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CopeprkaHue

BeBeaeHue B npegMmer.
NcTopmAa pa3BUTHUA FrEHETUKU YesioBEKA
MecTo reHeTMKU B MpaKTUYECKOM MeAULMHE.

3apo>|<p,eHl4e y4yeH1A O Hac/1e4ACTBEHHOCTU
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MpeaMeT U 3aJa4M MeAULMHCKOM reHeTHMKKU. Hacne cTBEHHOCTb U
M3MEHYMBOCTb

[MoHATHE MG,D,IALIMHCKOIZ reHeTMKMn U OCHOBHbIE MOJ1I0KEHUA

v
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3aJa4M MeaAULMHCKOM FreHETUKM

KoHTpOo/IbHbIE BOMPOCHI MO TEME




BeedeHue e npedmem
3a HenonHbix 100 net

nocre BTOPUYHOIo OTKPbITUS
3akoHoB [.MeHOersis
reHeTuKa npowuna nyTb oT
NOHUMaHUA 3aKOHOB
HacneacTBEHHOCTU U
N3MEHUYMBOCTU Yepes
9KCnepuMeHTanbHoe
HakonneHne gakToB K
MOJTEKYIIAPHO-
bronornyeckomy NOHUMaHUIO
CYLLIHOCTU reHa, ero

CTPYKTYPbI U OYHKLMN.




OT TEOPETUYECKNX MOCTPOEHUN O reHe

Kak abcmpakmHyou eOuHUUe
HacriedcmeeHHOCMU - K MOHUMaHUIo ero
MaTepuaribHOM Npupoadbl Kak pparmeHTa
morekynbl OHK, 0o krnoHmpoBaHus
NHAMBUAYAlbHLIX FEHOB,

co3gaHus NoapoOHbIX rEHETUYECKUX KapT
YeroBeKa, XXUBOTHbIX,

naoeHTuduKkaumm reHoB, MyTauum KOToOpbIX
COMPSKEHbI C TSHXKENbIMU HAacNeaCTBEHHbIMU
Hegyramu,

pa3paboTkn Mmemooos

buomexHoroauu n 2eHHOU UHXeHepuu,
NO3BONSAOLWNX HANpPaBiEHHO MosyyaTb
opraHn3mbl ¢ 3agaHHbIMW HacneaCcTBEHHbIMU
Npu3HaKamu,

a Takke NpoBOAUTb HarnpaBneHHY KOPPEKLMIO
MYTaHTHbIX FEHOB YerioBeKka, TO eCTb
reHoTepanuio HacneacTBEHHbIX 3aboneBaHUM.




2. Mecmo 2eHemuku e npakmu4eckKou
MelduyuHe

F'eHemuka- 370 Hayka O Hacie4CTBEHHOCTU
N N3MEHYMBOCTN OPraHM3mMoB, OHa
pacKpbIBAET CYLLHOCTb TOro, Kakum obpasom
Kaxkaasi KmBasi popma Bocnpomn3BoguT cebds
B CIieyroLeM NOKOSIEHUN, N KaK B 3TUX
YCNOBUAX BO3HUKAKOT HacneacTBeHHbIe
N3MEHEHUS, KOTOpble NepeanarTCs
NOTOMKaM, y4acTBYys B fpoLieccax
9BOSOLUNN U CENEKUNN.

[TpegmMeToM reHETUKM YeroBeKa CryXnuT
N3yvyeHue serieHul HacredcmeeHHoCmuU v
N3MEHYMBOCTU Yy YeroBeKka Ha BCeX YPOBHAX
ero opraHmsaumn n CcyLLLeCcTBOBaHUA:
MOJTIEKYNSPHOM,

KINEeTOYHOM, OpraHM3MeHHOM,
NoNynsuMOHHOM, BMOXPOHONOIMYECKOM,

OMoreoXMMm4ecKkom.




HacnencTtBeHHOCTb
KaK CBOMCTBO BCEX
OpPraHM3mMoB
NHTEpecoBana
nogen ¢ ApeBHUX
BPEMEH.

Ho Tonbko B 198
3TO ABMEeHne crtanm
OOBbEKTUBHO
n3yyatb.




3apoxx0eHue y4YeHUsi O
HacsiedcmeeHHocmu
Y4yeHue o
HacsiedcmeeHHOCMU YerioBeka
3apoxganocb B Heagpax MeauuuHbl U3
AIMMNUPUYECKUX HABMOOEHUIN CEMENHBIX
N BPOXAEHHbIX DOnesHen.

B XVIlI- XIX Bekax nogBnnuchb
oTaenbHble paboTbl O 3HAYEHUU
HacneacTBEHHOCTUN B NPOUCXOXKOEHUMN
oonesHen.

[Mbep Jlym Mopo oe MonepTtion B
1750 r. onucan,

4YTO nonnudakmursiusi MOXeT
nepegaBaTbCsi MO ayTOCOMHO-
OOMUHAHTHOMY TMNy rodbiM N3
poauTenen.




B Hayane XIX Beka npwu
nccriegoBaHum psaaa
POAOCMNOBHbIX, B KOTOPbIX
BCTpeYyanucb nuua,
cTpajatoLime reMmounmen,
ObINN BbISBNEHbLI HEKOTOPbLIE
3aKOHOMEPHOCTH
HacrnegoBaHUA 3TOU 6oNesHMu.

Bo BTopon nonosuHe XIX
BeKa NOHSATUE O
NaTonorn4eckomn
HacneagCcTBEHHOCTN Y
YyernoBeka yTBepausrocs, u
ObINIO MPUHATO MHOTMMMU
Bpa4YeOHbIMM LLKONaMMW.
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[TpeanocbInikn pa3BuTUA Y4EHUS O
HacrneacTBeHHOCTUN Yyenoseka
BbITEKANM U3 BMONOrnyecknx
OTKPbITUM:

KIeTo4YHon Teopun (Teodop LllsaHH),
OookasaTenbCcTBa KIeTo4YHOou
npeemMcTBeHHOCTU (Pydoribgh
Bupxos),

ohopmMmneHun ngen obd OHTO - n
dounoreHese,

Teopun ecTecTBeHHOro otbopa u
bopbObI 3a cyuwecTBoBaHue (Yapribs
LapsuH).

Kpome Toro, nsyyeHme npuymH
3aboneBaHna cTano rmaBHbIM
HanpasrieHMeM B MEONLMHCKOM
HayKe.




N3ydeHne namosnoau4vyeckux
CUMMTOMOB CMEHMUIIOCH
nsyyeHmnem dopm
6osie3HEHHbIX NPOLIECCOB,
KOTOpPbl€ MOXXHO ObINo
npocnexmBaTb B PpO4OCITIOBHbIX
KaK oTAenbHbIe PopMbl.

HecmoTpsi Ha SIBHbIE YyCNEXU, B
uenom B XIX Beke yyeHune o
HacrnencTBEeHHbIX DoNe3Hsx
cogepxarno eLle MHOro
NPOTUBOPEYNN.

OTOT Nepmod MOXHO

Ha3BaTb QOMeHOesIe8CKUM.




MeHndenesckut nepuod .
[MepeoTkpbITUE 3akoHOB MeHaens B
1900 r. 4ano HOBbIN TOMNMYOK
Pa3BUTUIO MEAULIMHCKOW rEHETUKM.

HacnedcmeeHHOCMb Kak
amuorioaudeckul gpakmop 6one3Hu
NPOYHO BOLUA B MEOULIMHY.

B nepsble gecatnnetns XX Beka
pOSb HacrneacTBEHHOCTU B
doopmMunpoBaHnM nosegeHnd
yenoBeKka 1 HacrnegcTBEHHOM
OTArOLEHHOCTN HaceneHma dbina
Oaxke CyLleCTBEHHO npeyBenuyeHa.




KoHuenuus ebipoxdeHusi cemel ¢
HacrneagcTBEHHOW NaTonornen ctana
BeayLlen anst o0bLACHEHUS
OTAroLweHHoCcTU obLecTsa
NOTOMCTBOM Takmx OOnbHbIX.
[lnarHo3 HacneacTBeHHOW 6onesHu
cuuTancs npuroBopom 601LHOMY 1 ero
CeMbe.

Ha aTton nouBe cdopmMmnpoBaroch
HarnpasrieHue (Unu gaxe Hayka) ob
yny4LeHUn Nopoabl YeroBeka -
eB82€eHUKa.

Llenbio eBreHn4Yeckoro ABmxeHus
cTario ocBoboxaeHue 4yenoseyecTBa
OT NNL, C HacneaCcTBEHHOW NaTtonornen
NyTEM HACUIbCTBEHHOW CTepMnusaumm
N OrpaHnYeHnsa penpoayKTUBHON
cBoOoOAblI.




B uenom eBreHuka coirpana
oTpuuaTtenbHy Porb B pa3BUTUK
reHeTUKN N MeanKko-
buonorndeckom Hayku.

B Halwlen cTpaHe meguumnHcKas
reHeTmKa ycrneLuHo pa3BuBanach B
20-30-x rogax.

B 1921 r. HO. A. dununyeHko
opraHu3oBasn Olpo Mo eBreHnKe
npu Poccunckom AkagemMmunm Hayk,
BNOCeaCTBUMN peopraHM30BaHHOE
B TabopaTtoputo reHETUKH,
ctaBLlyto B 1933 I. MHCTUTYTOM
reHeTMKN, KOTOpbIN BO3rnasun H.
. Basurios.




OrpomHas pornb B pa3BuTum
MeOMLMHCKOro HanpaBneHusi B reHeTUKe
NPUHAONEXUT OCHOBOMOSOXHUKY
KnnHn4veckon reHetukn C. H.
LlasudeHkog8y 04HOBPEMEHHO reHETUKY U
HeBponaTornory.

Hapsigy ¢ orpoMHbIM BKIaaoMm B
N3ydYeHne reHeTUKN HepPBHLIX DOSIe3HEN OH
Ha HEeCKONbKO AeCATUNETIA onpeaennn
pa3paboTKky obLiereHeTUYeCKnx npobrem.

OH nepBbIM B MUpPE MOCTaBunI1 BONPOC O
HeobXxoQMMOCTU COCTaBeHNS KaTanora
reHOB 4YerioBeka, chopmMynmnpoBan NoHATUE
0 2eHemu4eckou
2emepo2eHHOCMuU HacneaCTBEHHbIX
bone3Hen, opraHnsoBan Meauko-
FEHETUYECKYHO KOHCYNbTauuto.




C 1930-1937 rr. MmegmnumHckas
reHeTMKa pasBuBanach B
Meaunko-dbuonornyeckom
NHCTUTYTE.

OpHako B nepuon CTarnHCKUX
penpeccun reHeTmka obina
obbaBneHa "nmxeHaykon".

[eHeTn4ecKkne nccrnenoBaHma y
Hac B CTpaHe BO30OHOBUMUCH
TONbKO B Hayane 60-x rogos.

[1pn aTOM B MMpe, Ha4YnHasa C
950-x rogoB XX Beka, HacTynaer
Hanbornee BypHbIN Nepuoa
Pa3BUTUA FrEHETUKU YernoBeKa.




B 1959 r. Obina

OTKpbITa XpOMOCOMHas npupoaa
oone3Hen, n yumoz2eHemuka Ha
HEeCKOMbKO NEeT cTana BeayLium
HanpaBfieHNEM.

B aTtoT nepuon
cdopmMmmpoBanach KrnHu4eckas
reHeTUKa Kak pesynsraT
CINUSHUSA LUUTOTEHETUKMN,
MeHOEeNEeBCKON NrEHETUKU U
OUOXMMUNYECKOW FrEHETUKN, a
YyernoBekK cTan rMaBHbIM
OOBbEKTOM ODLLEreHeETUYECKUX
nccrnegoBaHUN.




llpedmMem u 3adayqu
MeOuUyUuHCKoU
2eHemukKu

[eHemuka (genesis —
NPONCXOXOEHNE) —
Hayka, nsyJatouias
SABrEeHNS
HacneaCcTBEHHOCTU U
N3MEHYNBOCTU
opraHu3ma 4yenoBeka Ha
BCEX YPOBHSX €ro
opraHmsauum.




HacnegcTtBEHHOCTbL — CBOUCTBO
opraHmama noBTOPATL B psay
NOKOSIEHUW CXOOHbIE MPU3HAaKWU, TUMbI
obMeHa BeLlecTB U nHaMBuayanbHoe
pasBuUTUE, T.e. NPOM3BOAUTL cebe
NOOOOHbIX.

[1pn 3TOM HAacneacTBEHHOCTb
O3Ha4yaeT He NOMHoe NOBTOPEHNE
poauTeNbCKMUX ocoben, a nuilb nX
YypesBbl4anHOEe CXOACTBO Mexay
coboun n oTnnyme oT MHAUBUOOB,
npuHagnexawmnx K gpyrum 65mskmm
ovonorn4eckum MHaMBMAAM.




HacnencreeHHOCTH
conyTcTByeT peHOMeH
N3MEHYMBOCTL - SBIIEHUE,
oTpaxaroLlee
nHauBMayanbHble, CEMENHbIE U
NHbIE Pasnuyns Mexay
ocobsaMmM ogHOro Buaa,
briarogapsi KOTOPbIM Y
NOTOMCTBA MNOSABMSAKTCA HOBbLIE
Npu3HaKku, obecneymsatome
€eCTECTBEHHbIN OTOOP.

B coBokynHOCTU
HacneacTBEHHOCTb U
N3MEHYMBOCTb XXUBbIX
OpraHNM3MoB COCTaBIIAIOT
npeaMeT N3y4EeHUsI TEHETUKN.




[eHeTuKa He TONMbKO M3y4yaeT 3aKOHOMEPHOCTH
HacneaCcTBEHHOCTU U N3MEHYMBOCTM Y YeroBeka, HO
N CTPEMUTCH HaNTU cnocoObl yNpaBnsaTb UMM,

[eHeTuKa npoLuna HECKOJIbKO 3TaloB, B pe3yribraTte
4Yyero noABuUIIMCb CoBpeMEHHbIE KITaCCU4YEeCKUe
3HaHNA O TeHETNYECKNX OCHOBaX XMNBOIO OpraHnM3ma.

[€eHEeTUKY MOXHO cUUTaTb TEOPETUYECKUM
doyHOAMEHTOM COBPEMEHHON MEONLIMHCKOW HayKW.
[eHeTnKa 3aHMMaEeT NMMOUPYIOLLY POSib B
dyHOamMeHTanbHon Guonorun.

Hapsiay ¢ dpusnonoruen, bnoxmmmen, mopdornormen.
[loCTXXeHNs NpakTUYeCKOU reHETUKU BHEOPSOTCH B
eXXeHEBHYI0 paboTy npakTUyeckon MeanLmnHbI. 20






MeduuyuHckasi 2eHemuka n3y4yaeT
ponb HacneacTBEHHOCTM B NaTONOrum
YyernoBeka, 3aKOHOMEPHOCTU Nnepeaayn
OT MNOKONEeHUSA NOKONEHUIO
HacneaCcTBEeHHbIX Done3Hen, a Takke
paspabaTbiBaeT MeToAbl ANAarHOCTUKM,
neyeHnst n NPoMUNaKkTUKK
HacnegcTBEHHOW MaTosiornn, B TOM
ymncne n 6onesHen ¢ HacrieocmeeHHoU
rpeopacriofnioXeHHocmbio, 00beanNHAS,
Takum obpasom, MeaNLIMHCKNE U
reHeTU4YecKne OTKPbITUS N OOCTUXKEHUS
ana 6opbbbl ¢ HEQYramu.




5.[lpuknadHbIM pa3desiom MIT
siesisiemcsi KJIUHUYeCKasi 2eHemukKa.

KnuHu4yeckass 2eHemuka -
npuknagHou pasgen MeanuuHCKOW
reHETUKU, B KOTOPOM LOCTUXKEHUS
nocnegHen NPUMEHSATCA ONA peLleHns
KIMMHUYECKMX NpobsieMm y nauneHToB
NN B UX CEMbSIX.

OHa n3y4aet posib HacneacTBEHHbIX
JbaKTOpOB B BO3HMKHOBEHUM
NaToONMoOrM4ecknx CUMNTOMOB U
NPU3HaAKOB B OpraHn3mMe 4YenoBeka,
3aKOHOMEPHOCTU Nepeaayn
HacrneacTBeHHbIX BoNesHen, a Takxe
OonesHen ¢ HacnegcTBeHHON
npeapacnonoXeHHOCTbHO.




[locTxeHns meguumHbl U
MI" HanpaBneHbl Ha 6opbLOY
c bone3HAMU N Ha
yrnyJllueHue 300poBbs
noaen.

BaxHeunwen 3agadyen Ml
ABNSETCA U3yveHne
npoLieccoB
JYHKLUMOHNPOBAHNSA
opraHu3ma.

[loCT>KeHnsa B reHeTuKke
obycnoBneHbl aHannM3om
3aKOHOB Npupoabl U TUMNOM
HacnegoBaHUA
MYTaUNOHHbLIX N3MEHEHUN Y
YyerioBeka.




OcHOBHbIe NMos1o)KeHUs1
MeOUUUHCKOU 2eHemukKu:
HacnenctBeHHble 60ne3Hun
BO3HMKAIOT B pesynsrarte obLien
HacneaCcTBEHHON M3MEHYNBOCTU
yenoseka. [lonynsauun yenoseka
OTAroWEHbI OFPOMHbBIM rPy30M
MyTaLuumn
B pa3suTtun HacnegcTtBeHHOU
naTonorMm UrpaeT pPosib reHOTUM
N BHELLHSAA cpeaa
HacrnencTtBeHHOCTb
COBPEMEHHOr0 YernoBeka
OTSAroLleHa HaKonneHnem
NaToONOrMYyecKnx MmyTtaumin B
npoLecce 3BOSIOLUN N BHOBb
BO3HUKLLMMMW HAcNeacTBEHHbIMM
N3MEHEHUAMMN B NONOBbIX
KrneTkax




Pe3ko nameHunacb cpega obmntanms
4yenoseka, nnaHnpoBaHMUe CeEMbU K
rpaHunLbl bpakos.

YenoBek cTankmBaeTcs C HOBbIMU
YCIOBUAMU Cpeabl, UCMNbITbIBAET HArpy3Ku
coumanbHOro 1 3KonNornm4eckoro
XapakTep.

YBenu4mnucb macwtadbl Murpaymu,
pacLUMPUNCs Kpyr noTeHunanbHbIX
napTHEPOB

CoBpemeHHasa Ml obnagaet 6bonbLwmMmMm
BO3MOXXHOCTAMU B [13, npodunaktmnke u
ne4vyeHnn HacrneacTBeEHHOM NaTonoruu,
OCHOBbIBasACb Ha AAHHbIX LUUTOrEHETUKMN,
BNOXMMNYECKON FTEHETUKN, KITMHNYECKON U
MOJIEKYITAPHON FTEHETUKN, a T.X.
nonynAauMOHHON N 3KOSTOrMYeCcKon
FEHETUKM.




MeoduuyuHckas
2eHemuka eKJsiro4yaem 8
cebs:

MMMYyHOreHeTunky
[eHeTnKy OHTOreHesa
OHKOreHeTuKy

HenporeHeTunky

OdpranbMoreHeTuky u
Ap.




BbisgiBneHo, B Te4eHune
XWU3HM YyenoBeka NPUMepPHO
y 70% nogen npoaBnsaroTCs
T€ UMW UHblE
HacnenCcTBEHHbIE
3aboneBaHus.

C HacneacTtBeHHbIMU U
BPOXXOAEHHbIMU
3aboneBaHnaMU
poxaarotca okorno 5%
neTeun.

Na3BecTHO 6ornee 10 000
HacneaCcTBEeHHbIX
NPU3HAKOB, MOMOBUHY U3
KOTOPbIX COCTaBNAIOT
HacrnengcTBeHHble bonesHn.




Takum obpasom, y
OonbLUMHCTBA
noaen B TedeHne
XXU3HU NMPOABNSAETCS
XoTs Obl 1
reHeTU4Yeckm
obycrnoBneHHoe
OTKIOHEHne oT
HOPMbI, CHUXatoLLee
PaboToCnoCcoObHOCTb
7
NPOAOIMKUTENBHOCTb
XN3HW YernoBeka.




Hawnbonee BaXXHbIMW HanpasfieHNaM B
nccnegoBaHUAX CHUTAKOTCA U3yYeHue
MOJIEKYNSPHOWN NPUPOaLlI FEHETUYECKNX
N3MEHEHWNIN, aHann3 Nx 3aKOHOMEPHOCTEMWN,
oLleHKa NX pacnpoCcTpaHeHHOCTU, U3yYyeHue
POMKN MyTareHHbIX PakTOPOB OKPYKatoLLen
cpeasbl.

NHTEHCUBHOE U3y4yeHMe HacneacTBEeHHbIX
bornesHen ysenunumno nx ymcno go 10 000
(Tonbko B 1966r Obino nsydeHo 1500 HB).
[Ona 6onee 3900 13 aTUX Hegyros n3y4deHa
fokanusaumnst MyTaHTHbIX FreHOB B XpOMOCOMax Ut
npoBeaeH MOSIEKYNAPHbIN aHanus.

OTN OOCTUXKEHNS NErnu B OCHOBY pa3paboTku
HOBbIX MeTo4oB [1S, npodnnakTnku u
reHoTepanuu HacrneacTBeHHbIX OonesHen.







6.3adavyu u HanpaeJsieHus!
MeOUUUHCKOU 2eHemuKu:

3ydyeHne ponu reHeTUYeCKNX N BHELLIHUX
doaKTOpOB B pa3BUTUN HacreacTBEHHOW
naTosiormu, a Tak XXe xapakrepa
HacrnegoBaHUst U NPOSIBIIEHUS
NaToONIOrMYECKMNX reHOB

N3y4yeHne monekynapHon npupoasl
reHeETUYECKMX N3MEHEHNU U aHanu3a
3aKOHOMEPHOCTEN UX HacrneaoBaHug
3y4yeHne xapakTtepa HacrnegcTtBeHHOU
NaToONIOrMn Ha KNeTo4YHOM, MOJEKYITAPHOM,
OopraHM3mMeHHOM U NOoNynNsAuMOHHOM
YPOBHSAX

Pa3paboTtka cuctematukm, [13 un
npodomnnakTukn H3




BoiasneHune pacnpoctpaHeHuns Hb un
BI1P.

OueHKa nx B pasnnyHbIX Nonynsaumsax
YyenoBekKa

BbiaBneHne myTareHHbIX oakTopoB
BHELLHEN cpeabl U pa3paboTka nx
HeUuTpanusauum
CoBepLieHCTBOBaHNE METO0B
reHHOW NHXEeHepUn C LEenbio
reHoTepanmn 1 Nony4vyeHmnst HoBbIX
NeKapCTBEHHbIX BELLECTB

LLiInpokoe n noBcemecTHoe
npumeHeHne MK

Pa3Butmne metogos
NPEeKOHUENLMNOHHOW NPOMUIaKTUKN U
npeHaTanibHOW ANarHOCTUKN.




vvywvyy

vvvyvVvyy

KoHmposibHble sonpochl:

/larTe NoHATUE FrEHETUKM.
Ha3oBMTE OCHOBHbIE MOJIOXKEHMS MEAMLMHCKOM FreHeT
B yeM cyTb HacneACTBEHHOCTM U M3MEHYUBOCTMH?

YTo Takoe HacneaCTBEHHbIE B0E3HM C TOYKM 3pEHUS
3BOIIOLMM?

HasoBuTe JOCTUXEHUA MEIMLMHCKOMN FE€HETUKM.
Ha3oBuTe npuMepbl 3HaYEHUA MEAMLIMHCKOM FrEHETUKM.
Y10 M3yYyaeT MeaULMHCKaA reHeTMKa?

KakoBa cBsi3b C APYrMMMU AUCLMIIIMHAMM?

Y10 ABNSETCS 06BEKTOM M3YYEHMS KJIMHUYECKOM rEHETH






	Автор: Кириченко Юлия Павловна �ГБПОУ Республики Саха (Якутия)�«Нерюнгринский медицинский колледж»
	Содержание 
	Слайд номер 3
	Слайд номер 4
	Слайд номер 5
	Слайд номер 6
	Слайд номер 7
	Слайд номер 8
	Слайд номер 9
	Слайд номер 10
	Слайд номер 11
	Слайд номер 12
	Слайд номер 13
	Слайд номер 14
	Слайд номер 15
	Слайд номер 16
	Слайд номер 17
	Слайд номер 18
	Слайд номер 19
	Слайд номер 20
	Слайд номер 21
	Слайд номер 22
	Слайд номер 23
	Слайд номер 24
	Слайд номер 25
	Слайд номер 26
	Слайд номер 27
	Слайд номер 28
	Слайд номер 29
	Слайд номер 30
	Слайд номер 31
	Слайд номер 32
	Слайд номер 33
	Слайд номер 34
	Слайд номер 35

