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N3MeH4YnBOCTb OpraHM3MoB



N3meH4YUBOCMb - 3TO CBOMWCTBO XUBbIX
opraHM3mMoB N3MEHATb Kak camy
ﬂacnenCTBeHHyro MHdOopMaLnIo,
Nony4vyeHHy OoT poauTeneun, Tak U NpoLecc
peanus3auun 39Ton UHdopmMaumm B Xoae
OHTOreHesa.

Knaccudumkauma cdoopm USMEHUYUBOCTM.
* heHOTUNNYECKan
* OHTOreHeTn4YeckKkas
* reHOTUNMYyeckKkas




deHOMuUNu4yeckou N3MEH4YUBOCTbIO

(HeHacsieocmeeHHOU, MooOuguKayUuoHHOU,
oripedeJsieHHoOU no LapeuHy) Ha3blBaeTcs
NU3MEHYUBOCTb (eHOoTUNna B OTBeT Ha daKkTopbl
BHELUHEW cpeabl.

1.
2.
3

Xapakrepucrtuka:

Hocut maccoBbIn XxapakTep.
U3ameHsieTca cheHOTUN NpU CTaOUNIbHOCTU reHoTUna.
CamMmu nameHeHUs He HacneayrwTCHA, MO HacneacTBy
nepeparoTcsa npegenst U3MEeHYMBOCTU, UMK HOpMa
peakuumn, Kotopas 3akogmpoBaHa B reHoTune.
N3ameHeHus BO3HUKAIOT noa AeUCTBUEM
onpeperieHHoro akrtopa M ageKkBaTHbl XapakTepy,
cune v nNpPoaAOSKUTENLHOCTM AEUCTBUA  ITOro
cdakTopa.
[lpusHak Bo3BpawWaeTcd B UCXOAHOE COCTOsIHUEe

nocrie npeKkpaweHuss 0enNCcTBUA Bbi3BaBLUEro ero
dakTopa.




Hopma peakuyuu moxxem 6bimb:

1. LWupokou — npu3HaK eapbupyem 8 WUpPOKUX rnpedesax,
c/ie0oeamesibHO 8 MeHbuWweu cmerneHu 3asucum om
2eHomuna, a 6 b6osibweu — om chakmopoe eHeuwHeu

‘Epedbl (Hanpumep, Macca mesia, YOOUHOCMb Yy
PYyrnHO20 po2amo20 CKoma).

2. Y3kou - npu3sHak eapbupyem 8 Y3Kux npedesax,
criedoeamesibHO 6 b6oJsibwel cmeneHuU 3asucum om
2eHomuna u e MeHbwel — om ¢akmopoe cpeobi
()KUPHOCMb MOJIOKa Yy KPYynHO20 po2amo20 CKoma,
OKOHYameJsibHbIU POCMm 83P0CJ/1020 Yes108€Ka).

3. Hyneeou - npu3Hak He WU3MeHSIeTCA NnoA OeUCTBUeM
cdhakTopoB cpeabl (rpynnbl KpPOBM 4YerioBeka no
cucteme ABO).

Ona 3BONMMUMOHHONO npouecca QeHoTUNN4Yeckas
U3MEHYMBOCTb MMeeT OoNnbluoe 3Ha4YeHUue:. Kaxaasa ocoOb
AaeT CBOU BKIag B 3BOSIIOLMIO, KOTOPbLIN TeM Oornblue, Yem
MHOro4YmcrieHHee NOTOMCTBO, a 3TO 3aBUCUT OT peHOoTUNA
— npun ApKom c¢peHOTMNE AaTb NOTOMCTBO OOSbLUe LUAHCOB
(aaxe ecnu reHOTUN He OYEeHb XOPOLUUMN).



OHmMmozeHemu4eckasi N3MEHYUBOCTb —
3TO 3aKOHOMEpPHOe U3MeHeHue reHorumna
U _cdeHoTUna B xoae OHToreHesa. (He s

omeem Ha Oelicmseue ¢hakmopos 8HeuwHel
cpeobl!).

[Ipumepsbl.

 U3meHeHUA cbeHOTUNA B npoLecce
pocTta. [losiBrneHne BTOPUYHbLIX NMOSIOBbIX
NPU3HaKoB.

* A3aMeHeHuna peHoTUNAa B Xo4e pa3BUTUA
C MeTaMopdo30M.




 3aKOHOMEPHOE M3MEHEHME reHoTumna B Xoae
OHTOreHesa oOOHapyXeHO HegaBHO. W3BeCTHO
TakKnx NPUMEpPOB HEMHOTO. Tak,
MMMYHOIMOOYNNHbLI Y MbILLEN COCTOAT U3 ABYX
dpakunn: V  (BapuabenbHas) n C
(KOHCTaHTHasA). Y 3MOPUMOHOB  MbillLen
Koaupyrowme UX reHbl pacrnofioXXeHbl Ha
AOBOJSIbHO OOSNLLUIOM pPacCTOSAHMU ApPYyr OT

apyra:

\Y/ C OHK

Yy B3POCJIIbIX IATU reHbl CO€eAVNHEHDLI,

CnnBaroTcAa U padoTaroT Kak OOUH:
V + C [NHK




'eHOomMunu4yeckass N3AMeH4YUBOCTb
obycrnoBneHa UaMeHeHneM reHoTuna.

+

= B0

HocuTt nHanBuayanbHbIN XapakTep.
N3meHsieTCA reHOTUM.

N3meHeHUA NnepeparoTca NO HacneAaAcTBYy.

N3ameHeHNA He ageKBaTHbI XapaKTepy, curne u
NPOAOMKUTENIbHOCTU OEeNCTBUA Bbi3BaBLUEro
nx dakTopa (HeonpepeneHHas
N3MEH4YMBOCTb No [JapBUHY).

[MpusHak He BoO3BpawWaeTcsa B UCXOQHOe
COCTOSIHMEe nocrie MnpeKpaweHnsa OencTBus
Bbi3BaBLUero ero pakropa.



feHOTUNNYecKast U3IMeHYUNBOCTb
+ noapasgenseTtcd Ha ABa Bupa.

KOMOMHaTUBHYK U MYTaLMOHHYHO.

S N



KombuHamueHasi obycnoBrieHa nepekomou-
Haunen uMeroLerocsi reHeTU4eCKoro Mmatepuvana.
B npupoae nmeerca 3 ee UCTOYHUKA:
1)_|, He3aeucuMoe pacxoxdeHue XpPOMOCOM 8
mMeuo3e (4Yucso koMbuHayuu cocmaersisiem 2", 20de
N — YUCJZI0O XPOMOCOM @ 2ariJIouUOHOM Habope; y
yesioeeka n = 23);
2) siesieHUe KpoccuHz2oeepa (0bMeH 20MoJsi02UY-
HbIMU y4YacmKamMu MexXdy 20MOJ1I02UYHbIMU
XpomMocomMamu),
3) cnyyamHoe KOMOMHMpPOBaHUE XPOMOCOM BO

BpeMA onJioaoTBOpPEeHNUA.

3mo rpueooum K 02poMHOMY pa3Hoobpa3ur 2eHomuros u
gpeHomurios u obycroenueaem b6ornbwyro
rnpucriocobriseMmocme.



B oOCHOBe MymayuoHHOU W3MEH4YNBOCTU —

KayeCcTBeHHas Unu Kornn4yectBeHHas
nepecTponkKka reHeTU4YeCcKoro annapara.

+ Knaccugbukauyusi mymauuti

1. o XapakTtepy nposiBneHus B

reTepo3nroTHOM COCTOSSHUM — OOMUHaHMHbIe
(nposiBNAOTCA B reTepoO3UroTHOM COCTOSAHUN) U
peueccueHble  (NPOABNAIOTCA TONMILKO B
rOMO3UroTHOM COCTOSIHUN).

2. B 3aBUCUMOCTMU OT MNPUYUHbI MyTauuUnN -—
CrIOHMaHHbIe (0e3 BUAUMBLIX NMPUYMH, XOTA Ha
camMoMm aene npUYnHa eCThb) n
UHOYyUUpPOBAaHHbIE.

3. B 3aBUCUMOCTM OT NoKanusauum B KIreTke —
si0epHbIe N yumorsiaamMmamu4yeckKue.



4. No OTHOLWEHUID K BO3MOXHOCTU HacrenoBaHUA —
2eHepamueHble (B NOJZIOBOM  KINeTKe) U
comMamu4yeckue (BO3HMKLUME B COMAaTUYECKOW

ecHoun Kknetke). ComaTtunyeckume wMyTauuum vy
BUOOB, Pa3MHOXaAKLWNUXCA MNOJSIOBbIM CMNOCOOOM,
NoO HacneacTtBy He nepeparwTcs, HO And
opraHuama OHMU He ©Oe3pa3nuyHbl (Hanpumep,
poaAuMble MNATHA, MATHA Ha paayXxkKe, pakoBas
onyxornb).

5. PyHKUMOHanbHasa ( B 3aBMCUMOCTN OT Ucxona) —
rnoJsiesHble, epedHbie (B TOM YUcre neTaribHble) U
HelmpasbHble (6e3pa3siudHbie).

6. Mo xapakTepy M3MeHEeHUA reHoma — 2eHHble (Ha
YPOBHE reHa) , XxpOMOCOMHbIEe N 2eHOMHbIE.



reHHble, UJin TOYKOBbLIE, MyTaLl M.

OCHOBE — U3BMEHEHUA B CTPOEHUN MOJSIEKY b
K, T.e. nocnegoBaTesnibHOCTU HYKNeOoTUAOB

reHa. Bce oHM moryT ObITb 00bLeANHEHDbI B TPU
rpynnbil.

3aMeHa OAOHUX a30TUCTbLIX OCHOBAHMU Ha
apyrve. Hanpumep, npu p[esamMuMHUpPOBaAHUMU
(UMTO3MH npeBpawiaeTcd B TUMMUH) UNU NpuU
OLUMOOYHOM  BKMHOYEHUM  HyKneotTmga B
npouecce pennukaunm JHK.



2. COoBUr paMmKku cuuTbiBaHUA — B pe3ynbkraTe
BbinageHus Unu BCTaBKM KaKoro-To

~|—HyKneOTM.qa B CUHTE3NpyemMylo LUenb.

AAA UI'T AAUl nonunenmud deH- ana —newu

KoOdoeceHHas uenb [JHK

AAA AUl TAA deH — umc — une

3. W3mMeHeHMe nopsigka HykKneotuagoB B
npeaenax reHa (npu noBopoTte Ha 180°
ydyacTtka uenu HK).



XPOMOCOMHbIEe MyTauuu
00s13aHbl CBOUM NOSIBIIEHUEM U3MEHEHUAM
CTPOEeHUA XpoMocoM. [lenAaTcAa Ha sHympu- v

MEXXPOMOCOMHbIe.
BHympuxpoMOCOMHbIe. (AB C D E |

a) «deghuweHcu» - OTPbIB KOHLEBOro y4acTKa
XPOMOCOMbI.

| AB C D |

6) desneyusi — BbinageHne BHYTPEHHEro y4yacTtKa
XPOMOCOMBbI.

(A B Cc E |




B)dynsiukayusi — ynBoeHne y4acTtka XpOMOCOMblI.

| AB C D D E |

r)iHeepcun — NOBOPOT y4YacTKa XPOMOCOMbI Ha
180°. UHBepCcUusa MOXeT ObITb
* NepUUEeHTPNYECKOU (3axBaTbIBaeT LLeHTpoOMepY)

(ABD]c E]

n
* NapaueHTpUYeCcKkou (B npepgenax ogHoOro nrieya).

(A c Bl b E]




MexxxpoMocoMHbIe abeppayuu

a) mpaHc/IoKayusi — B OCHOBE JIeXUT OTPbIB y4YacTKa
0D,j.0l7l XpPOMOCOMbI U NpucoeauHeHue ero K Apyrowu
pomocomMme. PasHOBMAOHOCTU. peumnpokHas (B3anMHbIN
obMeH nne4vyamun), pobEPTCOHOBCKAA — LEHTPUYECcKoe
pasgeneHne nnu CrnmaHne oTaenbHbIX XPOMOCOM.

ABCDE FGH A{}V}O CDE FGH

auER>.CRD

PenunpoxHasa
TPaAHCIOKAIT A




MEXXPOMOCOMHbIE ABEPPALIUNA

+

+

N | | N

PobepTcoHOBCKasi TpaHCnoKauus -

LeHTPpUn4ecKkoe pasgerieHme Uium crimsaHue
OoTAEJIbHbIX XPOMOCOM



6) mpaHcnio3uyuss — B OCHOBe fMepemMeLlleHue
HeOOoNbLINX YYAaCTKOB reHeTU4YeCKOro Mmatepuara Kak
B Mpepenax oOOHOWM XPOMOCOMbLI, TaK U MeXxAay
XpomMocomMaMu (MOOUSIbHBIE, «MPbIratoLLme» reHbl).

HepenunpokEas

TPAHCAOKAIHA
ABCDE FGH (qayonogunps) 4.2
—_—




[eHOMHbIe MyTaunmn odycCrioBrieHbl
N3MEHEeHMeM Yncria XpomMocom.

+ Pasnu4yaloTt 2 Buaa Takmx MyTauunu:
1) nonunsoudusi, T.e. YBeJNIMMeHne 4ucna
XPOMOCOM Ha BEJINYUHY, KpaTHYIO rannongHomy
Habopy.

[Tlonunnongma  WUMPOKO  pacnpocTpaHeHa Y

KYNbTYPHbIX U ANKOPACTYLLNX PACTEHUN.

. [MweHuya umeem 3 8uda — C OUMTOUOHbLIM
(2n), mempannouodHsIimM (4n) u 2ekcarn/iouoHbImM (6n)
Habopom xpomocom (n=7). [aHHOe sereHue
ucrionib3yemcss 8 cernekuuu (y nosurnsiouOHbIX
pacmeHul KpyriHee 8ezemamueHble opaaHbl U
/100kl).



B J’XKMBOTHOM MVpe MOMUNIIOUANA —
mdflmroqume. BcTpeyvaetcs OHa y
MHy30pun, y pbIO.

Y 4ennoeeka ycmaHO8J/IeHO pOXOeHue
mpursioudoe, HoO OHU HEe)XXU3HeCNnoCOOHbI
(cywecmeyrom om HEeCKOJZIbKUX MUHym
0d0 HEeCKOJIbKUX 4aco8).



2) aHeynsaoudus, npu komopou Habrrodaemcsi
yBeJrinyeHne 4Yymcsria XpoMoCOM Ha BeJfIMYMHY, He
KpaTHYHO ransiongHomMy Habopy.

- B cny4yae TpMcoMMU nmeeTcs ogHa JNIULLHAA
Xpomocoma (Habop 2n + 1),

°* MPU MOHOCOMMM OfHA XPOMOCOMaA
oTcyTcTByeT (Habop 2n — 1),

* MPU HYJIMCOMUUN OTCYTCTBYET LIeJSIUKOM
XpoMocoMHas napa (2n — 2).

[eHOMHbIE N XPOMOCOMHbI€ MyTauuum y
yenoBeka nexar B OCHOBE rpynnbl

3aboneBaHNN, Ha3blBa€MbIX XPOMOCOMHbLIMU
oone3HAMMU




XpomMocoMHbIe 6os1e3HU Yesi08€eKa
OTO OOBOMbHO YacTasa NaTtonorusi, Tak YTo 3HaTb €ee
OO0JKHbI Bpadn Bcex crneumanbHocTten. BeTtpeyvaetca B 1%
E;L)anes cpean Bcex HOBOpOXAeHHbiXx, B /% - cpegu
MEePTBOPOXOEHHbIX N B 42% CaMonpoOun3BOJIbHbIX
BbIKMObILLEWN.

XpoMOCOMHbIe Oone3Hn penaATcA Ha 2 rpynnbl.
ayTOCOMHbIe (HapyweHUsAs CO CTOPOHbLI ayTOCOM) W
reTepoxpomMOCOMHbIe  (HapylwleHust CO  CTOPOHDI
NOJSIOBbIX XPOMOCOM).

B 1971 r. Ha MexxayHapoaHOM reHeTU4eCKOM KOHrpecce B lNapuxe
Oblna BBegeHa eAMHasA MeXayHapoaHaa LUTOreHeTn4yeckas
HoMeHKnaTtypa. CornacHo 3ToOM HOMeHKNnartype,

KapuoTun HOpManbHOW XeHWUHbI — 46, XX;
KapuoTun HOpManbHOro My>4uHbl — 46, XY.



'emepoxpomMoOCOMHbIe 60s1e3HU

CuHOpom Lllepewesckoz2o-TepHepa
45 X{(MOHOCOMMUA MO NOSI0BON XPOMOCOME)
KpaTkaa xapakrepuctuka cheHoTuna
* [lon — XXeHcKnu.
* Hactorta — 7 cny4ae Ha 10000
HOBOPOXOEHHbIX OEBOYEK.
* HN3KMUN pOCT, KOPOTKaqa Leqd,
KPbISTOBMOHAA CKagka Ha wee (OT 3aTblSika
K Npeanneynto).
* becnnogue (HegopasBuUTNE ANYHUNKOB).
* MHQpaHTUNU3M.
YcnyXXnuBbl U TPyAONOOUBLI.




CuHOpom Knalticbennbmepa
47. XXY (neekas cmeneHsb) unu 48,
XXXY (msixenasi cmerneHb)

. i‘ion — MY>CKOMW.

« 20-25 /10000
HOBOPOXOEHHbIX Marb4MKOB.

* Hegopa3BuTe CEMEHHUKOB.
 Y3Kne nneyu, WMpoKnm Tas,
€BHYXOMOHbIN TUM TENMOCIIO-
XeHUs (OTrnoXeHne Xxupa

MO XXEHCKOMY Tuny).

* YMCTBEHHAA OTCTaloCTb.



CuHdOpom nostucomuu no X-
XpOMOCOMe
47, XXX u 48, XXXX

Of1 — XXEHCKUN.
* 14 / 10000 HOBOPOXXOEHHbIX
OEBOYEK.
* ®eHOoTNN — pasHOObpasHbLIN.
* MoryT gaxe goaBsaTb
NOTOMCTBO.
e [laTOnornyeckmne npusHaku
TEM BblpaXeHHee, YeM dornblue
4MCNO X-XPOMOCOM.




CuHOpomMm dobasoyvyHoU Y-xpoMocomMmbl 47, XYY

* [lon — mMy>XCcKoun.

e 10/10000 HOBOPOXOEHHbLIX MaNbB4YNKOB.

o  deHOoTUN — pasnnYHbIN, MOXET BbITb N HOPMaribHbIM.

‘—|—BnepBble 9TOT CMHAPOM  Obln  OOHapyXXeH vy
3aKMNO4YEeHHbIX B AHIMMNW. B CBA3M C 4YEeM BO3HMKIIA
rmnoTtesa. NPecTyrnHOCTb — HBfeHne Ouosriornyeckoe.
OgHako C ToM Xe 4acToToM OH ODHapyXuBaeTcs U y
cBOOOAHbLIX rpaxgaH. OpgHako Bce Xe  4vacThl
arpecCcmMBHOCTb, pasgpaxuTenbHOCTb, HeagekBaTHoe
noBeJeHNe — XapakTepHble 4YepTbl MNCUXONATUYECKOW

JINYHOCTMN.

Kapnotun 48, XYYY

B8 (€ B 50 40 A

WK B3 Ba AR SR BK

N AR NO XX BA XA

XX RX Axr an A“hx



AymocoMHbIe 60s1e3HU
CuHOpom dayHa 47, XY + 21 unu 47, XX + 21

(mpucomus rno 21-ou nape xpomocom)
*C rornom He cBsi3aH.

-15-|1—1 0000 HoBOpOXAEHHBIX 0OOMX NOMNOB.
*YKOPOYEHHbIE KOHEYHOCTU, MareHbKas rosfioea,
NS10CKOE NUUO, LWMPOKasi nepeHocuua, MOHroNTouaHbIN
pa3pes rnas, 6onbLWon A3bIK (MO3TOMY POT NPUOTKPLIT).
*AHOMarnMn CTPOEHNSA BHYTPEHHNX OPraHoB.

*Pe3ko BblpakeHHasi yMCTBEHHAs1 OTCTaNoCTb.
«’)KeHLUWHbI MHoraa MoryT UMeTb AeTen, MYXUUHbI —
HUKorga.

* 31% O6onbHbIX yMMpaeT go 1 roga, NpuUYemM oT 0ObIYHbIX
NPOCTYAHbIX 3aboneBaHnN, Tak Kak CHUXKEH MMMYHUTET. HEOOSIO.
* lHorga obycroBrieH He TPUCOMUEN, @ mpaHcriokauyueu
(peuuripokHou) mexady 13 — 15 u 21 xpomocomamu,; 8 3mom
cllydae XpomMmocoMm 46.




CuHOpom 30eapdca 47, XX + 18 unu 47, XY + 18
(mpucomus rno 18-ou nape xpomocom)

« 2 / 10000HOBOpPOXOEHHBIX 0BOEro nona.

* MHOXecCTBeHHbIe ypoacTea (HU3kuin nob,
LLINPOKMI 3aTbINOK, HEAOPAa3BUTAsSA HMKHSAS
YerCTb, a TakKe U BHYTPEHHUE OopraHbl).
«)XMBYT Heomnro, 4acto 4o Tpex MecaLeB.




CuHOpom 30adca
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CuHpakTunus, crmbartenbHasa gedopmaums
nanbueB pyK



CuHOpom lNMamay 47, XY + 13 unu 47, XX + 13
(mpucomus no 13-ou nape xpomocom)

* 1 /10000 HoBOpOXOEeHHbIX 0DOEro nona.
o LLIENWHbI MATKOro U TBepaoro Heba, HegopasBUTUE

rnas, HenpaBuUnbHO CHOPMMUPOBAHHbLIE YLLIN.

* )XuByT 00 roga.




MukpodTanbm

CuHOpom lNamay 47, + 13
(mpucomus no 13-ou nape
XPOMOCOM)



CuHOpom JlexxbeHa 46, XX, 5p- unu 46, XY, 5p-
(Oereyusi Kopomkoeo rsaeda ( p ) 5-ou xpomMocombl)
[lpyroe Ha3BaHne — <K CUHOPOM KOWa4Ybe20 MuUcKay
BCNeACTBME HAPYLUEHUSA CTPOEHUA rOPTaHM.
uﬁ-}HOOGpawoe nmuo.

* ArpeCCUBHOCTb.

» Tsbkenasa popma cnaboymus.

» )XuByT Heponro.

 [1aHHbIX NO YaCTOTE HET, TaK Kak onnucaH HeaOaBHO.




lpuy4yuHblI U Yacmoma mymauyuu

« CnoHmMaHHbleé MyTauuum BO3HMKaAKT 0e3 BUAUMBIX
npﬁsm-l. Bce cBouctBa M nNpPU3HAKU OpraHuM3ma
noaBepXeHbl CMOHTAHHbIM MyTaLUAM.

Yactota wMyTauumMm B npupoae onpegensieTcsd
OTHOLUEeHMeM YUcsia raMeT, HeCyLMX AaHHY0 MyTauuio, K
oowemy  4ucny ramet  (@aHHOro NOKOJIeHUSA).
CnoHTaHHbIe MmyTauuu coctaBnatoT 10°-107 (1 rameTa n3
100 TbicAY — 10 MnIH). Y apo3socpun 25% rameTt HecyT
U3MEHEeHHbIe reHbl (T.€. KaXxaan YyeTBepTas rameTa).

MyTauun mMoryt matm v B NpssiMomM, U B o6paTHOM
nopsigke (T.e., U peLecCUBHbIe FreHbl — B JOMUHaHTHbIE,
U JOMWHAHTHbIE — B peLieCCUBHbIE).



lMpu4uHblI CNOHTAaHHbIX MyTauuW YCNOBHO AenAaTcs
Ha 2 rpynnbl — 6HeWHUe N HYMpEeHHUue.

-ﬁieumue CBfi3aHbl C eCTeCTBeHHbIM paAnaLUOHHbLIM
bOHOM: KOCMMYECKMMU WU3NyYeHUsIMK, paguauunen
3NIeMEeHTOB 3eMHOWM KOpbl, pagMakTUBHbIMWU N30TOMNaMM,
nocTynarLwWmMMn B OPpraHM3m C nuLlemn.

* BHyTpeHHUEe oO0ycnoBrieHbl reHOTUNOM. Y KULUEeYHOWU
narsiouku ecTb TreHbI-MyTaToOpPbl, HariMimMe KOTOpbIX
yBenMuuBaeT 4acTtoTy MyTauun apyrux reHoB B 2000
pa3. Y HeKoTOpbIX §nWMHUN Apo3odunbl YacToTa
netanbHbIX MyTauum B X-xpomocome, coctaBnsaet 1%.




AHOyuyupoeaHHble MyTauun BO3HMUKAKOT B
pe3ynbraTte uUefieHanpaBrfieHHOro AeucTBus
"Eaxoro-To dakTopa. HagcoH un dPununnos
(1925 r.) BnepBbie NOAYyYUNU NX y APOXKeBblX
KNETOK C MNMOMOLbLI PEeHTreHOBCKUX Jy4eu.
Mennep (1927 r) BbiI3Ban MyTaumMm Yy

Apo3odunobil.

dPakTopbl, Bbi3blBawOLWMe  MyTaLUM,
Ha3bIBalOTCA Myma2eHHbIMU, OHU OEeNATCA Ha
3  rpynnbil: domsnvyeckue, XuMMUYeECcKue,

ounonormnyeckKue.



du3udecKkue MymaceHhbl
-JQOHmupyrou.wle N3ny4yeHuUs —
PEHTreHOBCKOe, anbda, Oeta, ramma W
NOTOK HEUTPOHOB.

Mo nencreBmem MOHU3UNpPYIOLLEero
N3Ny4YeHUs B KIreTKax obOpa3yrTCA MOHbI
H*, OH’, aktuBHO BcCcTynawuwue B
XUMMYecKune peakuum, KOTOpbIe
npuBOoAAT K HapyweHuto ctpoeHusa OHK wm
BO3HUMKHOBEHUIO MyTaLUMN.




Temnepartypa.

onbiTax Ha Apo3odumnax
eﬁl-lapyx(el-lo 4TO NOBbILIEeHMe
TemMnepartypbl OKpyxXarLieu cpeabl
npMBoOUT K YBeNIUMEHUK  4acToThl
MyTaLuun. Yy KYpUnbLUNKOB yacTto
BO3HUKaeT paK HNXXHEW ryobil.
YnbeTpaduoner.

Bbi3biBaeT nosiBlieHue onyxoneu
KOXW, CMOCOOCTBYeT O3J5I0Ka4yeCTBJIEHUIO
AO0OpPO-KayeCTBEHHbIX OMYXOseu.



XnMmmuyeckue chaktopbl

BewecTB, BbI3biBalOWUX MyTauuu, O4YeHb MHOro —
p,eﬁgﬂ(u U COTHM ThICHM.
Hanpumep:

* KOJIXUUUH - MUTOTUYECKUU A4 — pa3pyLuaeT BepeTeHo U
oCTaHaBNnUBaeT AerieHne Ha meTtadase,

* hopmasibOe2uo n ero nponsBoaHoe — hopmMasiuH ;

* nrecmuyuosli, 2epbuyudsi ;

* KOQDEUH ;

* MHOIME JeKapCTBeHHble npenapatbl (ome4yecmeeHHbIU
acrnupuH, cynbgaHunamuosbl) ;

 pomopeakmuesnl ;

* KOHCepeaHMbI ;

* paKemHoe mornJsueo.



Bbuonornyeckme dhakropbl
* Bupychbl
'*)q(-MBble BaKLUUHbI
* TOKCUHBLI rPNOOB U Napa3uToB
* Bo3pacTt (4em 6osnblle, TEM Bbllle BEPOATHOCTb
BO3HMKHOBEHUS HacneOCTBEHHbIX 3abofeBaHUN,-
Tak, cuHgpom [layHa B 14 pa3 4yalle BO3HUKAaET Yy
OeTen oT maTtepen, poxarwwmx nocne 40 ner).
 HapyweHune c¢pyHKUMUM KaKOro-to opraHa ( Tak,
paKk MOJIOMHOM Xemne3bl Yalle BO3HUKaeT Y
HepOXXaBLUMX XXEHLLMH)




Bo3HuKwaa wmMyTtauma GpeHOTUNUYECKHU
nposaBnsaeTcAa He Bcerga. B npupoae cyulectsyer

OLHaHs CUCTEMA AHTUMYTaLHNOHHbIX
apbeposB Ha MOJIEKYJISPHOM,
CybKJ/1IeTOUYHOM, KJIETOYHOM 7

OpraHN3MeHHOM YPOBHSAX.
PaccMoTpuMm 6onee noapobHo Mosiexy/1sapHo-
reHeTHnYecKmun ypoBEHbD.

1. Bo-nepBblX, 3TO HanM4uMe AOBYX HUTEN
monekynbl AHK: n3MeHeHns BO3HWKAOT B OAHOW
HUTW, NO BTOPON BOCCTaHAB/IMBAETCSH HOpPMasibHas
cTpykTtypa AHK.



[lpoLecc  BOCCTAHOBNEHMUS  MOBPEXAEHHOM
MONeKysbl Ha3biBaeTcs penapaymnen [HK: oOHa
db—naaeT HECKONMbKUX BUOB:

A. [JoperiinKkaTBHasA:
A.1. cBeroBasi n
A.2. TeMHOoBasi;

b. TocnepenimkaruBHas;

B. SOS-penapaymns.



A.1l. CBeToBaa aopeniMKkaTUBHaA penapauus — 310
yCTPaHEHNE MNOBPEXAEHUW, BO3HUKLUMX MOA AEUCTBUEM
YO®. T[lpoTekaeT TONbKO Ha cBeTy. Y® BbI3blBaeT
og'ﬁmBane B HK anmepoB:

U-A-T-A-IT-T=T-A-T

r-T-A-T-UH-A-A-T-U

Bo3HUMKaeT [0NO/THUTENbHAS CBS13b Mexay

HYKNeoTMaaMM OAHOWM uenn U pas3pbiB  Mexay
HYKNeoTMaAaMM pa3HbiX Lenen. oa AeNcTBUEM KBAHTOB
BUOMMOIO CBeTa B KeTke obpa3yetrca @epMeHT
aAes3okcupmnbornagnmpuMmnanHdoTosinasa, KOTOpbIN
BOCCTaHaB/IMBAET HapYyLUEHHbIE CBSI3M.



A.2. TeMHOBa#s AopenJimkaTuBHas penapaums
npoMcxoaumtT M Ha cBety, M 6e3 cBeta. CrocobHa
YCI'DaHFITb noBpeXaeHusi, Bbi3BaHHble NO6bIM  BUAOM
MyTareHa. YCNOBHO B HEU BbIAENAOT 5 da3s:

e y3HaBaH/e NOBpeXAeHHOro y4yacrTka;

e Hagpe3aHue (HaacekaeTcss PepMeHTOM);

e Bbipe3aHue NoBpexxAeHHOro y4yactka;

e cMHTe3 (HOBOM Lenun);

e CLUMBAHME BHOBb CMHTE3UPOBAHHOIO y4YacTKa C

KOHLaMK HenoBpexaeHHon JHK.



Y yenoBekKka ecTb

peueccuBHas MmyTauus,

B OCHOBE KOTOpOU
HEecCrnocoOHOCTb KNeToK
| YyCTpaHATb TUMUHOBbIE
AnMepbl, o00pa3oBaHHbIe noA

aeuncrtenem YO.

OHa nposaBnaeTcsa Kak

NMUrMeHTHas Kcepoaepma.




b. NMocnepennuMkaTuBHana penapaums HabnonaeTca B
CUHTETMYECKNU nepunoa nHTepdasbl. Bo BpeMs pennunkaumm
ﬂ{-rK Y4aCTKM C AUMEpaMU He PperyimunpyroTcs, MO3TOMY
BHOBb CMHTE3MPOBAHHAsA HUTb cOAepXUT bpeLun. MNoToM OHM
3aMOJIHAIOTCA  NYTEM PEKOMOUHAHTHOIO CHHTE3a C
HenoBpexaeHHon monekynon AHK.

B. SOS-penapauusa npoucxoant, ecnu Monekyna AHK
CUNIbHO pa3pylieHa. Toraa HUTb CTPOUTCA W3 MeEepPBbIX
NONaBLUNXCA HYKIeoTMaOoB, MPU 3TOM UCXOAHas CTPYKTYpa
[JHK He BoccTaHaBnMBaeTcH.



EcrecTrBeHHbIE aHTUMYTAaLMOHHbIE bapbepbi

2. Cxoacreo AMUHOKUCNOT no
YHKLIMOHAJIbHOMY AEUCTBUIO: KOJ W3MEHWUJICS
nosiBuiacb HoBasi aMUMHOKMCIOTA — HO YHKLMS

6enka He n3MeHwunace.

3. BbIpoXXAEHHOCTb reHeTUUYeCcKoro Kopga
(TpunnetoB 64, aMnHoKMCcNOT 20) — OAHON N TOW Xe
aMUHOKWNCIOTE COOTBETCTBYET A0 6 TpUMNNETOB,
NO3TOMY MOXET 06pa30BaTbCA TPUMNET-CUHOHUM.

4. [Oy6nupoBaHuMe reHoB. CylWEeCTBYIOT Tr€EHbl
YHUKaNnbHblE, HEMOBTOPUMbIE, TFEHbl CO CpeaHEN
4aCTOTOM MOBTOPOB W reHbl C BbICOKOM 4YaCTOTOW
nosTopos (Ao 10 000).



4. NMNapHOCTb XPOMOCOM B AnnnonaHoM Habope,
NO3TOMY peLeccuBHbIe MyTaLnn He

ﬁpo;l BNSAIOTCS.

5. OT60op npoucxoauT Ha BCeX YPOBHSAX:
MONEeKyn,  KNeTokK, opraHudma  (rubesnb
SMOpUOHA, MepTBOpOXAeHune, rmnbenb B
paHHeM aeTcTBe, 6ecnnoane); Bce 3TO 3almTa
nonynsumMn OT BbIpOXAeHus. bnarogaps aToMy
BUAbl CYLLECTBYIOT A/IMTENIbHOE BpPEMS].



+ Ccbifika Ansg npoxoXXgeHns TeCTUpoBaHuS
no Teme «MI3MeHYNBOCTbY:
https://forms.gle/UZuvATrlt2axX1cg57



https://forms.gle/UZuvATr1t2aX1cq57
https://forms.gle/UZuvATr1t2aX1cq57
https://forms.gle/UZuvATr1t2aX1cq57
https://forms.gle/UZuvATr1t2aX1cq57
https://forms.gle/UZuvATr1t2aX1cq57
https://forms.gle/UZuvATr1t2aX1cq57
https://forms.gle/UZuvATr1t2aX1cq57

FfeHemuka yenoeeka

MemoObI usy4yeHus 2eHeMUKU 4YeJloeeKa



'eHemuka 4yeslogeka — 3MO  HaykKa,
usy4darowasi 3aKOHOMepHOCMuU HacsiedcmeeHHoOCcCmu
U uUsMeH4Yueocmu y 4esioeeka. [eHeTuKka 4yeroseka
ABNAETCA OOHOW N3 BaXHEULWUX TEOPETUYECKUX
ANCLUMMNINH MEeONLINHBI.

MeduuyuHckasi 2eHemuka — 23mo pa3dern
2eHemukKu yesiogeka, KomopbIu usydaem
2eHemu4veckue rMnpuYyuHbl 3abosiegaHull 4esioseka,
pa3pabambieaem Memoohbl duac2HOCMUuKU,
npodgusiaKmuku U Jie4yeHUss HacsiedcmeeHHOoU
namoJsioauu. |
OCHOBOMNONOXHUKOM MeAVLIMHCKON )
reHeTUKMN ABJAEeTCA PYCCKUM Bpady, " ’
HeBpOsor U reHeTUK
Cepreun Hukonaesun4 [1aBnoeHKoB.




NpeameToM  M3y4eHUSI  FeHETUKUM  YerioBekKa
ABNSAETCA 4eryiloBeK — CyuwecTtBo OuocoumanbHoe,
obnapawowee psasooMm ocobeHHocTen, OOSIbLLIMHCTBO
M3  KOTOPbIX OCJIOXKHSIeT  uccnenoBaTenbCKUM
npouecc:

1) HeBO3MOXHOCTb NPOBeAEeHUs IKCNEePUMEHTOB;

2) meaneHHasi CMeHa NOKOMeHUW;

\

3) Manoe 4YMcrno NOTOMKOB; -%

4) 6onbLIOEe YMCIIO rpynn cuensieHUs1 reHoB;

5) 6onblias deHoTUNU4Yeckasas N3MEeHYUBOCTD.



NMonoXxutenbHaa 4epTa 4erioBeKka KaK oOOBbeKTa
reHeTU4eCKUX uccriegqoBaHUM COCTOUT B XOpoLUen ero
deHOTUNNYEeCKOU U3YYEHHOCTU B HOpPMEe U nNpwu
pa3nin4HbIX 3ab6oneBaHUAX.

MeToapbl, NCMOoJib3yeMbl€e B TEHETUKE YEJlOBEKaA.

1)
2)
3)
4)
S)
6)
7)
8)
9)

2eHeaJsio2u4yecKuu, r Bt
6n1u3HeyoesblU, el
uumozeHemuYyeckKul, S B
6uoxumuyecKud,
2eHemMuKu coMmamu4ecKux K/1emok,

nonynsiyuoHHO-cmamucmu4eckud,
MemoObl MOOesiupo8aHUsl,
MOJIEKYJISIPHO-2eHemu4ecKue Memoohl,
depmamoasiu¢huku u nasibMOCKoNuu.



[eHeanornyeckuu meton

leHeanornyeckun wmeton, wnu mMeton cbopa u
aHanmsa poaOCIIOBHON, SIBMSIETCA OCHOBHbIM B MNpakTUKe
MEOMNKO-reHETUYECKOrO KOHCYNbTUpoBaHusA. NpumeHsieTca ¢
koHua XIX Beka, paspaboTtaH M BHeOpeH B MPaKTUKY
3HAaMEHUTbIM  aHIMUUCKUM  uccnegosarteneMm ®OpeHcucom
[@anLETOHOM.

OcHoeaH Ha npocriexkueaHuu HOPMasibHO20 UsU
rnamoJsio2au4eckKko20 rpu3Haka 8 psidy roKoJsieHul,
cesi3aHHbIX Mexx0dy cobol podcmeeHHbIMU C8SI3sIMU.

OcyLuecTBnNsAT B ABa 3Tana:

1) cocTaBneHue poaoCNOBHOM,
2) aHanus3 poaoCNOBHOMN.



CocTaBneHue pPOLOOCIIOBHOM HAa4YMHaAKT C
npobaHoda, T.e. YenoBeKa, OTHOCUTESIbHO KOTOpPOro
NPoOBOAUTCA MUCCneaoBaHMe.

O4yeHb BaXXHO BbISAICHUTb
BOMPOC O Hanu4uM CaMonpou3BOSIbHbLIX abopTOB,
MEepPTBOPOXAEHNN N paHHEN OEeTCKOU CMEepPTHOCTM.

Ha ocHoOBaHuUM coOpaHHbLIX cBeAeHUU (nereHabl
ceMbM) roTOBAT rpachmyeckoe n3obpaxeHue
pOOOCNOBHOU, WUCMNONb3yA  YCJIOBHble CUMBOIJbI,
npepnoxeHHble ewe B Ha4vane 30-x rogoB XX Beka A.
IOTom. OHM ObINM MoandunuupoBaHbl U OOMNOSIHEHbLI B
nocrieayrowemMm HeKOTOpbIMU APYrMMM aBTOpaMM.



MeToa NpUMeEHSIETCA C LIENbIO:

1)

2)

BbisiBrneHusa HacrneacTtBeHHOro xapakrepa
n3yyaemoro npusHaka. Ecnum B cembe
perncTtpupyetcsi OoguH U TOT e NPU3HaK HECKONMbKO
pa3, TO BO3MOXHO NpeAnosioXXUTb HacneaACTBEHHYHO
npupoay Ui ceMenHbIN XapakTep 3aboneBaHus.
OnpepeneHust reTepo3mMroTHOro HOCUTESILCTBA
MYTaHTHOIO reHa.

3) YcTtaHOBReHus cuenneHHOro HacrenoBaHUA

4)
S)

6)

NPU3HaKoOB.
OnpeneneHusi NeHETPaAHTHOCTU reHa.

N3yuyeHUss U(HTEHCMBHOCTN MYTAaLUOHHOIO
npoLecca.

YcTaHOBReHuda TMna HacnegoBaHUA MOHOMNeHHOro
3aboneBaHus.



0(5(50 "~

300POBAA MEHWMHAE

S3A0POBLIA MYMUYMHA

npobang

non HEWMEBECTEH

B bl KHOBI LW

MEQWUHWHCKHHA abopT

MEPTBOPOMAEHHBI A

bpak

KDOBHOPOOCTBEHHBIMA
bpak

NMOBTOPHBIA Bpak

BHEbpaYHan CBR3b

-
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© Qo®e

CHECH

MOHOIWMIOTHBIE
GAWIHE LM

OAW3WUIOTHEIE
bnuaHeyw

GecnnoAHbIn = Gpak

BHebpadyHoe

nMoToOMCTEO

GonNbHBE

reTepo3uroTHL e
HOCHMTENW peyec-
EWBHOTO FeHa

NMUYHD
obcnegoBaHHME

YMEDLWIHE



B 3aBUCMMOCTU OT TOro, Kakum ABMSETCA NaTONMOrmyYeckmum
reH (QJOMUHAHTHbLIM UM PELLECCUBHbLIM), 1 IOe OH PacnosioXeH
(B ayTOCOME UNU NOMOBOMN XPOMOCOME), pasnmyatoT NATb
TUNOB HacrnegoBaHUS:

- X-cuensneHHbIU OOMUHaHMHbIU,
- X-cuernseHHbIU peyeccusHbIU,

- Y-cuenneHHsblIlU, unu 2os1aHopu4YecKuu.



lMpu3Haku, xapakmepHsbie Osisi POOOCISI08HOU rpu
ayMmoCOMHO-OOMUHaHMHOM murie Hacsie008aHUsl

1) Kaxabin 605IbHOW YfieH ceMbM OObLIYHO nmeeT
OONbLHOro poauTens.

2) 3aboneBaHune nepepgaeTtcs U3 TMOKOSIEHUA B
nokoneHue, ©OoONnbHble €eCTb B KaXaom
NnokKorieHMn (BepTukanbHoOe HacriegoBaHue).

3) Y 3A0poOBbLIX poauTenen aetun oyayt 340pPOBbI
(npn 100% neHeTpaHTHOCTU reHa).

4) BepoATHOCTb poXxaeHus 60nbLHOro pedbeHka B
cemMbe, rae oAvH U3 Cyrnpyros OOneH,
coctaBnsiet 50%.

5) OanHakoBasi YacToTa NnopaxeHus - ’ .
MY>KYUH U XKEHLLUH.

55




lpu3Haku, xapakmepHbie Osisi pOOOCISI0O8HOU rnpu
aymOCOMHO-peyeccuUsHoOM mure Hacsie0o8aHUusi:

1) Hanuuyue 60nbHbLIX AeTeU y 300pPOBLIX poauTeren.
2) HakonneHue nopaeHHbIX NMUL B OAHOM
nokorieHMn (HacriegoBaHne NO ropu3oHTanmn).
3) OauHakoBasa 4YacToTa NOpPaAXXeHUA MYXKUYUH U
YXXEHLLUUH.
4) ToBbIWEeHHbIU NPOLUEHT MHOPUANHra (KPOBHO-
pPOACTBEHHbLIN OpaK).
O—U
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lIpu3Haku, xapakmepHble Osisi poodocsioeHoU rpu X-
cuernsieHHoM OOMUHaHMHOM murie HacJie0o0B8aHUSI:

1) PoxpeHune OOnbHLIX AeTen B CeMbsiX, rae 6oneH
OOVH U3 CYNpyros.

2) Ecnwu 6oneH oTeu, To Bce godvepu oyayT OOnbHbI, a
BCe CbIHOBbLSA 340pPOBbLI.

3) Ecnu 6onbHa matb, TO BEPOATHOCTb POXAEHUSA
GonbHOro pebeHka cocrasnser 50% He3aBMCUMO OT
nona.

4) bonerT nuuya o60MX NOMOB, HO YacToTa NOpPaXXeHUs
XXeHLWUH B ABa pa3a Bbllle, YeM MYXX4YUH.

5) 3aboneBaHue NPOCIIEXXNBAETCA B KaXXA0M
NMOKOJIEHUM.
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lMpu3Haku podocsioeHou rnpu X-cuernsieHHOM

peueccueHOM murie Hacsie008aHUS:

1) MpeunmyLecTtBeHHOE NOpaXeHne MYX4YUH.

2) Hanunuwue 300poOBbIX CbIHOBEU Y OOMbHbLIX OTLOB.

3) lNepeada4ya naTonorn4eckoro reHa oT 6oNbLHOro orua
AoYepsiM, Y KOTOPbIX BbICOK PUCK POXAOEHUSA
OonbHOro cbiHa (25%).

» —

o0 O—=C
|O .“<> iiqé&@bd

“sEeY TsleY Te
) ,




lMpu3sHaku podocsio8HoOU npu Y-cuensieHHoM
(2onaHOpu4YecKoM) mure Hacsie0o08aHUsl:

« [pu3HakK, MMelLMICSA Y OTLa, NepenaeTcsa BCeM
ero CbIHOBbSIM.

OT.
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Bnu3sHeuoBbIU MeTO
Meton npegnoxeH B KOHUe X1X Beka ®.[anbTtoHOM.
bnnsHeubl poxaatloTcs B ogHOM criydae u3 84 poaoB. M3 HUx
1/3 npuxoguTcsa Ha poXgeHne MOHO3UTOTHbIX brnn3Heuos, 2/3
— Ha OU3UTOTHbIX.




Bnu3HeuoBbLIN MeTOA

Lu3uzomHelie (DZ) 6©Onu3Heubl pa3BMBalOTCA MpU
OnJIoO0TBOPEHUN OBYX ANLIEKIIETOK ABYMSA criepmMaTo3ongamMu.
Obwmnx reHoB y Hux 50%, kak y 6OpaTbeB W cecTep,
POXAEHHbIX B npeaenax ogHoOW Cynpy»Xeckom napbl B pasHoe
Bpemd. Pasnunuma B deHotune y DZ onpegendarTca Kak
reHOTUNOM, Tak N pakTopamMmun cpeabl.




1)

3)

4)

NMoobop OnuM3HeuoBLIX Nap.

ConocTaBneHune nap 6nM3HeLOB NO U3y4yaemMbiM
npu3Hakam.

CoBnageHue y 6niM3HeL 0B aHanNU3npyeMbIx
NpuU3HakoB 000O3Ha4YaeTcH Kak

HecoBlMnaaeHune —

MeTton no3Bonser YCTAaHOBUTb POJib HaCJlieACTBEH-
HOCTU U Cpeabl B pa3BUTUN Kakoro-nmbo NMPU3HaKa.



Ha 3aKJNTIO4YUNTEJNIbHOM JTane ncceclrnenoBaHus
CpPpaBHUBAKOT NMNOKa3aTeJqiu KOHKOpPAaAHTHOCTU NPU3HAKa
Mexay MOHO- U AN3UTOTHbLIMU Onu3HeuamMm.

 Ecnn nokasateriu KOHKOPAAHTHOCTUM B 00eux
rpynnax OFfiu3ku, 3TO 3Ha4YuUT, 4YTO B pPa3BUTUU
Nnpu3Haka BeaoyLwas porib NpuHaanexuTt dakrTopam

BHeLUHeu cpeabl.



CyuwecTtByeT chopmyra, No KOTOPOMN MOXHO onpenennTb pPorsb
HacneacTBEeHHOCTU U cpeabl B pa3BUTUM NPU3HaKa:
% cx-ea MZ - % cx-ea DZ
H — koo dpUUMEHT HacneayemMocCTu.

H =
100% - % cx-ea DZ
[TpU3HakK % cxoAcTBa
MZ DZ
[pynna KpoBH 100% 46%
LLinsodppeHus 70% 13%
Kopb 98% 94%

 EcnumH=1, npu3HakK cTporo HacrneacTBeHHbIN
(rpynnbl KpoBwM).

« Ecnu H =0, npusHak onpepensieTcs ¢paktopamu
BHellHeun cpeabl (MHPEKUNOHHbIE OOre3Hm).

« Ecnu H=0,5 npusHak onpeagenseTcs B paBHOU
CTeneHn U reHOTUNoM, U Cpeomn.



LiuToreHeTuyecknn metopn
BknioyaeT ABa OCHOBHbLIX BUAa nccriegoBaHuUS:
1) n3y4yeHue XpoMOCOMHOro Habopa B
COMaTUYEeCKUX KreTKax opraHM3ama yerioBeka,
T.e. KApPMOTUNaA;
2) onpeneneHue nofoBoro
XpomMaTuHa.




1. UccnedoeaHue kKapuomuna.

Onsa uccnegoBaHusa 6epyT 1 Mn KpOBW, BbIAENSAIOT U3 Hee
NMMOLNTBI U KyNbTUBUPYIOT MX HA NUTaTeNbHOW Ccpefne.
Uepe3 onpeneneHHoe BpeMsi BO3OEWCTBYIOT Ha KynbTypy
KNETOK  KONMXWLMHOM, KOTOPbIA OCTaHaBMMBAET [OereHune

nMMMAOLNTOB Ha cTaaun metadasbi. K\ h

»
KneTo4Hyo cycneH3nto HaHOCAT &
Ha NpeaMETHbIE CTEKNA, . 78

OKpalWwnBakOT U MNKPOCKOTUPYIOT.




N3yyeHunto nogBepratoTcss MmemaghasHbie naacmuHKU.
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Bo3mMmoxHocTu MeToga. MeTon nosBonsieT U3yymTb Kapuotun yenoseka. C
NOMOLLLIO KAPUOTUNMUPOBAHNA BO3MOXHO NOCTaBUTb AMarHo3 XpOMOCOMHOIo
3aboneBaHus , CBA3aHHOIo C HapyLUeHUeM YUCIa U CTPYKTYPbl XPOMOCOM.




2.AccnepoBaHue nosioBoro XxpomMatTuHa
(skcnpecc-meTop).

MeToauka.

NMpn nomown wnartensa AenakwT COCKOO cCrnM3ncrTou
LWEeKU, HaAHOCAT Ma30K Ha npegMeTHoe CTeKno,
OKpawuvBarT M uUccnegoyrwT nNoaA MUKPOCKOMOM
KNeTKN, Haxogasawuecsa Ha ctagun nHtepdasoi.
BO3MOXHOCTU MeToAa.

MeTtoa no3Bonser YCTaHOBUTbL Konun4yectBo X-
XpoMocoM B Kapuotune. B Hopme y XXeHLUH ogHa U3
X XxpomocoM B nepuoa uHTepdasbl dopmMmupyer
Tenbue bappa u xopowo BuAHa B MUKPOCKON KakK
MbiOKa XpomMaTuUHA, npunexawasa K sOepHou
MeMOpaHe. B MyXCKMX coOMaTU4YeCKUX KrieTkax B
HOopMe HeT X- XpomMaTUuHa.




['1610Km mos10Boro X-xpomarnHa (Tesnsia bappa)
B SIZIpax COMaTHYeCKMX KJIeTOK YeI0BeKa

Hopmareuemt myxuanza (XY) v XeHIyHa ¢ CMHIPOMOM
[[epemesckoro-Teprepa (XO)

LN HopmarnbHas xenmmyHa (XX) wm MyXdrHa ¢ CYHIPOMOM
Q Knarmudensrepa (XXY)

k

XKenmynza ¢ tpucomment X (XXX) min

A
O My>X4yHa ¢ cviHipomoM Kitantdersrepa (XXXY)

A« | Kenmmna ¢ momicomment X (XXXX) wim MyxunHa ¢ CuH-
O pomoM Kranadernsrepa (XXXXY)

A




Meton, OCHOBaH Ha 3HaHMM MNPUHUMNOB
peanu3auMu reHa B MNpPU3HaK. reH — (PepmMeHT —
oOnoxmmunyeckana peakumsa — npusHak. O Hanuuum
HOPMaNbHOr0O WM MYTAHTHOrO TreHa MOXHO
cyamtb no ¢epmeHTamMm UM nNpoAayKTam
OMoxmmMmmn4yecknx peakuum, KOTOpble OHM
KaTariusmpyor. Ocyu.l.eCTBnﬂeTCﬂ B ABa 3Tana.




Ha nepeom amane npoBoautcss obcnegoBaHue
OONMbLUOrO KOHTUMHIEHTa JUL, C LEeNnbio BbIABNEHUS
NPeanonoXnUTenbHbIX cny4yaeB 3aboneBaHust wnu
HOCUTENbCTBA NaTONOrMYECKOro rexHa.

9TK nporpamMMbl Ha3bIBalOTCA Mpoceusarowumu,
UNWU  CKPUHUH2-npo2pammamu. Wcnonb3oBaHue
nporpaMm nNpocenBaHUsA npecrneayeT ABe Lesnu:

1) BbiBrNeHUE OOSIbHbIX B AOKIMHUYECKOW CTaauw,
T.e. JO pa3BUTUA CMMMNTOMOB 3aboneBaHud, Koraa
BO3MOXXHO 9Q0PEKTUBHOE JNTEYEHUE,;



[NpocenBawwme nporpamMmbl nopgpasaensaroTcs
Ha ABa BMAa.

2) Bbi6bopoYyHble, unu cesilekKmueHble, Koraa
O0OBbLEKTOM MNpocenmBaHUA SABIMAIOTCA TOJIbKO
onpeaesieHHble KOHTUHIeHTbl OONbHLIX, cpeau
KOTOpPbIX OXWAaeTcA NOBbIWEHHaA Y4acToTa
BCTPEe4YaeMoCTH NaTosIorM4ecKoro reHoTuna.

Ha emopom 3mane c¢ nomowbio Oonee

CNOXHbIX MeToAOB 00cneanylT BbISABJIEHHbLIX B

XoAe NpocenBaHuUA NUL C Uesnbio noaTBepXaeHus

AUWarHosa. \ 3 o o

>
D




MonynsauMOHHO-CTaTUCTUYECKUN METOoL
MeTtogq 3aknwyaetcad B U3y4YeHUMU 3aKOHOMEPHOCTEW
M3MEHEHUA  reHodoHOoB  nonynauun.  TeopeTnyeckowu
OCHOBOM OaHHOroO MeToga SBNAeTCA OCHOBHOWM  3aKOH
reHETUKM nonynaunm — 3akoH Xapaun-BanHbepra.

MeToa no3BonseT yCTaHOBUTL:

1) YacToTy BCTpe4yaemMocCTu annernen ogHoro reHa B
nonynsuuun, T.e. reHHble YacToTbl. [10 yacToTe
BCTPEYaAEMOCTN reHbl MOXXHO pasaenuTb Ha ABe rpynnbl:

a) reHbl, UMeOLLne YHUBepcaribHoOe
pacnpocTpaHeHue, T.€. BCTpevalLlnecs B pasHbIX
nonynsaymsax ¢ oAnHakoBOW 4YaCcToOTOMN,

6) reHbl, UMelOLWUE JIOKaNbHOE pacnpocTpaHeHue.



 Hanpuwmep, reH, onpeaensirowmm ceprnoBnaHo-
KNMeTOYHYK aHeMUIo, pacnpoCcTpaHeH B CTpaHax
CpeansemMHoMopbs U Ha AchpuKaHCKOM
KOHTUHEHTe.

* [eH, onpepensaOWMN BPOXAEHHbLIN BbIBUX benpa,
pacnpocTpaHeH y ManbixX HapoaoB CeBepa.

* [eHbl, onpegensaOLne HapyLWeHUe CTPOeHuUs
reMornoouHa, pacnpOCTpaHeHbl
B cpeanu3eMHOMOPCKUX '
nonynauusx.

M3yyeHUe reHHbIX 4YacTOT B pasHbIX MNONyNALUAX
NEeXWUT B OCHOBE COBPEeMeHHOW 2eHo2eozpaghuu.



MeToaobl reHeTUKM COMaTUYECKUX KNEeTOoK

Llenbio paHHOM rpynnbl MeTOAOB SIBNSIETCS
n3yyeHme npoleccoB HacrneAcTBEHHOCTHU n
U3MEHYUBOCTU COMATUYECKUX KNEeTOK, UTO no3BonseTr
CyAuUTb O reHeTUYeCKUX 3aKOHOMEPHOCTAX OpraHM3ma
B LierfioM.

ComaTnyeckme KneTkm 4YenoseKa nosny4yarT U3
pa3fiInyHbIX OPraHoB U TKaHeun (KNeTKN KPOBU, KOXKHbIX
NOKPOBOB 7 CJIN3UCTDIX, KOCTHOro Mo3ra,
3MOpPUOHaNbHbIE KIeTKMN). Yawe Bcero Ans
uccnegoBaHuna oepyt chubpobrnacTtbl U nMmMmdcpouUTLI.
NMony4yeHHbIN KNEeTOYHbIU Matepuan MOXHO
UCcnonb30BaTb MO CreAyHLWUM HanpaBrieHUAM:



[Tony4eHHbIN KNEeTOYHbIU MaTepuan MOXHO

MCNOSb30BaTh MO CrieayLnM HarnpaBneHNaM:

1) KynstnBupoBaHue, T.€. pa3sMHOXEHNE KNETOK AS1A
nocneayrouwero LMTOreHeTUYEeCKoro, BOXMMMUYECKOro,
MMMYHOJTOMMYECKOro 1 Apyrnx BMOoOB nccrnegoBaHum.

2) KnoHunpoBaHue, T.e. Nofy4yeHne NOTOMKOB O4HOW
KNETKN.

3) CeneKkums comaTuvecKkmnx KNeTok, T.e.
LierieHanpaBneHHblii OTOOpP KITETOK C onpeaeneHHbIMn
CBOUCTBaAMM.



B cMewaHHOU KynbType ABYX TUNOB KIETOK
OOpa3yrTCA KIeTku C Hanmumem B obOwen
uutonsriaame sioep odeumx poauTeribCKUX KIeToK -
2emepokapuoHbl. [locne MuTo3a ABYXAOEPHOro
reTepokapvMoHa BO3HUKAKOT [nOBe oaHosAepHble
KNEeTKU — CUHKapPUOHMI.

[MbpugHaa kneTka, cogep)kawiasi ABa XPOMOCOMHbIX
Habopa, npn geneHun obbIYHO YyTpPaynMBaET XPOMOCOMBI
ogHoro wu3 BuAOoB. Bbinagaer Kaxabln pas napa
XPOMOCOM TOro BWAa, KMNETKM KOTOPOro UMeKT boree
ONUTENbHLIN MUTOTUYECKUI LIUKI.



Hanpumep, B 1967 roay H.Green Obino
OOHapyXeHo ncye3HoBeHMue yerioBe4YeCKux
XpOMOCOM B npouecce ANUTEeNbHOro
KYNETUBUPOBAHUA TUOPUAOHLIX KMETOK MbIlUen u
yenoBeka. KneTku, B KOTOpbIX nocrie psga AeneHuun
ocTaeTcs AUNNONAHbIM  HAbOpP  MbIWMUHbIX
XpOMOCOM W nMapa TrOMOJSIOFMYHbIX XPOMOCOM
yesrioBeKka, KNMOHUPYOT U  UCCNeayroT B HUX Habop
depmeHTOB, npeaBapuTenibHO U3y4YMB Habop
chepmMeHTOB B MbIWWNMHON KrneTke. [lo Hanuuuo
cbepMeHTa, HECBOMUCTBEHHOIo0 MbILIUHOU KrleTKe,
NPUXOAAT K BbiBOAY O NOKanu3auuu CTPYKTYPHOro
reHa B ornpegerieHHOM nape roMOJSIOrMYHbIX
XPOMOCOM 4erioBeka



MeToq no3BONAET YCTAaHOBUTD:

1) nokanus3auuio reHa B
XpomMocome;

2) rpynnbl cuensieHus;

3) MexaHu3M B3anmoaencTBus
reHoB;

4) MyTareHHoe AeUCTBMUe Tex Unu
MHbIX BELLEeCTB;

5) 3aboneBaHue B 4OpPOAOBbLIN
nepuvoa.



bnarogapto
3a BHUMaHue



