HanpgxecTt nekumn 2 cemecTp



Knaccuyeckmne n coBpeMeHHbIe
MeToAbl B reHeTUKe YyerioBeka.
Menouko-reHeTu4eckKoe

KOHCYNLTUPOBaHMUe.

JNlekTop: cT. npen.l'padeBa TaTtbaAHa
NropeBHa



[1naH nekunu

OcobeHHOCTM YernoBeKa Kak obobekTa
reHeTn4YecKoro aHanmsa.

Llenn n 3agayn meanko-reHeTU4YeCcKoro
KOHCYNETUPOBAHMUS.

MeToabl npeHaTanbHOW ANArHOCTUKU
HacneacTBeHHbIX 3aboneBaHun.

MeToabl N3yHeHNA HaACeaCcrBeHHOCTN Y
YeJrioBEKa.



Llenun meguko-reHeTU4YeCKoro
KoHcynbTupoBaHusa (MI'K)

e [InarHocTUKa

e JlleueHue HacneaCcTBEeHHbIX
° npOCbVIJ'IaKTVlK natTonormu



3aaauv MIK
MeOuKo- reHeTVNeCKoe KOHCYNLTUPOBAHME CEMEN;

BHeApEeHne COBPEMEHHbBLIX METOOOB npeHaTaanom
ANarHOCTUKMW,

npoBeAeHne MacCoBOro CKPMHMHIa HOBOPOXAEHHbIX
Ha YacTo BCTpevarLmecss HacneacTBeHHbIe
3aboneBaHus n N3dupaTenbHOro CKPUHWHIA B rpynnax
PUCKA;

NoaroToBka cneyumannucToB Mo MeauuMHCKOW
reHeTuKe;

nponaraHga MeanKo-reHeTU4ECKNX 3HaHWI;

pa3BUTUE MeOUKO-coLumanbHOM peabunuraumm
cemMen, UMerLWMX OONbHbIX AeTEeN.



MeToabl N3yYyeHUA HacneaCcTBeHHOCTU Y
yerioBeka

e KNMMHNKO-reHeanorn4yeckumn

e LlnToreHetnyeckue

e Bnn3HeLoOBbLIN

e bBuoxnmmnyeckue

e NlepmaTornndpunyecknu
 [MOpnan3aLMM coMmaTUYeCKNX KNeToK
e [lonynAuMOHHO-CTaTUCTUYECKUN

* MopenunpoBaHus



KnuHuko-reHeanornyeckum meton
CyTb MeToaa: CocTaBrieHne 1 aHanma
POOOCIIOBHbIX.

MeToa no3BongdeT YCTaHOBUTL:

[l aBnaeTca nn gaHHbIM NpU3HaK
HacnegCTBEHHbIM;

[ TN n xapakTtep HacnegoBaHUAa (QOMUHAHTHLIN

NN peLecCcuBHbIN, ayTOCOMHbLIN UMK CLUENNEH C
NMOJIOM);

[ 3MroTHOCTb NnL, POAOCNOBHOMN (FOMO- UK
reTepo3unroThl);

[l neHeTpaHTHOCTbL reHa (4acTtoTa ero
NPoOABNEHUSA);



LinToreHeT4yeckune metoabl

 KapnorunuposaHue
* I3yyeHUue NonioBOro XxpomaTuHa

 MeTon chnyopecueHTHOM in
situ rmopunagunsaumm (FISH)



KapunotnnmupoBaHue

CyTb MeToda: MUKPOCKOMNNYECKOE U3y4eHne
XPOMOCOM Y€erioBeKa B HOPME 1 NaTorormu.

MeToa Nno3BONSET:

[ n3y4atb HopMarsibHY MOPJdONOrMio XpOMOCOM U
KapuoTuna B Lienom;

[ onpenenatb reHeTUYEeCKNI Non opraHn3ma;

[0 aunarHocTmpoBaTb XPOMOCOMHbIE DONE3HY,
CBSI3aHHblE C UBMEHEHMEM YMCIa XPOMOCOM UNK
C HapyLLUEHNEM UX CTPYKTYPbI;

[0 n3yyaTb npouecchl MyTareHe3a Ha YpOBHE
XPOMOCOM U KapuoTuna.



OnpeneneHve NonoBOro
XpoMaTuHa

CyTb MeToaa: MUKPOCKOMNUYECKOE N3y4yeHune
NONOBOr0  XpomMaTuHa B HeaensiLmxcs
KrneTKax.

MeToa no3BongeT:

[l onpegennTb NpMHaANeXXHOCTb OpraHmM3mMa K
MY>XCKOMY UIN )KEHCKOMY Mony;

[0 ObICTPO ANnarHOCTUPOBATL (dKCNpPECC-
ONarHoCTUKa) XpOMOCOMHbIe DOSe3HM,
Bbl3BaHHbIE N3MEHEHMEM YKMCIa NOSTOBbIX

\V4 a Yl V. FaYaYal V|



MeTon chniyopecueHTHOM in situ ruopnansaumm
(Fluorescence in situ hybridization - FISH)

CyTb MeTofa: rubpugmsauma nyyaemom mosnekynol JHK

(unn ee yyactka) ¢ [JHK-3oHOOM, Me4YeHHbIM dpriyodpopom.

MeTon no3BongdeT:

0 onpenensTb Nokanu3aLuuto reHoB B XpOMOCOMaX;

[ O6Hapy>KI/ITb XpPOMOCOMHbIE U TEHOMHbIE MYyTaL U B
KIeTKaX 4elrioBeKa,

0 BbIABUTb XPOMOCOMHbIE aHOMaNUM NMpw NpeHaTanbHOW
ONArHOCTUKE;

0 B npouecce 3KO BbINOMHUTL rEHETUYECKOE
TecTupoBaHne aMOpMOHa eLle 00 NepeHoca ero B
NOMNOCTb MaTKN U HAcTynneHna bepemMeHHOCTH

0 n3yyatb JHK B MHTEepdrasHbIX aapax.



BbnnsHeuoBbIN MeTOA

CyTb MeToOa: n3y4vyeHue nposiBrieHns
NPU3HAKOB Y MOHO3UTOTHbIX N AU3UTOTHbIX
OrnM3HeLuos.

MeToa No3BoNAeT OUEHUTb CTEMEHDb
BITMAHNA HacliegCrtBeHHOCTU U Cpebl Ha
Pa3BUTUE Kakoro-nmobo HOPMaJ1bHOIO Ui
MNaToJ1I0r’M4eCcKoro rnMpmu3Haka.




buoxnumuyeckue metoabl

CyTb METOIOB: KONMMYECTBEHHOE
onpeneneHne cogepxaHmns epMeHTOB U
NX aKTUBHOCTW, OBHapYyXeHne
dOU3N0N0rM4Yeckn akTUBHbIX COeaUHEHUN U
NX MeTabonnMToB B BNONOrM4ecknx
XNOKOCTSAX.

MeToabl N03BOAKT BbIABUTb

HacneacTBEHHbIE AedeKTbl MeETAbOMN3MA,
0OyCrnoBNeHHbIE FEHHbIMU MyTaLUAMMN.




MonekynsapHble OCHOBbl UMMYHHbIX
npoueccoB. Cneundunyecknin n
Hecneundunyecknm MMMYHUTET.

MMMYHOIrmooynmHobi.

[ou. KoceHkoBa H.C.



buoxnumuyeckue metoabl

CyTb METOIOB: KONMMYECTBEHHOE
onpeneneHne cogepxaHmns epMeHTOB U
NX aKTUBHOCTW, OBHapYyXeHne
dOU3N0N0rM4Yeckn akTUBHbIX COeaUHEHUN U
NX MeTabonnMToB B BNONOrM4ecknx
XNOKOCTSAX.

MeToabl N03BOAKT BbIABUTb

HacneacTBEHHbIE AedeKTbl MeETAbOMN3MA,
0OyCrnoBNeHHbIE FEHHbIMU MyTaLUAMMN.




e 1798 — 3. IxxeHHep (BenukobputaHums).
BakuvHauus.

e 1881 - Jlyn lNacTep (PpaHuus).
AP deKkTnBHAA UMMYHU3ALMUS.

e 1890 — 3. tbhoH bepuHr (FepmaHns)

AHTUTOKCUYECKNE CbIBOPOTKKU. 1901 T. -
HobeneBckas npemus.

e 1891 Ipnux —-Teopus rymoparnbHOro
NMMMYHUTETA.

1883 — U. N. MeuHukoB (Poccus)-
daroumntapHasa Teopua UMMyHMUTETA. 1908
—W.N. MeuHunkoB n dpnux - Hobernesckas
npemMus.



Cucrtema 3awnTbl reHeTUYEeCKOon LEernoCTHOCTU U
Ka4eCTBEHHOro NoCTOSAHCTBA OpraHM3ma.

Pun3nko-xmummn4yeckme bapbepbl. Dusnonormnyeckue
3alNTHbIe MeXaHU3Mbl. MMKPOOHbLIN aHTaroHU3m.

. CnocobHOoCTb OoTnnYaTh «CBOE» OT
« HYXKOIro».

BpoxaeHHbIN UMMYHUTET. VIMMYHHbIE peakunu - B
OTHOLLUEHUM NBOro «4y>Xoro» naToreHa.
[MpnobpeTeHHbIN UMMYHUTET (aAanTUBHLbIN).
CneunuUYHOCTL B OTHOLLEHUN KaXKO0ro KOHKPETHOIO
BO30OyanTens.



(nenkouunTbl : nuMmdountbl(T,

B, NK), MoOHOUMTbI/MaKkpodaru, HemTpomunsbil,
903nHOUIIbI 1 6Ba30PUIIbI/TYYHbIE KNETKN).
Pa3BnBaloTCA M3 CTBONOBbLIX KNETOK KpacHOro
KOCTHOro Moa3ra.

LIMTOKMHBI

(MHTEpeuKknHbl, NHTEPdEPOH, dhakTop HEKPO3a
onyxonen-TNF; XeMOKUHbI;
KONTOHUEeCTUMYynupyoLme dpaktopbl);cucrtema
KOMMJIEMEHTA; aHTUTena; meguaTopbl
BOcCnarieHus (rMCTaMnH, CEPOTOHMUH, 2.
npocTarnaHguHbl, TEUKOTPUEHDLI, ODPaOVKNHUH. ... ) IRES
NU30UUM..... '

(nepBUYHbIE NUMPPONAHbIE
OpraHbl: KpacHbIN KOCTHbIW MO3r, TUMYC;
BTOPUYHbIE NUMM{PONOHBLIE OpraHbl: ceneseHka,
numdarnyeckue yanol...)



BpoxaeHHbIn (Hecneundmnyeckmnm
UMMYHUTET)

CnocoBHOCTbL OTNNYaTb «4yX0e» C MoOMOLLbIO TLR 1 ap.
pPeLEenToOpPOB

KneTouyHble (hakTopbl BPpOXAEHHONO UMMYHUTETA:
HeNTpoUIbl N Makpodar(MOHOUNTbI), AEHOPUTHLIE KIETKN
(ocHoBHbIe Al1K),6a30¢punrnbl /Ty4YHble KIeTKW,
303nHOoPUnNbI, NK KrneTkn (HopMarsibHbIE KUITepbl).

OCHOBHbIE NpoLecchl BPOXOAEHHOIO UMMYHUTETA:
doaroumTos (HenTpodusbl 1 Makpodarm/MOHOUNTbI- ¢

“npodpeccmoHanbHble” harounTol). > . )
LIMTOTOKCUYHOCTb NS
paspyLleHne Yy>KepoaHbIX KNEeTOK U ...C MOMOLLbIO e

rymopanbHbIX dpakTopoB (KOMMSIEMEHT...)
npegocTaBneHne CUrHanos
BOcnaneHue



>10* BapmnaHToB NMMMOLIMTOB C pasnUYHoOW
cneymdnyHoOCTbIo. B kKaxxaom -
comatunyeckas pekomonHaumsa OQHK: ns
FEHHbIX CErMEHTOB cobupatoTcs

.— e - ". I.II . eI yHUKaNbHbIE TeHbl PeLenToOpPoB K aHTUTEHY.

.-

Nepaynit
'; wv"\ PHK-Tparcxpunt

Jkl JxS

Ceneripms eHTHIeHoM
| : N

|
l leHeTUYECKaA AeTepMuHauua 0BpazoBaHnA Nerkoi Lenu UMMyHornobynuHa ’
B-xnerm [ O ) |

Knoxansnas

JlnmdpoumnTbl C peLenTopoM K aHTUTEHY
B3aMMOAEWNCTBYIOT C aHTUTEHOM —
nponmdepauns KrneTok KnoHa ¢
OAVHAaKOBOW CcneumdUYHOCTbIO




T numdpounTbl. KnetovHbln cneundmnyeckum MMMYyHUTET.

T-kneTouHble peuenTopbl (TCR) pacno3HatoT pparMeHTbl aHTUIEHHbIX
monekyn B komnnekce ¢ MHC Ha noBepxHocTu apyrux knetok. (MHC
yernoseka = HLA-Human Leucocyte Antigens. 10'® BapnaHToB y Buaa H.sapiens)

Cneundunyeckui KneTouHbIN UMMYHHbIN OTBET

T-xennepbl (CD4+) pacno3HatoT aHTureH B komnnekce ¢ MHCII Ha
NOBEPXHOCTUN aHTUreHnpeseHTupytowen knetku (AlK). Thl ctumynupyrot Tu,.

(Tu) pacno3HaroT aHTUreH B KOMIMJ1eKCe
¢ MHCI Ha noBepxHOCTK NMtobon KNeTKW. JIMkengauma (MHOYKUMA anonTosa,

nnbo HeKpo3a) BUPYCMHMULIMPOBAHHbLIX KITETOK, OMYXONeBbIX. Y4YacTBYHOT B
OTTOPXKEHUM TPaHCNaHTaTa.

(Treg CD4+,FOXP3+, CD25+).
MNMpekpawaroT UMMYHHbIN OTBET NOCKIe YHUYTOXKEHUS
natoreHa. MoryT npegoTBpaliaTb ayTOMMMYHHbIE
peakuum. .. i
T KNeTkn namaTn

Infected S0 ine

cells

Infected

Macrophage cell lyses

Displays antigens  Cytotoxic
on surface T cells

Attacks infected

cells
and
‘ stimulates

T cell

.

Stimulates

Helper T cell Cytotoxic T cell



B numaounTsl. 'ymopanbHbI UMMYHHbIW OTBET

B nMQOLUNTLI pacno3HaloT T e
HepacLLenieHHble aHTUTEHBI. W) oF i
HauBHble B-numdouuntsl. [Tnazmatnyeckme B —
KNEeTKU — NPonU3BOAAT aHTUTenNa. B KneTku O i
MNaMATU —q6ecr|eqvu3a HOT BTOpI/I‘-IHbII7I E 4‘.‘;;;;@‘:'» § poene
MMMYHHbIN OTBET. e
* AKTUBMPOBAHHbIE AEHOPUTHBIMM KNeTkammT- . &
xennepbl (Th2) CTUMYNUPYIOT KNOH B Py e
NMMJOoUUNTOB, Y3HaAKOLWNX TOT XKE aHTUMEH. s it

* B numdoumnTbl npespatllaroTcs B
9P PEKTOPHbLIE KINETKN (NNasmaTtnyeckmne) uB o
KINeTKMU NamMaTu. s AN

° CereLl,I/IFl aHTUTEIn ninasmMmatn4eCKkKnMin
KIneTKkaMu.



AHTUTENA (MMMYHOIrMNOBYINHbI)

CTpyKkTypHasa egmHuua AT — MOHOMED

N3 OBYX UOEHTUYHBLIX TAXENLIX H-Uuenen n aByx
MOEHTUYHbIX NErkux L-uenen. BapnabenbHbie
OOMEHbI NETKUX U TSXKENbIX Lenen opMnpyoT
aKTUBHbIN LIEHTP aHTUTENA — aHTUTeHCBA3bIBAOLLUN
y4dacToK. Taxenble 1 nerkme uenu lg coeanHeHb
ancynbduaHbIMu (-S-S-) cBA3SAMM.

Fab -aHTWreH ceasbiBatolum oparmeHT. OTnnyaeTcsa y
aHTUTEnN, NPON3BOAUMBIX Pa3HbIMU KNoHamu B

Fc- CBA3bIBAHNE peLienTopamm KNeTok
npncoegnHeHne KOMMIemMeHTa... )

[ MOKMIN y4aCTOK — LLApHUP




npeuunmMTauungd
arrnTMHaums
Hentpanusauunga
OncoHn3auus

dKTnBauunAd CUCTEMDI
KOMMJIEMEHTa

dKTnBauunA
AerpaHynAaummn Ty4HbIX
KIMeToOK
dHTUTEIO-3aBUCUMadA

KIneTovHas
LNTOTOKCNYHOCTb



— MOHOMEPBI
- B CeKpeTax - gumep

- MOHOMEP B
MembpaHe B-KNneTok,
neHTamep -
cekpeTupyemas popma
(pesynbTat U3SMeHeHUS !
PHK-npoueccuHra nocne
B3aMOOENCTBUS C
aAHTUreHOoM)

(c) IgE

* Y KaXgoro krnacca
MMMYHOINOBYIMHOB CBOW
Habop PyHKUUI, 3aBUCUT
OT Fc

* [lepekntoyeHne Knaccos -
c y4yactuem Tx.



MoHOKNoHanbHble aHTUTEeNa.
Cnocob co3gaHns MOHOKIoHanbHbIX aHTUTEN eoprom Kénepom un
Llesapem MunblitenHom (Hobenesckasi npemusi 1984 roaa).
(pesynbraT cnuaHua B-numdoumnton ot
NMMYHU3NPOBAHHbLIX XXUBOTHbIX, C KNETKaMn MMEeNOMbI KOCTHOIO
MoO3ra) - npupoaHas pabpuka no nponssoactey MKA.

,D,I/IaFHOCTI/ILIeCKI/Ie aHTUTEerIla (I/IMMyHOFI/ICTOXI/IMI/IFl,

NMMMYHOOEPMEHTHLIN aHanus, - [ -

NPOTOYHasA LUTOPNyopuMETpUS....) e =

TepaneBTuyeckne aHTUTENA (KaK = 77 = [53 =

Antibody

CaMOCTOSAITENbHbIE AKTOPbl UMMYHOTEPANUK, a TaKk _ . .. =27 =i

NEKapCTBEHHbIX CPeACTB Y TOKCUHOB).

ObnacTb NPUMEHEHUSA — NEYEHMNE OHKOITOIMYEeCcKnX 3aborneBaHnm
(aHTUTENa K OnyXxoneBblM aHTUreHaM, UHOYKUUA YHUYTOXEHUS
OMyXONneBbIX KIETOK, JOCTaBKa TOKCUYECKUX BELLIECTB);
ayTOMMMYHHBLIX 3abonesaHnn (pesmatongHbi apTpuT -MKA Humira,
CumnoHn 6noknpyroT TNF); anneprmuyecknx sabonesaHnm

Add substrate (S}



1 CAVUMVIRA M

bunonHdopmaTuUka.
MeauLUuHe

MnaH

1. BBeaeHue B reHOMUKY (TEPMUHOMNOINA N HanpasBieHUs UccregoBaHunin)
2. bunotexHonorndeckne MetTodbl U X NPUMEHEHNE B MeaULINHE
« TexHonornn pekomMobmHaHTHbIX JHK
« CekBeHupoBaHue
« [IUP
3. [lpoekT «['eHoM YernoBeka»
» OCHOBHbIe CODbITUSA, CBAA3AHHbLIE C NPOEKTOM
* [NaBHble HanpaBieHNA Hay4YHbIX UCCreaoBaHUM
4. [eHOMHble NPOEKTbI APYrnX OpraHN3MoB
* [eHOMHbIe NPOEKTbI A0 1 nocre «[eHoMa YenoBeka»
« 3Ha4yeHue OpYyrux reHOMHbIX MPOEKTOB AN MeEAULVHbI
5. buonHdpopmaTuka
» OCHOBHbIE HanpaBneHUst U UICTOPUSA PasBUTUS
* AHanua nocnegosaTenbHOCTEN N ©Da3bl AAHHbIX



bunotexHonorua: [NHK-

nocriegoBaTtesibHOCTU KaK MHCTPYMEHTDI
ANarHoCTuKKH, nosntydeHne tTepaneBTn4eCKnx

©enkoB, BakUWH, aHTUTEN K np.

[Mpon3soacTeo GuohapmaueBTUYECKUX U
HOBbIX JIEKAPCTBEHHbLIX NpenapaTtoB

eHHaa n KneTo4yHas Tepanus, B TOM HYUCTIE

MoaenupoBaHue 6one3Hen

[lnarHocTtunka v nevyeHne NHPEKLUOHHbIX

3aboneBaHum

lccnegoBaHusa U ne4YeHNE reHeTU4eCKnNX

3aboneBaHunu
[lnarHocTuka v rie4eHne paka
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[IpMeHeHne METOO0B MOMEKYNAPHOU bmnonornm B
MeauumHe

[NepBble ycnexu B MeauunHe, AOCTUTHYTble Gnarogapsi NOSIBNIEHNIO METOO0B
pekomMbuHaHTHbIX AHK, Obinu cBA3aHHbI C onpeaeneHnemM reHoB, OTBETCTBEHHbIX 33
BO3HUKHOBEHME YenoBeyecknx 6onesHen, poacTBEHHbIX UM reHOB XXMBOTHbIX 1 TEHOB

NnaToOreHHbIX OpraHM3MoB. Q\ O™

MonyyeHune TepaneBTUYECKUX OENKOB @6
C NOMOLLbIO KITOHUPYIOLLUX BEKTOPOB MOXHO Takke g

)

Tyr

9KCNpeccmnpoBaTh KIOHMPOBAHHLIN FreH 1 Nony4atb

PEeKOMOMHAHTHbIN 6enokK ANnsa TepaneBTUYEeCKNX Lenen. ) G .)J;,,
MepBble TepaneBTUYeckne Benku: % @ lemd ] s
YenoBEeYECKUIN rOPMOH POCTa N MHCYIIVH. ST o2 o0 O

[0 70-x roAoB AaHHble Gernku NPUXoannock BbIAENATb U3 TPYMNOB (PUCK
3apaxkeHus naToreHamm) Unun XXMBOTHLIX (He Bcerga nosiHasg MAEHTUYHOCTb
4YeroBe4YeCKUM).

UHcynuH

lNonyyeHne peKOMONHAHTHbLIX BaKUMH

< \j\,(% R mea nHgopmaumio o reHax crneumgpuyeckmx noBepxXHOCTHbIX 6enkoB
@(\9 )/ oo naToreHa, MOXHO UCMONb30BaTh 3TV BENKM B Ka4eCTBE BaKUMHDI.
, ssag COBPEMEHHbIE BaKUUHbI MPOTUB renatuTta B 1 rpynna npeacraenstotr cobou

5 HBeag benkoBble cybbeanHULbI, NpoayLMpyeMble B APOXOKaXx.

S5 Ossg HO Takue cybbeamHuLbl He CNOCOBHbI pa3MHOXaTbCA B BaKLMHUPOBaHHOM
O smiaran puOPTA@HN3ME. [INA JOCTUXKEHUSA HY)KHOTO 3dddheKTa UCMONb3yHT CypporaTHble
[HK nonuuepasa XVBble BaKUWHbI N3 HEBUPYSTEHTHLIX MUKPOOPraHN3mMoB



, KapTupoBaHUe U CeKBEHMpPOBaHMe BCEro YernoBe4yeCcKoro reHoma asns
nocnegyrowen naeHTudmrKaumm Bcex 4YernoBeyecknx reHoB. B yepHoBOM =
% BapuaHTe reHoma, onyonmkosaHHOM B 2001 r. 6bInn NnpeacTaBrieHbl He %
KON 6onee 90% reHoMa, MHOrMe JaHHble TpeboBarnm yTOYHEHUS. N
Ha ocTtarnbHble 10% NpUXOOATCHA LLeHTPOMEpPHbIe pauoOHbl XPOMOCOM /
(reTepoxpomMaTiH) 1N OLUMOKKN BbIOOPKU (HEKOTOPLIE NOCneaoBaTeNlbHOCTU He
ObInNu cekBeHMpPOBaHbI). B «4epHOBbLIX» BapnaHTax nocrnenoBaTenbHOCTU
reHoMa OKOJo 50 ThbIC. NPO6enos.

* aHHOTMpOBaHUe (onMcaHne) reHoma — noslydeHme nonesHom bruonorn4yeckom
NHGOpPMaLIUK, @ UMEHHO, MOUCK NFEHOB U UX PerynAaTOpPHbIX 35IeMeHTOB. B reHome
YyesrioBeka okoro 30 TbiC. reHoB (Ha 50% bonbLue Yyem y Hematoabl C. elegans B 12
Xpomocomax). CocTtaBrieHne NnosiHOro Katanora 4enoBeyeCcknx reHoB MoXeT
notpeboBaTb eLle 04eHb MHOIO BpEMEHMN.

* CTPYKTYPHO-(hYHKLMOHaNbLHOE U3yyeHne reHoma - ycTaHOBIeHne (pyHKLUM
onpeaeneHHbIX FeHOB; TOYHblIE B3aMMOAENCTBUA MeXay reHaMu U X 6enkoBbIMy
npoayktamu. CXoACTBO CTPYKTYP HE rOBOPUT O CXOACTBE (DYHKLMIA (CTPYKTYPbI
remornobuHa n MmornobunHa cxoxu, a NocneaoBaTeNbHOCTU UAEHTUYHbI Ha 17%).
YcTaHOBEHWe CBsA3el TUMna «reH-60ne3Hb» U «reH-0TBEeT» ObINo Nomny4eHo TOMbKO
Ans 1500 reHoB.



C. Elegans Humans Rice
MeTabofIM4yeckumMm NyTaAMmn Yenoseka u $83d ;g;;; ;;;g; §§§§§
' LR
MOAENbHbIX OPraHM3MOB. $3333 5”38
[10 20% reHoB 60neaHeil YenoBeka UMEIOT aHanorn  genes 20000- $5883
13,600 19500 25, 45,000

ApoxoKax, 10 60% - B HeMaTone u gposodune.

Pa3NMYHbIX OPraHN3MOB MOKa3arsn 3HAYNTENbHY )
CTPYKTYPHYHO U OYHKLMOHATNbHYHO
KOHCEPBATMBHOCTb MEXAY reHaMu U Fruit fly

[€eHOM MBI MMEET TAKOE Xe YMNCII0 reHOB, Kak N reHOM YerioBeka (99% 3TUX reHOoB
WOEHTUYHbI). OTO NO3BOMSAET NCNONb30BaTb MOAESbHbIE OopraHn3mbl On4d
beHKLI,I/IOHaJ'IbHOFO aHaln3a noTeHuunalribHbIX NeKapCTB.

CTPYKTYPHO-(PpYHKLUMOHaANbHOE CXO0ACTBO O0bLIOro KONnmyecTsa reHoB MOAENbHbIX
OpraHM3MOB M HeonpeaerneHHbIX FreHOB YernoBeKka 1 No3BoNdeT AenaTb
npeanonoXxeHnsa o PYHKLUMAX Ha OCHOBE CXOACTBA NocrnenoBaTenbHOCTEN UNn
CTPYKTYP MOSEKYI.

MoaenupoBaHue 6onesHen

[eHbl 6bonesHen, MAEHTUMULMPOBAHHbIE Y MbILLN MOTYT OblTb NEPEHECEHDBI HA FEHHYHO
KapTy Yenoseka. MOXXHO nony4yaTb MyTaHTHbIX MbILLEN C onpeaeneHHbIMN reHHbIMN
adbdeKkTamm, KOTopble MOXXHO U3y4aTb, NPOBOAMTL CKPELUMBaHUS N TECTUPOBATb
BO3MOXHble BapuaHTbl NeYeHus.



Ponb 6uouHdopmaTUku Anst MeAULUHLI

1. MpepocTaBreHne AaHHbLIX B JIErKkoAoCTYNHOM U yAOOHOM Ans paboTbl Buae:

» Pa3paboTka reHOMHbIX 6pay3epoB (NporpamMmm NpPocMoTpa) Ans AaHHbIX MO CUKBEHCY.
YnobHasa Bnayanmsaunsi Nony4vYeHHbIX AaHHbIX, AEMOHCTpaUMsa reHoMa pasHoro YpoBHS
paspeLlleHunst (0T XpOMOCOM A0 HykneoTnaoB). Hanpumep 6paysep EnsEMBL
(http://www.emsembl.org/)

* Ba3bl AaHHbIX 1 OUOGNIMOTEKN, MOTYT coaepXaTb NOMMUMO MHGOPMaLIUK O
nocnegoBaTenbHOCTAX, AaHHbIE O CTPYKTYpE N PYHKUMAX reHOB, POACTBEHHbIX reHax B
OpYyrnx opraHnamax.

apxmBHble 6a3bl AaHHbIX:GeneBank & EMBL (NepBUYHbIE NOCIeN0BaTENBHOCTH),

PDB (MpOCTpaHCTBEHHbIE CTPYKTYPbI OEMNKOB)

Kypupyemble Ba3bl AaHHbIX: Swiss- Prot (6a3a gaHHbIX, cogepxawas aMUHOKUCTIOTHLIE

nocrnenoBaTenbHOCTU OENKoB)

NHTErpupoBaHHbIE Ba3bl AaHHbIX: NCBI Entrez (0OCTYN K MHOOpPMaLUM O HYKNEOTUAHbLIX U

aMWHOKUCNOTHbIX NocrenoBaTenbHOCTAX U CTPYKTYpax)

* [NlpoekT «tAHaTOMMA reHoMa pakKa» (Cancer Genome Anatomy Project), Lilefnb KOTOPOro
cobpaTb AaHHbIE MO 3KCNPeccHn N PyHKLMOHMPOBAHUIO FEHOB Npu BCeX hopmax paka.

2. Mounck n cpaBHeHne nocrnenoBaTesribHOCTEN UM TEHOB HA OCHOBaHUM rOMOJSIOrMNn

(mnocnenoBaTenibHOCTU, SKCMPEeCcCcUmn, CTPYKTYPbI UM PYHKLUUN) ANS CO34aHUA NONMHOW

KapTWHbI YeNoBEeYECKMUX rEHOB.




Meaunko-omonornyeckne acnekTbl
akonorum yenoseka. ObLMe Bonpochl
napasntonorum (aou. Kocenkosa H.C.)



[1naH nekunu

Npeaomet napasuntonornn. MeguuuHckasa napasuTonorus.
Buotnyeckne ceasun. [Napasntnam.

B.H. B

3 ncrtopum napasurtonormn. Passnutne ote4ecTBeHHOM NapasmTonornm (ocl._

aKkororndeckoun napasutonorun:B.A. Jorene, E.H. NaBnosckun, B.H. beknemuwies.. .)

PasHble npuHUMNbI Knaccudukauum napasuTos (o0bnuraTHble, akynbTaTUBHbIE;
NOXHbIE; 3KTO- U 3HAO-; BPEMEHHbIE, MOCTOSIHHbIE)

Xo35eBa (OKOH4YaTesbHble, MPOMEXYTOYHbIE, pe3epBYyapHble; 0ba3aTernbHble,
dpakynsTaTUBHbIE, CllyHalnHble)

HBa3noHHbIe cTaanu napasuta. ICToOYHUK 3apaxeHus. [yTn pacnpocTpaHeHus.
Cnocobbl 3apaxeHuns. buorenbMuHTbI, reorefisMMHTbI, KOHTarMo3Hble refibMUHTO3bI.

B3anmooTHOLWEHNA B cCUCTEME NapasuT-xo3auH. [latoreHHble ctaguun. [latoreHHoe
genctene napasmtoB. PakTopbl yCTOMYMBOCTU K Nnapasmtam. MIMMyHHbIE MEXaHU3MbI
3awuThl . [NapasuTbl- MPOTMB UMMYHHbIX peakuuin Xo3auHa. [ enbMUHTbI U
MMMYHOMaToMNornu .

[MpupogHoo4aroBble 3abonieBaHUS.
[MpoucxoxaeHue napasntnama.
AfanTtauum K napasmtnyeckomy obpasy KuU3sHu.



CAHKT-IETEPBYPI CKAHA
FOCYIAPCTBEHHAA NDEIANATPUUECKAHA
MEINOMNHCKAA AKAIEMUA POC3APABA

KpaTkuu o4vepk
nekumn
II cemecTp

S%B.Ka(l).MeZ[\I/I’HI/IHCKOI/I
nOJ O
(HaubXKeCT) ne s
CyanennmMaHnoBH



[1TnaH naTtmn «O»:

¢ 1.00 akonornnm OcHOBHbIE NMOHATUSA

2. O npeobpasoBaHUN NPUPOOHON
cpeasbl ...

e 3. O0 n3amMeHeHun KnmmaTa
* 4, O BNUSIHK pagnaunm Ha opraHmn3m
e 5. O0 akonornyeckmx sadboneBaHNAax



[ToHATNE 00 3KONOrmn

« JKonorua — IpHcT ['ekkenb, HemM. buonor, 1869 r.(rpeu.
OWKOC — Xunuulie, gOM; NNoroc — ydeHune, Hayka)



[ToHATNE 00 3KONOrmn

* AyTaKonormsa — B3aMMOOTHOLLEHUS
oTaenbHbIX 0coben
(OpraHn3moB) C ux
OKpPY>XEeHUeM

» [lemakonorua — (nonynauuoHHag)
B3aMMOOTHOLLEHUS
nonynauum c ee
OKPYXEeHNeMm

* CMHaKonormsa — (akonornsa coobLuecTts)
B3aMMOOTHOLLEHUS

Ccoo0LLECTB OPraHN3MoB CO
cpeaou nx obutaHus



[ToHATNE 00 3KONOrmn

* bXoLeHO3bl — MHOrOBUAOBbLIE COODLLECTBA,
KOTOpble 0bpa3sytoT bnornornyeckume
MaKpocucTeMbl Boree BbICOKOro paHra

* buoreoueHo3bl —akag., CykadeB 1942 >

cCUCTeMa Unm NCTopmnYeCcKn CrioXkmBLLeecs
€eANHCTBO OMoueHo3a (pacTeHUs. XKUBOTHbIE,
M/OpraHn3mbl) U HEXXUBOM cpenbl UX
oounTaHus.




[ToHATNE 00 3KONOrmn

« JKonorunyeckas cuctema (akocmcrtema) — TeHcnu,
aHrn. 0QHOBPEMEHHO

COBOKYMHOCTb XXMUBbIX OPraHu3mMoB C UX
MecTooOuTaHuem

Axkagemuk BepHagcknimm obocHoBan NnpuUHLUUNGI
eNHEHNSA BCEr0 XXNBOIO N HEXKUBOTIO BO
BceneHHOW, 0OOUH U3 HUX « HYM OOWH BUO HE MOXET
XNTb B CO34aHHbIX UM OTXodax» (3arpa3HeHne
OKp. cpebl — 3Kororn4eckne 6onesHn)
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* 1. CucrtemaTtmnyeckoe YHUHTOXEHNE J1ECOB




O npeobpaszoBaHUM MPUPOOHON
cpensbl ...

* 2. CoKkpallueHmne mHoroobpasunsa dornopbl U3-
3a usBne4venHns H O 13 rmgponorn4eckoro
UmKna...

- Yrpo3a nc4ye3HoBeHUs BUOOB...




KpacHast KHMra — aHHOTUPOBAHHbIN
CMUCOK PeaKnx u

HaxXoOSALMXCS NOA Yrpo30M NCYE3HOBEHUS
)KMBOTHbIX, PACTEHUI N [PUOOB.

KpacHble KH1rv ObiBatOT pasnmu4yHoro
YPOBHSI — MEXAYHAPOHbIE,
HaLUMOHarbHble

N permoHarnbHble.




O npeobpasoBaHnM MPUPOOHON cpeabl

* 3. [lpouecc yHNYTOXEHUA dbayHbl
nnaHeTbl 3amMegnuncs No CpaBHEHUIO C
19 BEKOM.




HaunoHanbHbIN NAPK — 3TO TEPPUTOPUSA, rOE B LIENAX
OXpaHbl OKpyXKarLLen cpedbl orpaHM4eHa
OeATENbHOCTb YenoBekKa.

B oTnn4ymne oT 3anoBeOHMKOB, e AEATENbHOCTb
4yernoBeKa NpakTU4eCcKn NOMHOCTLIO 3anpeLleHa
(3anpeLleHbl 0X0Ta, TYPU3M MU T. 4.), Ha TEPPUTOPUIO
HaLUMOHanNbHbLIX NApPKOB OOMNYyCKaTCA TYPUCTLI, B
OrpaHn4YeHHbIX MacliTabax gornyckaeTcs
X034AUCTBEHHada OeATENbHOCTb.

3anoBeaHUK — OxXpaHseMas NpUpoaHas TepPUTOpUS,
Ha KOTOpOU (B oTnn4yMe oT 3aKa3HWUKOB) Nod OXpaHoW
HaxoguTca BECb NMPUpPoaHbIN KOMMIEKC.

3aKa3HUK — oxpaHseMas NpupoaHasl TEppUTopus, Ha
KOTOpOW (B OTNM4mMe OoT 3aNoBeOHUKOB) Noa, OXpaHou
HaxXo4uUTCHa He BeCb NPpUpOoAHbIA KOMMIEKC, a
HEKOTOpPble ero YacTu: TONMbKO pacTeHud, TONnbKO
XUBOTHbIE, MO0 NX OTAENbHbIE BUAbI, TNOO
oTAenbHble UCTOPUKO-MeMopuarnbHbIe UK
reoriormvyeckme oobeKThI.




O npeobpasoBaHnM MPUPOOHON cpeabl

* 4. AHTPOMOreHHble BbIOPOCHI B
OKpY>KaloLLLyto cpeny.




EBpona Bbibpana «3eneHble
CTOJTNUbI»

* EBpOKOMUCCHMA NoaBena NTorv CoOpeBHOBaHUA Ha
3BaHMe «caMoro 3erieHoro ropoga EBponbi», B KOTOPOM
y4yacTtBoBasim 35 esponenckmnx ropogos. OnpeneneHo,
4yTO B 2010 roay «3erneHoun CTonuuen» cTaHeT
CTOKrosibm, a B 2011 rogy 3TOT TUTYJ NepenaerT K
[ambypry.

» 3BaHWEM «CaMbln 3eneHbln ropod EBponbl» exerogqHo
HarpaxgarT ropofa, B KOTOPbIX OCOOY0 ponb OTAatoT
3aLlunTe OKpyXaroLlen cpenbl, NoBbILAaa TeM caMbiM
YPOBEHb XXN3HWN rOpOXKaH.



AHTpOMoreHHble BbIOPOCH

\/
3arp;|3|-|e|-w|e

3arpssHeHue
aTMmocdepbl
s =

XNMUNYeCKo PaANOaKTUBH XUMUYECKOe
e oe paavoakTUBHOE




OO0 nameHeHuu KnnmarTa. ..

2. TouKa 3peHusa cneynanmcroB!

* Temnepatypa Ha 3emMrie MOCTOAHHO
nagaeT, T.K. 3eMNnA yaanseTca OT ConHua
(cHuxeHue YOP). Hepes 500 MnH. net
HOBbIN JlegHMKOBbLIU Nepuoa

e Ha 3TOM NyTN K NOXONO4aHNIO — BOSHbI
OTHOCUTENbHOIro NOXononaHus u
nortenneHus. Camoe BbICOKOE
norensfieHue ObINIO 6 ThIC. NeT Ha3aa, 1
TbiC. NeT Ha3apg NpeHnNaHaouAa Obina
3efleHoOU cTpaHoun, B Havyane XX Beka
oTMevasriocb ObICTPOe noTenrfeHue.



[lencteue pagmnaymm Ha opraHnsm

YeJ10BEKa
Obwmnmn oH
EcTecTBeHHbIN QOH [ononHuTensHoe
. 40% peHTreHoBcKasa annapaTtypa
(KocMu4eckoe B MeauuunHe (ne4vyeHmne u
n3ny4vyexHue, pagnaund ONarHoCTuKa)

3emMnu, pafoH, pacnaj 2% LuBeTHoe TV...

PagnNO0aKTUBHbLIX 3J1-0B 2% paMOaKTUBH. OCaZKM Npu
B NTOPHbIX NMOpo4ax, B A0EepHbIX B3pbiBaXx

Hallem opraHmname) 0.2% AQC 1 anepHble OTXOAbI

EcT. POH HeyCcTpaHuUM

HeobxoaoMmo YMEeHbLLWUTb




[lenctBue pagnaumnm Ha opraHm3m 4YernoBeka

JleTanbHblie 0O3bl
* 100 rpauv — NeT. Ucxo Yepes HECK. YacoB, AHEN

(LHC)
* 10-50 rpavt — KPOBOUINMUAHUSA XKKT, OTEK
roOfTIOBHOro mo3ra rmbesnb 4epes 1-2 Heaenu

* 3-5 rpau paspyLueHme K. KpaCcHOro KOCTH.
Mo3ra, rmbens B 50% cny4aeB 4yepes 1-2 Mec.



[lenctBue pagnaumnm Ha opraHm3m 4YernoBeka

« Hanbonee ya3BuUMbI K. KpaCHOIo KOCTH. MO3ra , HO
pereHepauus...

* PenpoaykTtuBHble opraHbl (0.1 rpasi obny4vyeHune
CEMEHHMKOB- BPEM. CTEPUNBHOCTb, > 2 rP34 NOCT.
CTEPUNBHOCTb; SINMHUKU MEHEE YYBCTBUTESNbHbI > 3
rpas — CTEPUNbHOCTb, >>003bl NPU APOOHOM
00rny4YeHnn He OKasbIBalOT BIUSHUA HA OETOPOAHYIO

doyHKUMIO.)
* YA3BUM XpycCTarnuk, B NOrmMoLunx K. NOMyTHEHNE
TAXenble PopMbl KaTapakTbl, NOTEPSA 3peHUA.(2-5 rpas)



[lenctBue pagnaumnm Ha opraHm3m 4YernoBeka

Boagencrteune komnnekca paktopos pagnaunoHHOU
aBapuun npueeno K opmMmMpoBaHUID HEYCTOUYMBOIO
COCT. reHOMa Y XEeHLUWH - NTMKBUOAaTOPOB
KaTacTpodbl (MPOABMIOCE B BLICOKOU YacToTe
XPOMOCOMHbIV abeppauunn). Y nx getemn BbicC.
KaHLEepOreHHbIN PUCK — NTENKO3bI.



[ 1naH nekuwuwu Il

1. PacteHnsa kak anemMeHT
JKOJTOrM4Yeckon cuctemsl

2. BBegeHne B UTOTOKCUKOSOTUIO

3. KnnHnyeckaa knaccugpukayms
PACTEHUIN, OMacHbIX ANA 300POBbLA




PacTeHnsa Kak anemMeHT 3Konorm4eckou
CUCTEeMbl

duTolaKONOrng

* VICTOYHUMK Kcnopoaa anga BCex
a3pPODOHbIX POPM XKNIHU

* AICTOYHUK Bromacchl (aKKyMynupyeT u
TpaHCPOPMUPYET CONHEYHYIO JHEpT.)

* /iIcTo4HMK nckonaemoro PHEC
SHEepPreTM4YecKoro TONNMBa s




PacTeHunsa B >XU3HW YernoBekKka

* [lnweBble ( )
* MacnunyHble

« KopmoBble

* COpHble

* /ICTOYHMK MCKOMaemoro
9HepreTn4yeckoro Tonnmea



PacTeHnsa Kak anemMeHT 3Konorm4eckou
CUCTEMbI

dutoakonormng

* NOrnoLwakoT Nbifb

* MOrNoLWwarT LWyMbl

» MornowaioT paguoHyKnuabl | =
(KaHLUEeporeHh.l)

 BoccTtaHoBUTENBHAA MeanumnHa
(apomaTtepanusa, PUTOHLUALI,
9CTETUYECKNN (PaKTOP)




PacTeHnsa Kak anemMeHT 3Konorm4eckou
CUCTEMbI

 [1Ba HanpaBneHna B MeguumHe CBA3
C pacTeHnsaMun — uctodHmkamm bAB |

* UTOTEPANUS
* PUTOTOKCUKONOINA



BBeaneHne B PUTOTOKCUKOMOTUIO

3aKOHOMEPHOCTMW:

* TOKCUYHOCTb yBenuymeaeTcd K 1ry (Conium
maculatum)

* TOKCMYHOCTb CHUXKAETCS B KYIbType
(Aconitum spp.)

* InHamuka HakonneHns BAB B pasnnyHbIX
opraHax (Cicuta virosa)



BBeaneHne B PUTOTOKCUKOMOTUIO

Ce3oHHasa anHamuka HakonneHus bAB

* [lyT NpOHUKHOBEHNA PUTOTOKCUKAHTOB
* - Per os —anumeHTapHbIn (XKKT)

* - KOHTaKTHbIN - Yepe3d KOXY

* - ASpPOreHHbIN - Npu BAbIXaHUN



Cnocobbl oTpaBneHUs

« CnyyaunHble
* [lepenosnpoBka JI1C
* YMbILUNEHHbIE

« OTpaBneHna geTen B nocrnegHue roabl
— 00 20% OT BCex OTpaBneHnn

« HeocBeaOMIEHHOCTb AEeTEU U
B3POCIbIX...

 [leTn B ycrnioBusax 6onbLUoro ropoaa...



HacTtoTta BCTpe4yaemMoCcTH

W JowKoAnbHbIM BO3pacT (Yalle 5-6 neT)

M LLKoabHUKKM (20 % - 11 neT)




OTpaBneHus

v

OauHOYHbIE 54 %

B Ma/IbuYUKK

I 0eBOYKU

NpynnoBbie46 % .
[0




BBeaneHne B PUTOTOKCUKOMOTUIO

KnnHuyeckaa knaccudpunkauma pacteHun,
onacHbIX Afsl 340POBbA:

e CaTPONMHOBLIM AENCTBUEM

e Bnusirowme Ha LLIHC

e pnuawowme Ha CCC

e C HUKOTMHOMNOAOOHbLIM AeUCTBUEM

° C pasgpaxaroLwmm 4eCTBMEM Ha KOXY U
CIIN3UCTbIE

* BJimsdsouwue Ha TKaHeBOé AbiXaHue
* NMpoYyiune pacCTteHus
* Bbi3biBaouwue nosisimHO3bI



