[eHemukKa

yenoBeKa:
HacnegcmBeHHOCMb
, PA3HOO6pPA3Ue

U 3gopoBbe

Kak JHK dopMupyeT npmnsHaku,
OONE3HM 1 HAaCNeaCTBEHHbIe
PA3INYUS YESIOBEKA.




[ToyeMy reHemMuKa
YyesioBekKa cmana
K/o4yeBoU HAyKou

[locne pacwmndpoBkm CTpykTypbl OIHK reHeTrka obbegmHmna
61onorno U MeguumHy. CerogHst oHa noMoraeT OObACHATb
Hac/1egoBaHME MPU3HAKOB, HAXOAUTb NPUYMHbBI 6ONE3HEN

M OLUEHMBATb PUCKK 019 Ye/I0BEKA N CEMbMU.



AHK, reHbl U XPOMOCOMbI KOK OCHOBQO
HaclnegcmBeHHOCMU

AHK xpaHnT nnpopmauumio

Monekyna JHK 3anucbiBaeT
HacNeOCTBEHHbIE CBEOEHUS C MOMOLLbIO
YETbIPEX HYKNEOTNAOB.

lIX nocnepoBaTeslbHOCTb OMNPeaenserT,
Kakmne 6enkn n PHK éyayT
CUHTE3MPOBATLCH B K/1ETKE,

HacnepoBaHue oT poauteneu

[Tpy ONIOAOTBOPEHNMN PEBEHOK NONyYaeT
NO O4HOW KOMUU KaXaOoM XPOMOCOMb

OT MaTepu 1 oTua. [loaToMy
HacnenCcTBeHHbIE NPU3HAaKK
POPMUPYIOTCH KaK pesy/ibTaT CodeTaHs
[OBYX reHeTUYeCKMxX HabopOB.

eH — egnHULA HacnepoBaHUA

[eH npencTtaBnsgeT cobom yyactok [NHK,

B KOTOPOM COOEPXKUTCA MHCTPYKLMS
015 CMHTEe3a benka

N QYHKUMOHAIbHOM Moneky bl PHK.
IMEHHO reHbl HanpPsAMYyto CBS3aHbl

C Npwv3HaKaMm opraHmama.

XpoMmocombl ynakoBbiBaoT HK

Y yenoBeka 46 XpOMOCOM,
O6bedMHEHHDbIX B 23 napbl. [1BaguaTb
[Be napbl ABAFIOTCS ayTOCOMaMW,

a oflHa napa onpenendeT non

N COOEPXUT MOJSI0OBblE XPOMOCOMbI.

BapuaHTbl onpepensaioT pa3Hoo6pasue

Paznunumng B nocnegoBatesnbHocTy OHK
CO30al0T MHAOMBMAOYAIbHblIE OCOBEHHOCTU
nogen. Jaxe HebonblUne M3MEeHEeHUS

B reHax MOryT MEHSATb BHELLHWIN BU, OOMEH
BELWECTB U1 MPeapacnoioXXEHHOCTb

K 3aDb0NeBaHUNAM.




B K/iemkKe
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fApo KneTKu

OcHoBHag 4YacTb AHK
cocpefoToYveHa B a4pe M HaxoamTcs
TaM B KOMMaKTHOW ¢popMe. Takas
yMaKOBKa NMO3BOAET XPaHUTb
OrPOMHbIN O6BEM MHPOPMaLNK

M TOYHO NepenaBaTb ero

NPV OeneHnn KNeTKu.

()
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MutoxoHgpuanbHasa JHK

Hebonbluas 4acTb HaCNe4CTBEHHOM
MHPOPMaLMKM PACMONOXKEHA

B MUTOXOHAPUSX. OHA NnepepnaeTtcs
NPEeNMYLLLIECTBEHHO MO MAaTEPWHCKOW
JIMHWW, YTO BaXKHO AN N3YyHEHUS
CEeMENHOro NPOMCXoXXOeHUS.

[ge Haxogumcs reHemu4yeckul Mmamepuan
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XpoMaThH U XpOMOCOMDI

B 06blYHOM cocTodaHMM [IHK cBa3aHa
C 6enkaMm 1 obpasyeT XPOMaTUH.
[lepen oeneHmnem kneTka ynnoTHaeT
€ero B XPOMOCOMbI, KOTOPblEe XOPOLLO
PA3NNUYUMbI NOL MUKPOCKOMOM,

() ()
. (S) -

YTO nokasaTb Ha pUCYHKe

[na HarnagHoOCTM YMECTHbI 9400,
oBonHaga cnupanb OHK, xpoMocoMa
N MUTOXOHOPWA. BMecTe oHuK
NoKasblBaloT, Fade 1 B KAKOM BMAE
XPAaHUTCHA reHeTnyeckas
MHPOopPMaLMS.
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YpOBHU OpraHuU3dLluu reHemu4yeckou
uHdbopManpUuu - s

|| NocnepgoBarensHOCTL YPOBHEI]

[locnenoBaTeNbHOCTb MOKA3bIBAET, 60
KakK MOJEKYNAPHbIE M3BMEHEHUS MOTYT |
3aTPOHYTb LieNbli OpraHnaMm 5.5
N MPOSIBUTBCH B GEHOTUNME. 5.0

45 |
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1.0 o
Hykneotung [eH Xpomocoma [eHOM INpusHak 3aboneBaHune

YeM Bbllle YPOBEHb OpraHmM3aunm, TeM 3aMeTHee YyebHoe 06006LLeHME MO MONIEKYISPHOW FrEHETUKE
MnocneacTBMd ga)ke MasblX MamMeHeHnm B [IHK.



OCcHOBHbIE Mmunbul

Yy YesnioBeKa

o1

AyTOCOMHO-A,0MUWHAHTHbIU TUN

119 Takoro HacsiegoBaHUA AOCTATOYHO
OOHOWN N3MEHEHHOW KON reHa.
[Tpr3HaK nnm 601e3Hb YacTo
NPOSABMATCA B KaXXAOM MOKONEHNN

M OOAMHAKOBO BCTPEYAIOTCA Y MY>XXUYMH

N XKEHLLMH.
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MutoxoHgpuanbHoe
HacnepoBaHUe

MuTtoxoHapuanbHas OHK nepepaeTcH
PEBEHKY TOMbKO OT MaTepU. [NosTomy
TakmMe NPU3HakM 1 3aboneBaHns
NPOCNEXMBAKOTCS MO MATEPUHCKOM
JIMHUW 1 HE NepenaroTca Yyepes oTtua.

Hac/egoBAHUSA

02

AyTOCOMHO-peLeCcCUBHbIN TUN

30echb 3ab01eBaHVE PaA3BMBAETCH
TOJIbKO MPW HaINYMM OBYX N3MEHEHHbIX
Konui reHa. Pogutenu MoryT 6bITb
340POBbIMY HOCUTENAMU

M HE NoJo3peBaTb O pPUCKe N AeTeW.

CuenneHue c X-xpoMocoMou

[Tpn 2TOM TUNEe Hacne4oBaHMS
yalle 601eT MasbyMKK, MOTOMY
YTO Y HMX O0gHa X-XpoMOoCcoMa.
Ecnun B Hen eCcTb MyTaLms, OHa
cpasy NposaBageTCcs.
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NMonureHHble NMPU3HAKMU

POCT, LBET KOXW N MHOTMe
0OCOHBEHHOCTN ObMEeHa BELLEeCTB
onpeaenstoTca He OAHUM FEeHOM,

a MHOX>X@CTBOM MeHOB U BINAHUEM
cpedbl. IX HacnegoBaHMe CnoXHee
N MeHee NpeacKasyemo.




CpaBHeHUe MuUnoB HAcCNegoBAHUSA

Tabnuua noMoraeT yBUOETb, YEM
Pa3NINYalOTCa MeXaHM3Mbl Nepenayun,
CceMenHbI PUCYHOK NPU3HaKa

1 NPUMePbl HacNe4CTBEHHbIX - e
3aboneBaHUN.

Mpumep

AYTOCOMHO-A0OMUHAHTHBbI 1 MyTaHTHBI FeH CuHapom MapdhaHa

AYTOCOMHO-PELIECCUBHBIA | 2 MYTaHTHbIX reHa MyKoBUCLINA03

CuensieHHbIn ¢ X Yalle y manbunkos = 'emopunums

MuWTOXOHAPUANbHbIN ToNbKO OT Matepu MwuTOXOHApWanbHble 60/1e3HK

OOMH M TOT e MPU3HaK MOXeT Hac/1iegoBaTbCs YyebHble NpUMepPbI HACe40OBaHUSA B YENIOBEKE
MO pasHbIM cxemMaM, NO3TOMY CEMENHbIN aHaMHEe3
BaXXeH 019 TOYHOW OLLEHKWN pUCKa.



KaK BO3HUKaem HaclegcmBeHHoe 3a6o0neBaHuUe

CxeMa nokasblBaeT nyTb OT MyTauuu B IIHK 0o KNUMHWMYECKUX NPOABIEHUIN U PA3INYMG MeXOY HOCUTENbCTBOM
N TSHXENbIMU dOopMaMM.




Buabl UaMeHeHUu

MyTauuy 6bIBatOT TOUYEYHbIMMU,
BCTaBKaMu, geneumamu, gynimkaumamim
N KPYMNHbIMU NEPECTPOMNKaAMU
XpomMocoM. OHK 3aTparmBatoT
oTaesbHble 6ykBbl HK namn 6onblume
Y4aCTKM HACNeaCTBEHHOIrO MaTepumana.

He Bce MyTauuu BpeaHbl

YacTb MyTaLM HE BNMAET Ha OPraHu1aMm,
NOTOMY YTO HE MeHSAeT PaboTy reHa
3aMeTHbIM 06pa3oM. [lpyrne, HaobopoT,
HapYLLAOT CUHTE3 6e/1Ka 1 BbI3blBAIOT
60ne3Hb.

NMonb3a anga sasoaouumn

lHoroa MyTauuy NoBbILWAKOT
NPUCNOCOBNEHHOCTb OpraHM3aMa

K cpege. VIMeHHO OHM co3gatoT
HaC/1eACTBEHHYIO M3MEHUYMBOCTD,

Ha KOTOPOM OCHOBaHbl ECTECTBEHHbIV
OTOOP U 3BOIOLUMOHHbBIE M3MEHEHUS.

OTKyaa oHU 6epyTcA

13MeHeHWda BO3HMKAIOT C/y4YanHo

npu konnpoBaHum IHK

NN Nog AeNCcTBMemM MyTareHoB. K H1UM
OTHOCATCSH Y/IbTPAPUOSIETOBOE
N3nyvyeHne, MoHM3npyoLLasa paguaumns,
HEeKOTOpble XMMUYeCKKe BeLLeCTBa

1 BUPYChl.

[MoyeMy 3TO BaXKHO

[ToHVMaHMe NpUPOoabl MyTaLuiA
noMoraeT O6bACHUTb NPOUCXOXKOEHNE
HaC/IeQCTBEHHbIX 6o1Ie3Hen

1 MOKAa3bIBAET, MOYEMY FrEHETUYECKOE
Pa3HoOObpa3ne ABISAETCH HOPMOW

NS XXMBbIX OPraHM3MOB.
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PacnpocmMpPAaHEHHOCMb HEKOMOoPbLIX
HAacnegcmBeHHbIX HapyweHUU ===

" YactoTa HapyweHwi

YacToTa HacneaCTBEHHbIX BONE3HEN
3aBVCUT OT TUMa MyTaLuu, nona,
BO3pacTa poauTenem 1 oCobeHHOCTEN
nonynaunm.

[axke pegkme HapyLLeHUs MMetoT 3HaYMMoe
MeONLIMHCKOE U CEMENHOE 3HaAYEeHMe, MOITOMY
PAHHAS AMArHOCTMKA OCOBEHHO BaXKHa.,



[eHOMHbIe MeXHONIoONUuU: KaK yumamom
AHK cerogHs \

OT o6pasua [Touck peakux BapmaHToB
K nocsieaoBaTeNIbHOCTU

AHanu3 Ha KoMnbloTepe

CnenyoLwyin War BbIMOMHIET
6MonHGOopMaTUKaA: cnelmanbHble
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[TaHenn reHoB, 9K30MHOEe :
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I I'IpOFpaMMbI COMNoOCTaBI4dOT
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1 MOSITHOrEHOMHOEe
CEeKBEHMPOBAHWE MOMOratoT
HaAXOAWTb JaXKe peakne MyTaLmm,
Takon moaxon oCobeHHO
NoNIe3eH, Koraa CUMMMTOMbI

B nabopartoputo nocTynaeT
KPOBb UM CIIIOHA, a 3aTEM
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| I_Ipl/l60p A1 CeKBEHNPOBaAHWA nocnenoBaTeNbHOCTH
| C pepepeHCHbIM FeHOMOM

! 1 BbIOENSAIOT OT/INUMA. VIMEHHO 30ECh
[
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Bpay MoNyYaeT MHTEPNPETUPYEMDIN

«CYUTbIBAET» PpparMeHTbl [HK.
[Tony4yeHHble cUrHasbl
NnpeBpaLLatoTCH B LMPPOBOW
HabOP OAHHbIX, KOTOPbIN MOXHO HE MO3BOJIAIOT CPady 3arnoao3puTb pe3ybTaT, MPUrOAHbIN
CpaBHUTb C 3TA/IOHHbIM FEEHOMOM KOHKpPEeTHOE HaCJ1eACTBEHHOE 019 ANArHOCTUKWM U Oa/lbHENLLIEro

. yenoseka. , ‘. 3abonesaHue, ,'_ HabnopeHwus. ,
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Memogbl reHemu4yecKou guarHoCmukKu

MeTop, UTto nwer Mpumep
KaDNOTUNNDOBAHME TONCOMAU CunanoM [avha CpaBHeHWe NMOKa3bIBAET, UTO KaXXdbl
P P P CROHES METOL «BUAUT> CBOWM YPOBEHb
M3MEHEHUI. OT LLeNTON XPOMOCOMbI
nup KOHKPETHY MyTaLuio Hocutenbcteo CFTR no opHon Byksbl [HK.
FISH Mukpoaeneynm CuHgpom On [>Xopaxiu
CekBeHupoBaHue ToyeyHble 3aMeHbl MoHOreHHble 60/1e3Hu
KpynHble NepecTpOorKM BbIABASIOT LUTOreHeTnyecKme
o o o MeTOobl, @ TOYHble n3MeHeHnsa B IHK — TLP
[MpeHaTasIbHbIN CKPUHUHT Puck aHomanumn [1nopf, 1-n TpumecTp 1 CEKBEHMPOBAHME; BbIGOP TECTA 3aBKCUT OT 3aAaun
M YPOBHS MpegrnonaraeMoro gedekTa.

YuyebHble cBedeHUst MO MOMEKYNSPHOW FreHeTUKe
N KJIMHWYECKOW OMArHOCTUKE




MYymb oM CKPUHUHIA K PAHHEMY fleYeHuUlo  ©

v o 4 o

Y31 n broxmmMmnyeckme
TECTbl HA PAHHNX CPOKax
OLLeHMBAIOT BEPOATHOCTb
XPPOMOCOMHbIX aHOMaIN

M MOMOratoT BbIAEINTb

rPynnbl NOBbILLEHHOIO

pucka.

HUTTT, aMHMoueHTe3
N BUOMCUSA XOPMOHa
NMO3BOJIAOT MOSYYUTb
6oJiee TOYHbIe OaHHble
O FreHETUYECKOM

COCTOAHNK M104a,
eCJ1IN CKPHWHI Bbl3bIBA€T
NMNogo3peHne.

HeoHaTanbHbI CKPUHMUHT
NPOBOAAT Cpa3y nocne
POXOEHUS, YTOOD
He NpPonyCcTUTb
HacneaCTBEHHbIE
HapyLeHns obMeHa
BELLECTB, KOTOPbIE OO0

MOTYT MPOTEKATb CKPbITO.

[Tpn peHUNKETOHYPUN,
BPOXOEHHOM
rMNOTUPEO3E N OPYTrnX
O0/1E3HAX CBOEBPEMEHHAS
Tepanus CHUXAET PUCK
TSXKENbIX OCNTOXHEHN
N 3a0€PXKN Pa3BUTKS.




Kak npoxogum reHemu4yeckoe KOHCYJibmupoBaHUeEe
ceMbu

CxeMa oTpaXaeT nocnenoBaTe/IbHOCTb AENCTBUM OT CHOPA CEMEMHbIX AAaHHbIX 0O OOCYXXAEHUSA BaPUMAHTOB OaNIbHENLLNX
peLeHnn.

aHanus pesynbTat 06CyXaeHve




[eHemuKa U OHKOJTorus: Korga
HacnegcmBeHHOCMb NnoBbilLdem PUCK

PP PP P

NeHbl BRCA1 n BRCA2 CuHapoM JInH4ya

HacnencTtBeHHble M3MEeHEHUS [Tpn HapyLUEeHMSX TeHOB penapaummn
B BRCA1 n BRCA2 HapyLwlatoT 3amTty [HK BO3pacTaeT p1CK onyxonemn
KNETKM OT HaKOMEeHUS KULWEeYHUKa 1 pada apyrmx opraHos.
noppexageHunmn [HK. 3To nosbilwlaeT TakoM BapWaHT HacNe4CTBEHHOM
BEPOATHOCTb paka MO/IOYHOM NPEeapacrnoiOXXEHHOCTU TpebyeT
Xenesbl U AUNYHUKOB, OCOHBEHHO BHMMATEIbHOro HabIOAEHNS

NPy CEMENHbIX CNydasx 3aboneBaHus. M PAHHEro CKPUHMHra.
PP PP

3ayeM HY)XHO TeCcTUpoBaHue Ponb ceMenHOro aHaMHe3a

[ eHeTnyecKknn aHanm3 nomMoraeT Ecnum onyxonn noBTOpAOTCS
OT/INYNTb CNyYanHbIV B HECKOJ/IbKMX MOKOJIEHNAX, Bpad
OHKOJTOTNYECKN PUCK obpallaeT BHUMAHME Ha BO3MOXXHYIO
OT HaC/1eACTBEHHOM HacneacTBeHHYyo dopMmy. B Takmx
NPeapacnooXeHHOCTU. DTO BAUGET C/y4Yasix reHeTnYeckoe

Ha YacToTy ob6CcnefoBaHui, BbIOOP KOHCYIbTUPOBaHME CTAHOBUTCS
NPOPUIAKTUKM N TAKTUKY YACTbO OHKOJ1IOIMYECKOM NMOMOLLMN.

HabnogeHusa ons POACTBEHHNKOB.



dmuyecKue Bonpocsbl reHemu4yecKoro
mecmupoBaHUa @

" KoudwmpeHuynansHocTs [ Mcuxonormyeckoe Bo3aeicTeme
STUYECKME PUCKN OCOBEHHO 3aMETHDbI,

KOr[@ aHanM3 3aTParMBaeT He TOMbKO AvckpumnHaums . WHTepnpetauvs [ [oCTynHOCTb

NaLMeHTa, HO U ero POACTBEHHWKOB,
a TakXxe éyayuine peLleHns CeMbM.

[naBHble MPob/1eMbl CBSA3AHbI HE C CAMUM TECTOM, CxeMaTunyeckoe pacrnpeneneHne Ka4eBbIX 3TUYECKMX NPOOBEM B TEHETUYECKOM TECTUPOBAHNM
a C TEM, KaK XpPaHUTb, OObACHSTb U UCMOJIb30BaTb
MNOTYYEHHYO MHPOPMaLLMIO.



[eHemuKa nonyaauul U NPoucxoXXgeHue
YyenoBeKa

$P® BBD-

YacToTbl anneneun Murpauuu n gpend O6wee

[onynaumoHHas [epeMelleHns nogen NMPOUCXOXKACHNE

reHeTuKa 13y4aer, Nno nnaHeTe, cnyyanHble [ eHeTunyeckme MapKepbl

KaK 4aCTO BCTpeYatoTCH M3MEHEHUA 4YaCcToT M ransorpynnbl

[Pa3Hble BapWaHTbl TEHOB  FEHOB U BIMAHNE Cpebl NMOKa3bIBalOT, UTO

B rpynnax nwogen. 3mm NOCTENEHHO COBPEMEHHble ntoamn

pPa3nyng noMoraroT dopmMmpoBanm MMEIOT OBLLMX MPEaKOB

NMOHATb UCTOPUIO reHeTnyeckoe M CBA3aHbl MeXay CoOboM

M30NA9LUNN, CMeLLEeHN] pasHoobpasme MHO»XeCTBOM BETBEN

nonynaunm n oemcTeme COBPEMEHHbIX poAcTBa. 3TO

oTbopa. nonynaumn. Tak noaTBepXxnaeT
PEKOHCTPYUPYIOT eJVHCTBO BMAa
OpEeBHME NYyTU NPW PasINunbgx Mexay
pacceneHnd Homo nonynaunamun.

sapiens.



CoBpeMeHHble HanpaB/ieHUS PA3BUMUS
reHkemuku s

OCOBEHHO BLICTPO PACTET NPUMEHEHNE
reHeTUKU TaM, rae MOXXHO CoeaNHUTb
naHHble [HK, BbldMCAUTENbHBIM aHATN3
N KNNMHNYECKOE peLleHne

0159 KOHKPETHOr O YesioBeka.

TpeHa ykasbiBaeT Ha nepexo oT O6LLKMX NOAXOLOB CxemaTtmyeckas Bm3yanmsauns TEHOAEHUMM Pa3BUTUA HAMNpaBIEHU TEHETUKMU
K MepCOoHaIM3npoBaHHbIM: YeM TOYHEE aHanus,

TEM WKNPEe BO3MOXXHOCTU Tepanuu

1 NPOPUNAKTUKM.




MpuMepbl reHemu4yecKux 3ab6onesaHul
UUXMNPU3HaAKOB e

|_|pl/| Mepbl HOKa3b|Ba|'OT, L-|T() 3aboneBaHne HacnepoBaHune AedrekT MoatrBepxgeHue

HacneACTBEHHble HapyLUeHNS

pa3nMyaltoTCs No Tuny gedekTta, Cnocoby MykoBuCLUMA03 AytocomHo-peld.  CFTR [1LIP/cekBeH.

nepenadn N BO3PacTy NpodBAeHN,,

HO BCeE TPEeOBYIOT TOUYHOIO .

NOATBEPKACHMS. [emodpunus Cuenn. c X dakTOpbl CBEPTLIB. [eHeT. TecT
PeHUKEeToOHYpUS AyTocOMHO-pel. = O6bmMeH aMUHOKMUCNOT = HeoHaT. CKPUHWUHT
CunHgpom [ayHa XPOMOCOMHOE Tpucomuna 21 KapuoTtun
bone3Hb XaHTUHITOHa = AyTOCOMHO-gomMm.  HTT CekBeHupoBaHune

OnHa 1 Ta Xe KIMHNYeCKas KapTuHa MOXEeT UMETb PasHyto YyebHble cBeaeHund no HacineCrBeHHbIM N XPOMOCOMHbIM 3a60/1eBaHNAM

reHeTUYECKYIO MPUYMHY, MOSTOMY MeTOo NoATBepXAeHUS
BbIGMPAIOT MO NpeanoaaraeMoMy YPOBHIO HAPYLLEHUS —
reH, XpoMocoMa UM 0bMeH BeLLecCTB,
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leHemuKa 4YenoBeKa: HayKa
O HacnegcmBeHHOCMU
U MOYHOU MeguLluHe

[[eHeTHKa OOBACHSET, KaK MepenaroTcs NprsHaku, NOYEMY BO3HUKAOT 601E3HU
M KaK COBPEMEHHbIE TEXHONOIMM NOMOratoT HaXoANTb PUCKW paHbLLEe CUMNTOMOB.
YeM nydule Mbl noHmMaeM [HK, TeM ToyHee CTaHOBATCA MpOodUnakTmMKa,
ONArHOCTMKa 1 NieveHune.




