/ M\- Ha pa3Hbix CTaausx pas3BuTUS OpraHuM3Ma

Hb E Hb F HbAz HbA
e @iy NAET CUHTE3 B6ENKOB C pa3HbIX rEHOB

3 b, afy
7 : / ] \ ceMelicTBa
CemeficTe0 P-roGUHOBLIX | == T ?— J

reqoB (xpomocoma 11) L Gy Ay wp




OpFaHMBaLI,MFI reHOMa B A4pe KNETKU HENIOBEKA

[[eHoMHaa [HK B 9ape KneTkn opraH1M3oBaHa B
XpoMaTuH — komnnekc AHK ¢ ructoHamu. lNepen
AEeNEeHNEM KNIETKN XPOMaTUH CKPYYMBAETCA B

XPOMOCOMb|
3 oy Bnewnaa memBpana __
BryTpennaa MEMEFMEE e ::":-'.'_-_u____.H
/ \
Haopoiwrs h
Hapnonnasma -q-'ﬁ:%“"- U"}I-..

Fd
lEeTepaspoMATHH —"r'— |

3P ORAHTHH _""ﬁ_r_ 1

-
FuGocome f."'-_

slnepHas
0b0noukKa /

HaoepHeie nope

XpOMaTuH

[1110THO ynakoBaH
KOHAEHCUPOBAHHbLIU UMM FreTePOXPOMaTUH

HennoTHo ynakosaH 3yXPOMAaTWUH UM UHTEPXPOMAaTUH

from Abcam



OpFaHMBaLI,MFI reHoOMa B A4pe KNETKU HENOBEKA

[ eTepoxpoMaTuH: &%
y y £ Qa
CTPYKTYPHbIU (MOCTOSIHHBIN) reTepoXpoMaTUH jﬂ W
He COAEepPXXUT reHoB 3 ‘)ﬂ
y i N
(aKkynbTaTUBHbLIN reTEPOXPOMATUH "*; ’g
COAEPXWUT reHbl, HEaKTUBHbIE B AA@HHbIX K/1eTKaX ?, @
WM B ONpeaesieHHbIM NepUo KIETOYHOIO LMKIA ‘ :._“

QYXPOMaTUH CoaepKUT reHbl U-XxapakTepusyeTcs
HanM4Ynem TPaHCKPUMNLIMOHHOM aKTUBHOCTU

B nepuoa AeneHns KNeTKU XPOMaTUH OPraHU3yeTCcst B XpOMOCOMY

[[@Hbl HepaBHOMEpPHO

e v el 04
XpoMOcoMbI: OT O Ao 64

XpoMaTtuabl

Zv' — PO o Ha 100 000 m.H.

Tenomepa L+ TPONERS



CocTaB reHomMa 4yenoBeka

SINEs

LINEs .«

Introns

Exons

Unicue DNA
outside genes

~ Pseudogenes

Retroviral
elements
Tandem
[[eHOM DNA-only repeats
transposon  Segmental
3 200 MJ1H T.H. fossils duplications

[

leHbl U OTHOCSALLMECH K reHaM
nocnenoBaTesibHOCTU
1 200 MJIH n.H.

|
[ )

|

MexxrenHas [1HK
2 000 MJ21H N.H.

P TR

JK30HbI OTHOCsLWMeCa K reHaM PaccesiHHble U aHAeI\?HbIe noBTOpbI (LINES,
48 MJIH N.H. nocneaoBaTeNibHOCTH SINEs, ......
1 152 MAH n.H. / —
e T DHAOreHHble
AHK-TpaHCNO30HbI
WHTPOHDI | | ®parMeHTbI - PETpPoBMpYCbI
CeBAOreHbl
HTO reHoB

nocsieaoBaTe/sibHOCTU

NMpouue




DHAOrEHHbIE PETPOBUPYChI UM PETPOTPAHCMO30HbI

COCTaBJIAOT OKO/10 1% reHoma 4yesioBeka

[MogaBunucb B reHome 4yenoeeka ot 10 go 50 MnNH. NeT Hasag B pe3yfbTaTte
NMHPULUNPOBAHNS 3apOoAablllEeBbIX KNETOK HaluX npealecTBeHHUKOB U nepenarTcs
NO HacNeacTBy, Kak M Bce Apyrme cobCTBEHHble 3/11eMeHTbl reHoMa. B cymme ux
HaCUYNTbIBAETCS HECKOJIbKO AEeCATKOB TbICAY, OHM cocTodaT 6onee, yem mn3 200
Pa3SINYHbIX Fpynn U noarpynmn

Linkn pa3sutna Bupyca renatmta C LI,VIKJ'I PasBuTVS PETPOBMPYCA — BVI‘—I 1

E:Tm‘lrumlmm. iR e Hina

- 5 RO {:M ARG 5
@ @; i 7 i
@ o - W !
. L
L & ! el b,

npyKpenneH1e

3HOOUNTO3

& &
@*@‘
@ﬁ} k)
g::‘:’{za @@ .“111"-‘ '{%ﬁgﬁ' _T‘}'a'ﬁ,' f ﬂﬁ;ﬁm%l;:mnma
W g WU (e 2o
K- 5 LT PHKBIMN

@}@@;@ K BEH4 1:;' - 'F-':T&I'Pﬂ?rﬂ

‘*“p: "T"':"“ %/ reHOM 4enoBeka
reHom BANY-1
B otanume OT Apyrmx BUPYCOB PETPOBUPYC BCTpanUBaET

CBOW reHOM B reHOM 4esloBeKa



Bo3MOXHO, 4TO B npouecce ssoawounm Mmonekynbl JHK yenoBeka
BKJAKOYMAM B CBOM COCTaB YXe TrOTOBble pparMeHThl
reHETUYECKOro martepuana BUPYCOB C OAHOW NUWIb LENbO —
obneryntb  KOHCTpyupoBaHMe  COH6CTBEHHBbIX reHoB AN
KOANPOBaAHUA HOBbIX NMPU3HAKOB

2|
BioEssays 114
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Retroviruses and primate evolution &0 )
Eugene D. Sverdlov =AMLy =%
o
BioEssays il AN
Volume 22, Issue 2, pages 161-171 :February.2000 Ly e
Abstract

Human endogenous retroviruses (HERVS), probably representing footprints of ancient germ-cell retroviral
infections, occupy about 1% of the human genome. HERVs can influence genome regulation through
expression of retroviral genes, either via genomic rearrangements following HERV integrations or through the
involvement of HERV LTRs in the regulation of gene expression. Some HERVs emerged in the genome over
30 MYr ago, while others have appeared rather recently, at about the time of hominid and ape lineages
divergence. HERVs might have conferred antiviral resistance on early human ancestors, thus helping them to
survive. Furthermore, newly integrated HERVs could have changed the pattern of gene expression and
therefore played a significant role in the evolution and divergence of Hominoidea superfamily. Comparative
analysis of HERVs, HERV LTRs, neighboring genes, and their regulatory interplay in the human and ape
genomes will help us to understand the possible impact of HERVs on evolution and genome regulation in the
primates.



MecTOHaxoXAeHUe 3SHAOMEHHbIX PETPOBMPYCOB KoppenupyeTr C
pacnpeieneHne reHoB B reHoMe. Yacto OHM pacnosiaratoTcs B
pPerynaTopHbiX 06/1acTsiX reHoB. BO3MOXHO, perynsitTopHble 3/1€MEeHTbI
SHAOOMEHHbIX PEeTPOBMPYCOB MOryT BMEWWBATbCA B pPEryasumto
paboTbl 06bIYHbIX FEHOB YeNoBeKa.

@
g
*
= |
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The role of human endogenous retroviruses in the pathogenesis of autoimmune

diseases

Andrzej Brodziak, Ewa Ziotko, Matgorzata Muc-Wierzgon, Ewa Nowakowska-Zajdel, Teresa Kokot, Katarzyna Klakla
Department of Internal Diseases, Faculty of Public Health, Medical University of Silesia, Bytom, Poland

Summary

This paper presents a new, recently formulated theory, -which concerns the etiopathological process of autoimmune
diseases. This theory takes into account the existence in the human genome, since approximately 40 million years, of so-
called human endogenous retroviruses (HERVs), which are transmitted to descendants “vertically” by the germ cells. It
was recently established that these generally silent sequences perform some physiological roles, but occasionally become
active and influence the development of some chronic diseases like diabetes, some neoplasms, chronic diseases of the
nervous system (eg, sclerosis multiplex), schizophrenia and autoimmune diseases. We present a short synopsis of
immunological processes involved in the pathogenesis of autoimmune diseases, such as molecular mimicry, epitope
spreading and activation of the superantigen. We then focus on experimental findings related to systemic lupus
erythematosus, rheumatoid arthritis, Sjégren’s syndrome and some diseases of hepar and otorhinal tissues. We conclude
the outline of this hew model of the development of chronic diseases and indicate the conclusions important for the
teaching of the basis of pathology

Med Sci Monit. 2012; 18(6):RA80-88




At Least 50% of Human-Specific HERV-K (HML-2) Long Terminal
Repeats Serve In Vivo as Active Promoters for Host Nonrepetitive
DNA Transcription.:

A. Buzdin, E. Kovalskaya-Alexandrova, E. Gogvadze, E. Sverdlov.
J. Virol. 2006, 80(21), 10752-10762

OauH 13 133 SHOOreHHbIX PETPOBUPYCOB, BCTPOMBLLUUXCA B HALl reHOM rnocne
pasferieHna 3BOSTIOLNOHHBLIX NMMHUA YenoBeKka U LWMMnaH3e, noaseprcd
«MOJIEKYSIAPHOMY O4OMAaLLHUBAHUNIO» N Ternepb PYHKLMOHUPYET B Ka4ecTBe
PerynartopHoro anieMeHTa, ynpasnstouiero pabotom reHa PRODH B HEKOTOPbIX
oTaenax mo3sra (B nepBylo odepenb B runnokamre).

['eH PRODH yyacTtByeT B cMHTE3€ HEMPOMEOMaTOpPOB, a ero BaXXHOCTb A
paboTbl MO3ra NOATBEPXKAAETCA. TEM,-4TO MyTaLUUM B HEM BIIMAIOT HA PUCK
pasBUTUSA LLN3OPEHNN.

PeTpoBupyc cogepxuTt B cebe ABa y4acTka, K KOTOPbIM NPUKPENAeTCs
perynatopHbin 6enok SOX2, 4To NPUBOAUT K YBENNYEHUIO
aktuBHoctn PRODH B moa3re.

Bcs cOBOKYNMHOCTb MOSTY4E€HHbIX JaHHbIX TOBOPUT O TOM, YTO JaHHas
peTpoBUpYyCHas BCTaBKa Cbirparna onpeaernieHHyo porb B 3BOMNKOLINK
4enOBeYEeCKOro Mo3ra.



YTO g4ano HaM NpoyYTeHue Halwero reHoma

MeToa BaXkHee OTKPbITUA, nbo npaanbeu‘/’l METOoA UCCneaoBaHnAa NpuBoaAnT K

HOBbIM, ellle 6o/iee LeHHbIM OTKPbITUAM
JleB JlaHpay

OCHOBHbIE NMPUHLMNbLI OpraHnu3aun reHoma obdLme ans BCEX Moaeun, HO
CYLLECTBYET MHOXXECTBO OrnpeaeneHHbIX y4acTKoB reHoMa, KoTopble
3HAYUTENBbHO pPa3snMYaloTcs y pasHbIX Noaen

Ka)kabl YeNoOBEK MMEET CBOM MHAMBUAYabHbIA FEHOM N 3HAYUT MOXKHO
NAEHTUMDULMPOBATL YeN0BEKa NO BOMOCY, KPOBK, NIOOON KNeTKe

B rpynnax nogen ¢ obwmm nponcxoxgeHnem ropasgo bonblie cxoacrsa B
YKa3aHHbIX y4acTKax reHoMa rno CpaBHEHUIO C reHeTU4Yeckn bonee oTganeHHbIMU
rpynnamu. 3Ha4nuT MOXXHO ONpeaesnsiTb POACTBO OTAESbHbIX JTIOAEN U Fpynn NOOEN, B
TOM YMcne 3THOCOB.

Pa3Hble 3THOCbI OTINYAKOTCA MO FEHETUYECKOMY KOAY.

B BpeMsi packonok B Aabiree 6bim HanaeHbl 2 YenoBevyecknx 3yba, KOTopbiM
6onee 5 Thicay neT. MNpoynm reHeTUYECKyYto MHPOPMaLIMIO — OHA TOYHO
cooTBeTcTBYyEeT 6ackaM. U 310 6b110 npeackasyemMo — A3blk 6acKOB MOX0X Ha
afbIreNCKui a3bIK.



ITHOMEHOMMUKA - M3yyeHne reHOMHOrO pa3Hoo6pasusi B reHOdOoHE
OTAENbHbIX MOMYNSALUNK, 3STHOCOB, STHOTEPPUTOPUANIbHBIX OOLLHOCTEN.

FeHohOHA — COBOKYMHOCTb BCEX IE€HHbIX Bapuauun (annenen) onpeaenéHHom
nonynsaumn.

[poBeAeHO NOMIHOrEHOMHOE UCCNEA0BAHNE pa3nnyMi B ONpeaeeHHbIX 061acTsax reHoma B
YeTbIpeX NonNynsaumMax pycckoro HaceneHust EBponenckon yactm Poccum n ApxaHrenbCcKom
obnactu (Me3eHb), a Takxke B MonynsiuMmM BEncoB 1 ABYX rpynnax KoMuU (MXXeMcKune u
NPUITy3CKNE KOMM).

Pe3ynbTaTbl 06paboTanu n cpaBHUM ¢ 6a3amMmn AaHHbIX FEHOTUMNOB LENoro psaa
eBPONeNCKNX nonynsaunin (bMHHbI, 3CTOHLLbI, NaTbIlLK, MONSKN, YEXU, HEMLIbI, UTANbSHLIbI).

Oka3anocb, 4TO

pyCCKMe LeHTpanbHbIX panoHoB (TBepckas, Kypckas n Bnaammupckas obnacr)
XapaKTepM30BaUCb BblpaXKEHHbIM CXOACTBOM MeXAy cobon, a Takxke C NonynsaunsiMum
LIEHTpa/IbHON U BOCTOYHOW EBpOMbI, HO 3HAYMUTENBHO OT/IMYANIUCb OT PYCCKUX CEBEPA
EBponenickon Yactn Poccun (ApxaHrensckas o6macTb).

HanbonbLume e 0cobeHHOCTM Obl/T OTMEYEHbI AN MOMYASUMA KOMU, OCOOEHHO MXXEMCKMUX,
KOTOpble CU/IbHO OTINYANINUCh HE TOMbKO OT PYCCKUX M BEMCOB, HO U OT APYruX nonynsumin
EBponbl, hakTU4ecku COCTaBadgs OTAE/bHYIO BETBb Ha FTEHETUYECKON KapTe EBponbI.
[peanonaraeTcs, YTo AaHHOE OT/InYME CBSA3aHO C Ha/IMYMEM Y HUX NPeaKOBOro KOMMOHEHTa,
He ONMUCAHHOIO paHee B ApPYrux, y>Ke nccneaoBaHHbIX nonynsaumsx (kak EBponsl, Tak 1
A3nn).




[lOCT-reHoMHas MeguuUnHa

[lo reHomMam Hayuunucb ornpeaensatb 6onesHn, WHdopMauusi O KOTOPbIX
3a/10)KE€Ha B reHax.

[pn Bcex 3TnUX 60NE3HAX NMPOUCXOAAT HAPYLUEHUS UNW B CTPYKTYpPE reHoMa

(Tekcte AHK) nnu B CTpOEHMN NN U3MEHEHUN YMUCNIA XPOMOCOM.
CuHgpom [flayHa. Yy Jvenoseka 47 XpOMOCOM BMECTO. HOpPMasibHbIX 46, MOCKONbKY
XPOMOCOMbI 21-i napbl, BMECTO HOPMaJibHbIX ABYX, MPEACTaB/IEHbI TPEMS KOMUSIMM.

BonesHn MoXHO nNpeackasbiBaTbh YXKE Ha CTaaun 3mMbpuoHa. Cenyac Hay4mnucb
AOCTOBepHO  onpeaendate  nopaaka 100  uM3BECTHbIX  FeHeTUYecKux
(HacneacTBeHHbIX) bonesHewn.

YCTQHOBW/N, UYTO FEHETUYECKUI. KOA. pebeHKka coaepXXUTCa B KPOBU MaTepw,
YTO MO3BONSIET Tenepb onpeaensath-6one3Hn byayuwiero pebeHka TONbKO Mo
aHanu3y KpoBW MaTepu.

[eHeTn4eckn 0bycnoBieHHble 3a601eBaHNS NPOSIBASIOTCA HE Cpa3y Mocse

POXAEHWNS, @ CNYCTS HEKOTOPOE, MOPOV BECbMa A0Ir0e, BPEMS.

Xopess XaHTUHITOHA: XapaKTepU3yeTcd NocTeneHHbIM HavyanoM B Bo3pacte 30-50 net u

coyeTaHneM MporpeccupyroLLEro Xopenyeckoro rmnepkuHesa (BHe3arnHo BO3HUKAOLWNX

HENPOW3BOJIbHBIX ABMXKEHUA B Pa3NNYHbIX FPyNnax MbiWL) U MCUXMUYECKMUX PAaCCTPOMUCTB.
3aboneBaHue Bbi3bIBAETCH YMHOXEHNEM koaoHa CAG B reHe IT-15, KOTOpbIM KOAUPYET

6EM0K_XaHTUHITUH. C HEN3BECTHOWN (PYHKLIMEN.




TapaHTyn B.3.
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[EHOM YEJIOBEKA:
SHUNKNOMNEeAUA, HAMMMCAHHASA YETbIPbMA BYKBAMI

Teppu A. bpayH

Teppu A. Bpayn TEHOMBbI
'EHOMBI

Mpennaraemasn KHUra ABAAETCA NepBbiM Hanbonee NONHbIM U
aBTOPUTETHbLIM PYKOBOACTBOM MO MHTEHCMBHO pa3BuBatoLLeincs obiactu
HayKM - MONIEKYNAPHOWN reHeTKe, aHa/IoroB KOTOPOMY B MUPOBO
Hay4yHoOM nuTepaTtype HeT. MU3aaHne oxBaTbiBaeT MONEKYASPHYIO
reHeTUKY OT CaMblX OCHOB 10 3KCMPECCUN reHOMa U MOIEKYNSIPHOM
dunoreHnn. U3noxkeHme conpoBOKAAETCA OFPOMHbIM KOJIMYECTBOM
LIBETHbIX PUCYHKOB.
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