locynapcTBeHHoe GlofkeTHOe npodheccroHanbHoe obpasoBaTenbHoe yypexaeHue
Mockosckol obnactu
«MockoBckui 06nacTHOM MeauUMHCKWA konneax Ne1»
Hapo-®omuHckuin punman

[AvcumnnuHa: MeHeTVKa YenoBeka C OCHOBaMWN MEAULIMHCKOW reHeTUKN

Jlekyus 3
Buoxumuyeckue oCHO8bI HacsiedcmeeHHoCcMu

Mpenopasarens:
e
290 KMH CusoBa BaneHnTtvHa BnagumupoBHa

1

Cnucok nutepartypsbl:

* Pyb6an 3.[0. leHeTMKka YyenoBeka c ocCHOBamMu
MeOVLWHCKOW reHeTuKN: y4ebHuK. — Poctos H/:
deHukc, 2019, ¢.49-80

* Xpomocoma B CBETOBOM MWKPOCKOMe
(A) n ee cxematunyeckoe
n3obpaxeHve (B); xpomocoma npu
AnddepeHumanbHon okpacke (B) n
ee cxematnyeckoe n3obpaxenue (I);

+ [l — xpomocoma B CKaHUPYIOLLEM
3rIEKTPOHHOM MUKPOCKONE;

* E — xpomocoma B
TPaHCMUCCUOHHOM MEraBorbTHOM
3NEeKTPOHHOM MUKPOCKONE;

1 — Tenomepsl;

2 — UeHTpoMeEpbI;

3 — Mnne4n xpomMocoMmbl.
p — mManoe nne4yo

g — ANUHHOE NneYvo

Kaxpas xpomaTtuga, a B npoMexyTke BpeMeHu aHadasa- S -nepvog nHTepdasbl 1
Xxpomocoma, cogepxut ogHy monekyny [IHK, kotopasi onpeaensieT Bce dyHKUMM
XPOMOCOMbI, CBSI3aHHbIE C XPaHEHUEeM HacreACTBEHHON MHdOopMauum, eé
nepegavyen U peanvsauuen.

Xnmunyeckoe CTpoeHne XpOMOCOM

( XPOMOCOMA )

(Hyl(.l‘lGOl‘lpOTeVIHOBbIVI KOMMIIeKC—xpomMamuH >
_ BEJOK 65%
HYKNEWHOBBLIE 35%
KUCNOTbI




MoneKkynsipHasi CTPyKTypa XpOMOCOM

*  OyHKLMS 3TON CTPYKTYPbI 3aKknoyaeTcs B Takon ynakoske [JHK,
4yTOGbI OHa NomecTunack B xpomocome. Ecnu 6bl reHomHas OHK
6bina npeacraeneHa B BuAe o6bIYHOW ABYHUTEBON CMpanu, TO OHa
npotsiHynacbk 6bl Ha 2 meTpa. Mpu ynakoBke AHK nucnonbayetcsa Bce
TOT Xe NPUHLMM Crpanu, HO OH NpPeacTaBneH HeCKOMbKUMM
ypoBHamu. CHavana [IHK obBuBaeTca BOKpYr MMCTOHOBOTO CTEPXHS,
obpa3ys Hykneocombl. Kaxgas Hykneocoma Bkntovaet 140 — 150
HYKNeoTnaoB, 0GBUTLIX BOKPYT TMCTOHOBOTO CTEPXHS.

Xpomocoma

AHK

MonekynsipHasi CTPyKTypa XpOMOCOM

+ 3arem crnepyet «ronas» OHK 13 20 — 60 HykneoTnaos, kotopas
pasgensieT cocefHne Hykneocombl. Hykneocomel dopmupytot
cnmpanbHO 3aKpy4eHHbIN coneHouns. Kaxablid BATOK coneHonaa
BKItOYaeT 6 HykneocoMm. B cBolo oyepenb, ConeHounabl OpraHn3oBaHbl B
XpOMaTUHOBbIE METNU, KOTOpble NMPUKPENnATCS K GenkoBoMy Kapkacy.
/13 XpOoMaTMHOBbIX MeTenb, Kaxaas U3 KOTopbIX cogepXuT npumepHo 100
T.N.H., 0bpasyerca coBCTBEHHO XPOMaTUH XpoMocoM. B pesynbrare Takon
CMNOXHOW YNakoBKN McxoaHasa anuHa monekynel AHK ymeHbluaetcs B
10000 pas .

KOMILICKC 03 B THCTOHOB
4-X THNOB
(H2AH2B.H3.H4})5

YnakoBka [JHK
N TMCTOHOB C -
o6paSOBaHmeM Pucron (HI) i Yuaxosxa DNA o rucronos
XpoMatunHa HYKJAEOCOMA B XPOMATHIE

1 - mostexyna (uens) JIHK;

2 - HyKJIeOTH/IbI (a30THCTHIE OCHOBAHMS);

3 - nByxHuT4aras crmpanb JHK;

4 - reH (yJacTOK CIIMPAIH BBIIENCH KPaCHBIM
LIBETOM);

5 - rHCTOH;

6 - ynakoka /IHK B xpomaruse;

7 - ynaxoska JIHK B xpomocome;

8 - xpomMocoma;

O603HaYeHHS HYKJICOTHIOB:

A - anenun; C - HIUTO3MH;

G - ryannn; T - Tumus (wm U - ypar)

Mopdonorna MUTOTUYECKMX XPOMOCOM

Mopdonormo MUTOTUYECKMX
XPOMOCOM fyuLle BCEro udyyarb
B MOMEHT 1X HambonbLuen
KOHOEeHcauun, B MeTadase u B
Havane aHadasbl.

POOLTOAIS

XpOMOCOMbI B 3TOM COCTOSIHWM
npeacrasnstoT cobon
nano4KoBMAHbIE CTPYKTYPbI
pa3HOW ANWHbI C AOBOMbHO
MOCTOSAHHOM TOMLLMHON

mpowoBgoova

SmEDEE (- |- weroasau avadasa :




Tenomepa

| b.CunTes Tenomep o Céopka/IHK
[HK Tenomep cospaercs Tenomepa " i Tenowep
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Ecnu renomepaza He goctpavsaer Tenomep, TenoMepasa noARepHBaeT
XPOMOCOMA YKOP3YNBAETCA NPH KAKAOM  MOCTOAHHYIO ANHHY TENoMep.
noKa pa He paspywntca  [1o3ToMy XpOMOCOME KONMpYeTCA

Hxp Aerpaaup

He yKopa cs

MonekynsapHas reHeTuKa

* MaTepuanbHbiM cybCcTpaTom HacneacTBEHHOCTH
N USMEHYMBOCTU ABAIOTCA HYKJTIeUHOBLIE
KUCIIOThI.

——
BHK-nomvepass

+ 3OTO nonvMMepsbl, COCTOSALLME U3 MOHOMEPOB-
HYKNeOoTMA0B, BKIHOYAKOLLNX TPU KOMMOHEHTA:
caxap (neHTo3sy), occat n asotucroe
OCHOBaHue 10

HYKJIEMHOBbIE€ KUCJIOThI

Ae3okcupuboHyknenHosas (OHK) -
3aMKHyTas cnupaneBuaHas ABOMHas
Lienb, 3BeHbsi KOTOPOI COCTaBNSAOT
HyKneoTuabl

a30TUCTble OCHOBAHUSA —

NyPUHOBbIE (aA€HUH, FyaHWUH)
OMPUMUANHOBbIE (LLUTO3WH, TAMUH)

puboHykneumHoBas (PHK) —
oAMHapHasi Lenb, 3BeHbs1 KOTOPOW
COCTaBMSIOT HyKIeoTuabl

a30TUCTble OCHOBAHMUS —

nNypuHOBble (aAeHWUH, NYaHUH)
NYPUMUANHOBbLIE (LUTO3WH, YPOLIMIT)

KOMMJIEMEHTAPHbIE A3OTUCTbIE OCHOBAHUA
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SICIR
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Pelatowmm chaktopom B XxpaHeHun, nepeaade u
npeobpa3oBaHWm reHeTNYeCcKon nHpopmaLmMm crnocobHOCTb
HYKNEWHOBbLIX OCHOBaHWM K cneumndguyeckomy
(komnnemeHTapHOMY) cnapuBaHuio.
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Pennukauwms - cnocobHocTs IHK k camokonvpoBaHuto,
OCHOBHO€E CBOWCTBO Matepuana HacneacTBeHHOCTH

Jio6asa goyepHaa monekyna AHK cocTtouT 13 ogHowM cTtapon 1

O[HOW HOBOW NOMWHYKNEOTUAHOW Lienu
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OBOBIHIEHHAA CTPYET¥PA MOJEKYJIBEI JTHE
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OTBevaroLast 33
nepeHoc

uHdpopmaumu o
TepBUYHON
CTpyKType GeKoB
ot JIHK k mectam
cHHTe3a GeKOB

Bceit PHK B kietke.

PHK, dynxumeit
KOTOPOWH SIBISIETCSt
TPaHCIIOPTUPOBKA

AMHHOKHUCIOT K

MecCTy CHHTe3a
GenKa ¥ yyacTre B
HapalvBaHUU

HOJIUNENTHAHON

nenu

CocrasnsierT
npuMepHo 15% Beei
kieToyHoi PHK.

OcHoBHast
byHKIMS -
ocyliecTBIeHNE
npouecca
TPaHC/ISILAH -
CYUTBIBAHUS
vHpopmaumu ¢
MPHK
AMHHOKHC/IOTAMU.

Cocrasnsiet 80%
Beeit PHK knerku
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XpaHeHue nHdopmauumn

« [eHeTnYyeckas nHdbopMaLms 3akoampoBaHa B
nocneanosarenbHocTu Hykneotuaos [HK,
OpraHn3oBaHHbIX B MYHKLIMOHANbHbIE YY4aCTKN,
Ha3blBaeMble reHaMMu.

AT-T- - -A-A-A-U-L- -T-L-A-T

* Yyactku JHK kogupytoT 6enku, T. . OHn
cogepxaT MHdopmaLmo 06 aMUHOKUCITOTHOM
nocnegoBaTenbHOCTN OENKOB.

» Kaxgbln aMUHOKMUCIOTHBIN OCTaTOK
npegctaeneH B [1HK cBonM KogoBbIM CNIOBOM
(KO@OHOM), COCTOSILLMM N3 TPEX CreayLLInX
OpYr 3a ApYrom a3oTUCTbIX OCHOBAHUMN. 17

1 B T-PHK

o

| KOOOH - yyacTok 13 Tpex Hykneotuaos
e Zmaay, (Tpunnet) B monekyne MPHK
A S AHTUKO[OH- (2pey. anti — «NpoTuB) y4acTok
monekynsl TPHK, coctosiwmi us tpex
Bl e HYKNEOTWAOB U Y3HAaILLWI COOTBETCTBYOLLMIA
T iy oy S €My KO[IOH.
wa A TPHK AKLENTOP (AKLEMNTOPHAA HUTb) — koHew,
HuTK TPHK, npucoeauHsitowmin k cebe
« aMUHOKUCOTY.
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T-PHK
AHK FTUA TUU:TAT:TTA
r (bparment) | || 0 00
UIFrT AlFr ATA UAT

u-PHK !
(bparment) T U A YUU YAY ITYA

Benok
nonunenTug —anaHuH — CepUH ——TUPO3UH — BanuH
(dbparmenT) : 18

TEHETHUYECKUM KO/I - cucrema
3aMMCH reHeTUYecKo nHOpMaL U B
MOJIeKy/le HYKJIEMHOBOM KM CJIOTBI O
CTPOE€HUU MOJIEKY/IBI ITOTUIIENITHU A,
KO/IM4YEeCTBE, ITOC/1I€40BATE€/IbHOCTHU
PacCIIONIOXEHUA U TUIIaX aAMWUHOKHUCIIOT.

*TeHemuyeckas uHgopmayusn 3anucaHa MoJbKo 8
00HO (K0d02eHHOU, UHPHOPMAMUBHOU UAU
3nauawetl) yenu JJHK, emopas yens He Hecem
2eHemuyeckoll uH@opmayuu.
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Bcenomunm !

CBOWICTBA TEHETMYECKOTO KOJA

TpunierHocTsb OZHO3HaYHOCTh

BripoxxgeHHOCTH
HermnepexpsiBaemocTs

(M36BITOYHOCTD)

HermnpepsiBHOCTH YHuBepcanbHOCTD

20




Mleoprun AHTOHOBUY raMOB

(cbn3mk-TeopeTuk )

B 1954 rogy onybnukoBan
cTaTbio, rae NepBbIiM NOAHSM
BOMPOC reHETUYECKOro KoAa,
JokasblBasi, YTo "npu codeTaHum
4 HyKNeoTnAoB TPoVKamm
nony4atoTtcs 64 pasnuyHble
KOMOWHAaLIMK, Yero BrosHe
JocTaroyHo ans "sanucu
HacneacTBeHHoOW MHdopmaumm”

http://www.intuit.ru/department/history/ithistory/10/10-
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VIHTEPHET-YHUBEPCUTET UH(OPMALIMOHHBIX TEXHOMOrMiA

A J0Ta p; TPHILIETHI — KOJOHbI
Anannn TIY | T | TOA | TOD
Aprunun Ury | Uri | Ora | Irr | ArA | AT
Acnaparun AAY | AAIL
AcnaparutoBas kucnora | TAY | TAI{
Bamn IYY | IVIL | TYA | T'VT
Tucrnann TAY | TTAIT
Tnnumn ITY | ITI | ITA | TTT
Tiyramun HAA | AT
I'myramupnoBas KucaoTa TAA | TAI
Wsoseiiuun AVY | AVIT | AVA
Jleiiumn LYV | OYLL | YA | OV | VYA | YVT
Jlusun AAA | AAT
Mernonnn AT
Tposms Y | LI | A | e
Cepun VIV | VUL | YIA | VU | ATY | ATL]
Tuposux VAV | VAIL
Tpeonun ALY | ALIL | ALA | ALIT
Tpunrodan yIT
YVV [ VVI[
Lucrenn VIV | VI
| | 3uaku npenunanus VTA | VAL | VAA

Tabnuua.
FeHeTHuecKuUl Kog
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Hykneotup
2-n
1-i 3-it
o LA
| vy yuy YAY yry }
vy, }Oenunananun ‘ Vuu‘ — AL J»Tupoauu yru UucrenH
2 Al | YUA [ YAA} . YFA  CTON-KOAOH
| yyr }neuuvm | yur YAF CTON-KOAOHb! I Tpunto ¢au -
uyy | uuy Ay | il
fuetuanH
uyy . LUy Al ury
Nevunn Nponu APrutHuH
3| UYA " UuA UAA }rnmawn ura (e
| uyr uur LA urr F3
AYY ‘ AUy AAY ArY }
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[} |
VA Banun ‘ ruA AnaHnH rAA }I’nyramwuoaau A ll‘nquH
ryr ‘ rur FAr | kucnota rer | r

Po6epT Yunbam
Xonnwu (CLUA)

ﬂ@@.

Xap Mo6uHg

Kopana (CLUA)

Mapwann YoppeH
HupeH6epr (CLLA)

3a pacLumMdpOBKYy reHeTU4eCcKoro Koaa u ero
dyHKLUMM B CMHTe3e Bernkos.
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CTpyKTypa reHa

reH (-bl) (rpey. genos posa, poXxaeHVe, NPOUCXOXKAEHNE) --
CTPYKTYPHasi U (OyHKLMOHanNbHas eauHuLa
HacnencTBEHHOCTU, KOHTPOIMpYtoLLas o6pa3oBaHue
Kakoro-nnbo npuaHaka, npencTaensioLLas coboi 0Tpesok
MOIEKyIbl Ae30KCUPUBOHYKNENHOBOMN KUCMOTbI

PerynatopHas G
obnacte CTPYKTYpHbI# reH
" N
p = N/ N
AHK I ﬂpEouorop Jx30M “NT'DONA - 3k3oH WHTpOH 3;&
= f——
PHK- nonumepa3a a Tepmu-

HaTop

Y 9yKapuoT KOOUPYHIOLLME YYaCTKU reHa — 3K30HbI — YepenyoTcs ¢
HEeKoAVPYIOLLMMI BCTaBKamy — UHMpPOHaMu

npomomop — nocrneposatensHocTb OHK anvHon go 80-100 nap
HYKIeoTnaoB, KOTOPYto y3HaeT monekyna cdepmMeHTa PHK-nonvmepasbl n
COEVHSIETCS C Heil, YTOObl HavaTb TPaHCKPUMLMIO JaHHOTO reHa. 25

CuHTe3 berika — 370 CMOXHbIN MHOrOCTYNeHYaTbIn
npouecc 06pa3oBaHus GENKOBOW MOMEKYTbI
(monumepa) U3 aMMHOKMCAOT (MOHOMEPOB),

KOTOPbIN Nogpa3aenseTcs Ha HECKOSBbKO STarnoB.

Al
STAIIBI CHHTE3A BEJIKA /
. S ’\-)_\/M-PHK
TPAHCKPHITLIVS e

,P\/}/ u-PHK
TPAHC/ISILIUA SRR @

i 3
IMOCTPAHC/IAIIMOHHASA A0 (5L
MOJHUPHUKAITUSA

UMTONNA3IMA

Heo6xopumbre ycnioBust

TPAHCKPHITIHUA

TPAHC/IALIUAS

MOCTPAHC/ISILIMOHHAS
MOJHUPHKALHS

_.-.v =
_

IpadlcynmaAnIIisga

KommiemenTapHaas
MPHK (nPHK)

PHCYHOK c caiita vohuman.org http://imglenta.ru/news/2005/10/20/dna/picturé§pg
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Havano cunTe3a

IFNnauEGburcrmaliaca

YanmuHenue
MOMNENTUAHOM e
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CeobofHee pHboctmil Benak
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OxoHuyaHue
cuHTe3a

29

3AOAHANe1

Bce Buabl PHK cuHTesnpytotca Ha maTtpuue OHK.
Ha doparmeHTe monekynbl AHK, nvetowwem
cnegytowyto cTpyktypy: TATUFAUTTILUUTIA,
CUYHTE3MpYyeTCH Y4aCTOK LieHTpanbHoW neTnn T-
PHK.

1) Onpegenute cTpykTypy y4acTtka T7-PHK;

2) Onpegenvnte aMMHOKUCIOTY, KOTOpyto OyaeT
TpaHcnopTtupoBatb aTa T-PHK, ecnn TpeTtnin
TPUNNET COOTBETCTBYET aHTUKOAOHY T-PHK.

OtBeT obocHynTe. Ncnonbaynte Tabnuuy
reHeTM4ecKoro koga.

PELLEHWE:

Mpouecc TpaHckpunuum ocylecTenseTcs Ha ogHon u3 uenen JHK no
npuHUMNY KomnnmmeHtapHocTu: A-Y, T-A, I-L, L-T.

OHK: TAT UFTAUTT ruy TrA
T-PHK:AYATUY TAALUTT ALY

TpeTuit Tpunnet T-PHK (aHTkoaoH) komnnemeHTapeH kopoHy n-PHK.
T-PHK: TAA

n-PHK: LYY

CornacHo Tabnuue reHetuyeckoro kopa Tpunnety u-PHK LIYY
COOTBETCTBYET aMUHOKUCIIOTA - NENLWH.

OTBET:

T-PHK:AYATUY TAALUTT ALY;
AHTUKOAOH T-PHK: TAA;

KopoH n-PHK: LIYY;

Kogupyemasi aMmHokucnoTa: nenumH .

3AO0AYANe2

B 6uocuHTese nonunentuga yyacresosanu TPHK ¢
aHTukogoHamn YYA, I'TL, UL, AYY, LY.
OnpepenuvTe HYKNeoTUAHyY NocnefoBaTensHOCTb
yyacTka kaxgou Lenu monekynsl HK, koTopbin
HeceT MHPOPMAaLNIO O CUHTE3MPYEMOM
nonunenTuae;

OnpegenuvTe YiCno HyKNeoTMAO0B, CoAepX)aLLmnx
ageHvH (A), ryanuH (M), TumuH (T) n unTo3nH (L),
B AByueno4vHon monekyne OHK.

OTBeT NosicHUTE.
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PELWWEHWE:

AHTUkogoHbI TPHK kOMInemeHTapHbl KOgoHaMm
MPHK, a nocnegoBatenbHOCTb Hykneotnaos MPHK
KomnneMeHTapHa ogHown 13 uenen OHK.

AHTunkogoHbl TPHK:  YYA, ITL, Ury, Ayy, Ury
Hykneotnabl MPHK: AAY LILUM TUlr YAA TUA

Hykneotnabl AHK (ogHa uenb): TTATTL, LI
ATTUIT

Hykneotnabl AHK (BTOpas uens): AAT LILII T
TAATLA

Yumcno HykneotmgoB: A—-7, T-7,N -8, - 8.

OTBET:

YyacTtok ogHon uenv AHK: TTATTL LMY,
ATT UIT;

YyacTtok BTopou uenun OHK: AAT LU rur
TAATUA;

Yncno HykneoTMaoB B ABYLENOYHOMN
monekyne AHK: A -7,

T-7,-8,-8.

SAOAYA Ne3

Ha dparmeHTe ogHon wenu OHK HykneoTuabl
pacnonoXeHbl B TaKOW NocneaoBaTeNbHOCTU;

OHK: A-A-T-T-U-T-A-U-T-T-A-T"...
1) HapucyrTe Cxemy CTPYKTYpbl OBYLENOYHON
monekynsl JHK;

2) obbsicHuTe, KakmMm concTeoM [IHK npu atom
PYKOBOACTBOBAIMUCH;

3) kakoBa anuHa artoro pparmeHTa JHK;

4) cKonbKO BOAOPOAHbIX CBA3EN B JAHHOM
dpparmeHTe AHK?

PELWWEHWNE:

HA- A-T- T- - T-A- LU - T-A T
T T 1 T T 1T I TR TR
T- T-U- A T- A T- - U AT L

* 2) KOMMNNEMEHTaPHOCTb;

3) 12x0,34=4,08 (HM), T.K. KONMMYECTBO HYKIEOTUAOB B
oamHodHon uenu OHK coctaenseT -12, a pacctosiHue mexay
HUMU — 0,34 HM;

4) mexagy An T 2-e BOOOpoAHbIE CBSA3M, MO3TOMY 7x2=14.
Mexay I v L Tpn BogopoaHbie cBA3n, noatomy 5x3=15.
Bcero 29 BogopoaHbix CBSA3EN.




3AOAYA Ne4

» B ogHon monekyne AHK T coctaBnser

16% ot obLero KonuyecTsa HyKNeoTUa0B.

Onpegenute konu4ecTBo (B %) Kaxgoro
N3 OCTanbHbIX BULOB HYKNEOTUO0B.

PELWWEHWE:

* [pu peweHnn 3agayn Hago
pyKkoBOACTBOBaTbLCA NpasunomMm Yapradda :

* 2(A+T)+Z(MuU)=100% n no npasuny
Yapradhdpa ZA=2T; ZI=zLl.

* 2 T-16%=>A-16%, 2( A+T)=32%;

« 2(ML)=100% - Z(A+T) =100% - 32%=68%,

* 2(U+I) =68%, 2L, =2= 68% : 2 =34%,
noatomy 2L1=34% n 2=34%.

SAOAYA Ne5

» Ckonbko cogepxutca T, A, L
HYKNeoTna0B B OTAENbHOCTN BO
dpparmeHTe monekynsl AHK, ecnu B Hem
obHapyxeHo 880 I, KoTopble COCTaBNAIT

22% ot obLuero KonnyecTea HyKNneoTUaoB.

KakoBa anuHa atoro oparmenta [JHK?

PELWWEHWNE:

— 2I — 880, uto coctaBnseT 22%.

* 880-22%

* x—100%, x = (880x100%) : 22% = 4000 (BCero HykneoTMaoB).

» O6Lee konnyecTBo HykneotTnaos B [HK.
— 2)Zr=zl, Z(r+4)=2880+880=1760 unun Z(M+L)=22% + 22% = 44%
X(A+T)+Z(I'+L)=4000, => X(A+T)= 4000 - (880+880) = 2240;
— XA=XT =2240:2 =1120;
B %: X(A+T)+Z(I'+L)=100%, Z(A+T)= 100% - (22%+22%) = 56%;
— XA=XT =56% : 2 = 28%;
— [AporiHasa uenb OHK copepxut 4000 HykneoTnaoB, crnegoBaTenbHO
oanHo4Has - 4000 : 2 =2000,
— PaccrosiHne mexay cocegHumu Hykneotuaamu B uenun 0,34HMm, T.0.
anuda uenn AHK: 2000%0,34Hm = 680 (HMm).
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Cracuoo 32 BHAMAHUE
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