OT cocTaBa KJ1eTKM
K reHeTuKe yenoBeka

OT KNeTKU K HacneaCcTBEHHOCTU — Yepes3 COCTaB U GYHKLMIO
MOJIEKY.



CBfi3b XMMUU KJTeTKM
U HacleACTBEHHOCTMU

XUMNYECKUN COCTaB KIEeTKU onpegensieT eé CBOUCTBA,
a JHK n PHK npeBpaliatoT 3T CBOUCTBA

B HacnegcTtBeHHble NpusHaku. [NoaToMy GUOXUMULIO
KNETKN U TeEHETUKY YeNioBEKA N3y4atoT BMECTE.
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OCHOBHbIE OpraHN4YeCKue BelleCTBa KJIETKHA

OHeprusa U 3anac

Yrneesopgbl o6ecnedynBaroT KJNIETKY O6bICTPbIM UCTOYHUKOM
SHEepPrnm U y4acTBYHOT B 3anacaHuu nuTaTesibHbIX
BewlecTB. OHM 0COBEHHO Ba)XHbl TaM, rae Hy>XeH

NOCTOSIHHbIN pPacxon aHeprumn.

OCHOBHbI© UCNOJTHUTEeNU

benku BbINONHAKT 60J1bLUYIO YaCTb «Padounx» QyHKLUN
KNETKN: YCKOPSAIOT peakLummn, NogaepXxmnsatoT Gopmy,
Y4acTBYIOT B TpaHCNOPTe N ABUXEHUNU. IX cBOUCTBa
3aBUCAT OT CTPOEHNA MOJIEKYbI.

Memo6paHbl U 3almMTa

Jlnnnabl N1oXo B3aMMOLAENCTBYHOT C BOOW, MOSTOMY
N3 HUX CTPOSATCS MeMbpaHbl U GOPMUPYIOTCS
aHepreTnyeckmne 3anacbl. OHU TakXe 3alUULLAOT KNeTKy
OT BHELUHUX BO30ENCTBUMN.

HacnepgcrteBeHHasa nporpamMmma

HyKTeMHOBble KUCNOTbl COXPaHAKT U NepeparoT
HacneacTBeHHy MHoopmauuto. JHK cnyxut
ee€ XpaHunuuwem, a PHK nomoraet ucnonb3oBaTb 3Ty
MHPOPMaALUIO NPUN CUHTE3E OENKOB.



yrneBsopbl: 3Heprua u onopa

bbicTpaa sHeprusa AHepreTMyeCcKuu peseps NMPOYHOCTb CTEHOK Ponb B o6MeHe

[[NOKO3a OTHOCUTCH K NPOCTbIM Kpaxman y pacTeHuU 1 rMUKOreH Llenntono3a BXOAUT B COCTaB YrneBogbl y4acTBYHOT HE TONbKO
yrnesogam u 6bICTPO BKKOYaeTCS Y XXMBOTHbIX C/y>aT 3anacHbIMM K/TETOYHbIX CTEHOK pacTeHUN B MUTAaHUU, HO N B NOAOEPXKAHUM
B 06MeH BellecTB. EE pacuwenneHue yrnesogamu. 3Tu BeLLeCcTBa N NPUOAET UM NpoYHocTb. Bnaropgaps PUTMa XXWU3HU KNeTKN. be3 Hnx pesko
0AET KNeTKe 3HEePrunto, Heo6XoANMYHO OTKNagblBatOTCSA B KNETKe el TKaHW COXpaHsaT Gopmy CHUXXaeTcs AOCTYMNHOCTb 3Heprum
ONS OblXaHWs, POCTa U AeNeHus. N UCNONb3YTCHA NPU HEXBATKE N BblAEPXXNBAIOT BHYTPEHHEE NSl BCEX NpoLeccoB.

NUTaHKUSA. naBneHue.



KnioueBble PYHKLMM NTUNUAOB

O @©

OcHoBa mMemMOpaHbl 3anac 4 3aluTa Perynauus NMpakTuyeckoe
npoLeccos 3HayeHue
dochonunuapl 06pasyroT XXupbl cny>aT KOMNaKTHbIM
OCHOBY OBOWHOIO CJ104 3anacoM aHeprun. Kpome CTepougHble nunuapi JInnngbl 0COOEHHO BaXXHb
MeM6paHbl. Nx CTpoeHne TOro, OHN yMEeHbLWakoT Y4acTBYIOT B perynaumu TaMm, rae Hy>kHa
MO3BOJIAET KJ1IeTKe OTAENATb NnoTepro BOAbl U MOMOIaroT NPoOLLeCcCCOB B OpPraHnu3me. YCTOUYUBOCTb CTPYKTYpPbI
BHYTPEHHIOIO cpedy 3alMLLLaTb KNEeTKY U TKaHu K HUM OTHOCSTCS MOMEKYrbI, M 3KOHOMHOE XpaHeHue
OT BHELUHEN U n3bunpaTtenbHO OT MEeXaHN4eCcKunx BAMSIIOLLME Ha PaBOTY 3Heprun. NIx ceoncTea
nponyckaTb BellecTBa. NoBpeXaeHUN. KNETOK M O6MEeH BeLIECTB. onpeaensatoTcH

HEPACTBOPUMOCTbIO B BOJlE.




benku Kkak paéoume MoJieKynbl KNeTKu

depmeHTaTUBHAsA POJib

Benkun BbICTYMakOT _(j)epMeHTaMVI N YCKOPAKT XUMNYEeCKUe peakunn B KIeTKe. be3 Hux
OOMEH BelleCcTB wWwen 6bl CNMWKOM MeaJIEHHO 419 Noa4epP>XXaHNUSA XU3HN.

CTpouTenbHas ponb

MHormne 6enkm o6pasyroT CTPYKTYpbl LUTOCKeNeTa, MeEMOPaH N MbllEYHbIX BOTOKOH.
OHU 3a8atoT GOpPMY KNETOK N 06eCneyYmBatoT UX YNOPAAOYEHHYO paboTy.

TpaHcnopT U CBA3b

TpaHCcNopTHbIE U peLenTopHble 6e/K1M MOMOratoT BELECTBAM NPOXoAuTb Yepes
MeMOGpaHbl U NepefatoT CUrHaNbl Mexay Knetkamu. 3To Heo6XoauMo
O18 COrflacoBaHHOCTM NPOLIECCOB.

CTpoeHue n pyHKLUSA

DOyHKUMA 6efika 3aBUCUT OT NOCNe[0BaTeIbHOCTM aMUHOKUCNOT. [laxe HebonbLloe
N3MEHEHNE CTPOEHUA MOXET USMEHUTb GOPMY MONEKY bl U HAapPYLINUTb e€ paboTy.




OHK, PHK, reH
M XPOMOCOMaA

XpaHeHue uHpopmaLuum

AHK XpaHuT HacneacTBEHHYIO MHGOPMaLMIO B BUAE NOCNeAoBaTeIbHOCTH
HYK1eoTuaoB. IMEHHO B HEN 3anMCaHbl MHCTPYKUNKU, MO KOTOPbIM KIeTKa
CTPOUT CBOU BEJIKMU.

Peanu3auusa ceegeHuUn

PHK nepeHocuT 1 peanusyet nHpopmauuto, cumtaHHyro ¢ IAHK. OHa
y4acCcTBYET B CUHTE3€e 6eNKa U CBA3bIBAET reHeTUYECKYH 3anuchb
C paboTON KNETKMW.

EaoMHMua HacneacTBEeHHOCTHU

[eH npefcTaBnseT co6on yyactok [JHK, cBA3aHHbIV ¢ onpeaesiéHHbIM
NPU3HaKOM Unun 6enkomM. IaMeHeHne reHa MOXET NOBNMUATb Ha CBOUCTBA
opraHusma.

YnakoBka A1HK

Xpomocoma — 370 ynakoBaHHaa [HK, cBsizaHHasi ¢ 6enkamu. Takas
opraHusauma No3BosiIdeT KOMMNAKTHO XPaHUTb OTPOMHbIN 06 BEM
HacnegCcTBEHHOU MHGOPMaLUN.




[ToTOK HacneacTBeHHOU UHGOpPMaL UM

[TyTb OT reHeTn4yeckou 3anucu K npusHaky yepes PHK u cuHTes 6enka

(I)OpMVIpOBaHVIe EeﬂOK

e - o




CpaBHeHue PYHKLMA OpraHMYeCKuX BeLlecTB

ConocTtaBneHne GpyHKUUn
BellecTBO NMocnepcTBue HapyLLeHUN nomMoraer YBUOETb, YTO Ka)Kﬂ,bIVI
KJ1laCC BelWeCTB pellaeT
B3aMMOCBA3adHbl U OAUNHAKOBO
Benku Katanus Cb6oun peakumm OyHKUNM He [y6nMpyoT ApYr Apyra:
oedbununT NB6Oro Knacca cpasy oTpaxkaeTcs

Ha paboTe KNEeTKMW.

O6006LLeHNE TEMDI



[Tpn HapyLLEeHUN corfiacoBaHHOM PaboTbl YETbLIPEX KTACCOB BELLECTB KJ1eTKa
ObICTPO TePSAET 3HEPTrU0, YCTONUYMBOCTb M CNOCOBHOCTb NepepaBaTh
HacneaCcTBEHHY MHOopMaUuto.

Kflacca opraHMYyecKmnx BeLLecTB 06pasyoT eANHYI0 CUCTEMY,
OT KOTOPOW 3aBUCUT paboTa KIeTKM.

O6006LeHne TeMb



IlBe HykneunHoBble kncnotbl — AHK n PHK — nexxaTt B oCcHOBe nepepayu
N peanns3aunm HacneacTtsBeHHOU UHGOPMaLUMN.

HYKINENHOBbIE KNCJ10Thbl obecneymBaroT HacNeaCTBEHHOCTb
U pa60Ty KNEeTOYHbIX MPU3HaKOB.

LLIKONBbHBIN KYypC 6UOornm



Kak pa6oTaeT poaoc/sioBHbIXM aHaNu3

AHanus NMNPU3HaKa Nno poacTBEHHNKaM HECKOJIbKNX NOKOMEHUN MoMOoraeT YBUOETb MOBTOPAEMOCTD
N HallpaBJieHUNEe rnepenayu.

Onpepnenutb

COCTaBNAaOT NoKa3blBaeT no3BoJiIdeT TUN

HacnepoBaHUA
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LinToreHeTu4eCKnu MmeToa: YTO BUAHO
noa MUKPOCKOMNOM

KapuoTtun kak CHUMOK Habopa XpoMOCOM

Ha kapuoTune XpoMoCcoMbl BbICTPanBatoT Mo napam
M CPaBHUBAIOT UX YMCIO, pa3mep 1 Gopmy. Takoh CHUMOK
nomMoraeT yBUAeTb, €CTb JIM NINLLIHASA XPOMOCOMa, yTpaTa
yyacTKa UK KpyrnHas NepecTpomika, KoTopasi MoXeT
BNUATb Ha pa3BUTME OpPraHn3Ma.

I'Ipumep BUAUMOIo XpomMoCOMHOIo HapyuweHus

Mpun cuHgpome [ayHa HabntogatoT TpMcomMuio 21-¢
XPOMOCOMbI: BMECTO [BYX KOMUM MPUCYTCTBYIOT TPU.
[na uMTOoreHeTUKU 370 OAUH N3 CaMbIX N3BECTHbIX
npUMepoB, MOTOMY YTO U3MEHEHNE 3aMETHO YXXe Ha YPOBHe
Lileslon XPOMOCOMbI.

Korpa HYXEH LI,MTOFGHGTMLIGCKMﬁ aHaJIu3

MeToq, 0CO6EHHO MoJSie3eH, Koraa Hy>XHO NoaTBEpPAUTb
NoA4O3pPeHNE Ha XPOMOCOMHYH aHOMaJIMKO U COMOCTaBUTb
nabopaTopHbIN pe3ynbTaT C KIMHUYECKUMU NPU3HaAKaMMU.
OH NokasbIBaeT He TONIbKO Hann4ne n3aMeHeHust, Ho U ero

MacLwTao.




Ot IHK K TOYHOM nocyieaoBaTEeNIbHOCTU

2. AMnnudukauumsa

[TLLP MHOrokpaTHO KonupyeT
BblOpaHHbIKM y4yacTok OHK. Jaxe
O4YeHb Manloe KOJIMYeCcTBO
MaTepunana CTaHOBUTCSH
O0OCTaTO4YHbIM AN19 aHann3a.

1. Bbi6bop pparmeHTa

IHHK BblgenaoT n3 obpasua

N NoaouparoT KOPOTKUE NpanmMepsl
K HY>)KHOMY Yy4acTKy. 9To 3afa€eT
TOYHYHO 06N1acTb UccnegoBaHus.

3. UTeHue
nocnepoBaTenbHOCTU

CeKkBeHUpoOBaHUe onpepenseT
nocnegoBaTefibHOCTb HYK/1IEOTUAOB
N MO3BOJSIAET OOHAPYXXUTb TOYEYHble
MyTauuun, BCTaBKU U gpyrue
HebonbLne N3IMeHeHUs.
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Kak yntaroTtca ¢pnyopecueHTHbIe MEeTKW

NMogrotoBka 30HAA

B o6paseu gob6aBnaroT ¢pnyopecueHTHble [ HK-30HHbI,
KOMM/EMEHTapHbIe HY>XHOMY y4YacTKy. ECnn MuULLeHb
NPUCYTCTBYET, 30H[, CBA3bIBAETCSH C HEN N JAET
CBETSALLYIOCH METKY Nod MUKPOCKOMOM.

CurHan Ha xpomocome TOYHbIN MONCK USMEHEHUM
[Tocne rubpuansaumm nccnepgosartenb BUAUT FISH ocob6eHHO nosieseH npu noncke Mmkpoaeneuun
PACMnosIoXXeHNne METOK NMPAMO Ha XpoOMOoCOoMax. OTO N NOATBEPXAEHUN OAMarHo3a, Korga Hy>XHO yBMAOETb
NMOMOraeT ObICTPO OT/INYNTb HOPMY OT NEPECTPOUKM, KOHKPETHbIN F'eH UK Yy4acCcTOK, a He BECb KapuoTun
Korga y4acToK nepemMecTusics, ncyes LLeTMKOM.

nnu npogyoénupoBancs.
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Kakue 3apaum pewiaeTt nonynsaumMoHHas

reHeTUuKa

[TonynsauMOHHbBIN aHaNnU3 HY>XeH
He TONbKO AS1 KPYMHbIX
BbIOOPOK, HO 1 AJ1 OLIEHKMU
HOCUTENbCTBA PeaKnux MyTaumn
N CpaBHEHUS rpymnn ¢ pa3HoU
NCTOPUEN pacCeNieHUs.

HanpaeneHuna aHannsa

40
35
30
25
20
15
10
5
0
YacToTkl annenei HocuTtenbcTBO Murpaunm
MyTaLnid

YyebHasa cxema no I'IOI'IyJ'IFlLI,MOHHOM reHeTuke

OT16op 1 nzonauns
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YTO NnoKka3biBaeT cpaBHeHUe 6/IM3HeL 0B

[eHeTUUYecKoe CXOACTBO

OpHosinLEeBble OIM3HELbl BO3HUKAKOT

N3 OAHOMN 3UrOTbl, MO3TOMY UX FEHETUYECKOE
CXOLCTBO MOYTU NOJSIHOE. Ecnu npu3Hak
coBnajaeT y HUX 3HaUYUTEeNbHO Yalle, Yem

y ABYSANLEBbLIX, MOXHO FOBOPUTb O CU/IbHOM
HacfieCTBEHHOM BKage.

KoHTponb gna cpaBHeHUS

[BysinueBble 61M3HELbI pa3BUBatOTCA

N3 pasHbIX 3UTOT U CXO4HbI APYr C APYrom
NPUMEPHO KaK 0b6blYHble 6paTbs U CECTPbI.
X cpaBHeHMe NOMOraeT oTaenuTb 4ENCTBUE
OOLMX CEMENHbIX YCNOBUN OT BIUSHUS
HacneaCcTBEHHOCTM.

& =g -

Bknap cpepbl

Ecnny 6nmsHeUoB pa3nn4yaroTca PoCT, Macca
Tena unu NposaBneHne 601e3HMN,
nccnepgoBartenb OLEHMBAET POJb NMUTAHUS,
ob6pasa XWU3HU N oPYyrnx BHeLWHNX GpaKTOPOB.
Tak MeTof, NoKa3bIBAET, YTO MPU3HaKU
GOPMUPYIOTCH COBMECTHO reHaMun n cpenoun.
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[[Ae NPUMEHSAIoT pe3ynbTaTbl FreHeTUKHU

Oo6nactb
NunarHocTuka HacneacTBeHHasa 60ne3Hb
Puck ong cembu OLeHKa HoCuUTenbCcTBa

[TpodunnakTuka paHHee HabnaeHune

MeOuko-reHeTn4yeckaa npakTuka

PesynbTaTbl FeHETUYECKUX UCCNefoBaHUN
HY>XHbl HE TOJIbKO AN MOCTaHOBKM
OnarHosa, Ho U Asa nnaHMpPoBaHUS
HaONO4EHNSA, KOHCYIbTaUUM CeEMbM

1 BblOOpa NpodpmnnakTUYecKmnx mep.

Bce HalfpaB/1€eHNA NPpaKTU4eCKOoro npnMeHeHu4
CBA3aHbl C pPaHHUM BbldABJ1IEHNEM PUCKa U oonee
TOYHbIMU pelweHnaMun gnd naunueHTa n ero
POOCTBEHHUKOB.

18



[lpoBepb ceba No Teme

1. HocuTtenb
MHpopmaLum

Ha3oBWUTe, Kakou Kracc
OpraHMYecKunx BeLLECTB
XPaHUT HacneacTBEHHYIO
MHPopmaunto. O6bACHUTE,
no4yemMy MMeEHHO
HYKTEMHOBbIE KUCNOTHI,

a He yrneesogbl

WU NUNnAbl, OTBEYAlOT

3a nepenavy Npu3HaKkos.

2. AHK u PHK

Yem OHK oTnnyaeTcsd

oT PHK no cTtpoeHuto

N PONU B KNETKe?
BcnomMHuTe, rge o6bIYHO
Haxogutca OHK n kakyto
¢YHKUUKO BbinonHAeT PHK
NpPU CUHTE3e OenlKa.

3. MeToabl aHaNMU3a

Kakon meTtof nsy4daet
XPOMOCOMBbI LENTUKOM,

a Kakou — oTaefibHble
reHbl? CpaBHUTe
LUUTOreHEeTUYECKNN
aHanuns, INyP,
cekBeHupoBaHue n FISH

No OObEKTY UccnegoBaHuA.

4. HacneactBeHHOCTb
U cpeaa

[Toyemy An9 OLEeHKU
HacneacTBEHHOCTU BaXXHO
YUYUTbIBATb U MEHHI,

n cpepy? lNpusegute
npumMep NpusHaka,

Ha KOTOPbIN BNUSIET

He TO/IbKO HacriegoBaHue,
HO N 0Opa3 XXMN3HM.
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KneTtka, HacneacTtBeHHOCTb
U AUNarHoCTUKa

OpraHunyeckmne BellecTBa K/1eTKM 06pa3yroT eAnHY CUCTEMY: OOHWN AatoT
SHEpPruto, Apyrue CTPoAT CTPYKTYPbI, @ HYKNENHOBbIE KUCNOTbl COXPaHAIOT
M NepenaroT HacneaCcTBEHHYHO nMporpammy. FleHeTMKa YyenoBeka NnomMmoraeT
ynTaTb 3TY NPOrpaMMy M NOHUMATb €€ NPaKTUYecKoe 3HaYEeHue.




