CeMHOTHKA HAaC/1edCTBEHHBIX
3a00/1eBaHUMN




CeMmnoTHKA HAC/I€eACTBEHHDbIX 3a001eBaHU
N3Yy4a€T ITPU3HAKHA (CI/IMHTOMI)I) Hacl/1eACTBEHHDbIX

OoJie3HEeN U MTaTOOTMIeCKHUX COCTOSTHUH,
00YyC/IOB/IEHHBIX BO3/IeHICTBHEM M B3AUMOJ e CTBHEM
HACJIeZICTBEHHBIX U CPEZIOBBIX (PAKTOPOB.

[Tox 001IEe CEeMMOTUKOM HAC/IEACTBEHHBIX
O0o/ie3Hel IO pa3yMeBalOTCs OOIIe IPHU3HAKH,

XapaKTepHbIe I Bcex Oone3Hel, 00be JUHEHHbBIX B
I'PYIITy Hac/IeICTBEHHBIX.




PacripocTpaHeHHOCTh U aKTYa/JIbHOCTD

[To narabiM OMIM (kaTasior Hac/ie ICTBEHHBIX
IIPU3HAKOB YesioBeKa B. MakkpioCHKa) B HACTOsIIIEe BpeMsI
OTIMCAHO OoJiee 13 THIC. HAC/IeICTBEHHBIX TPHU3HAKOB.
[Tpubmn3uTenpHo 50% M3 HUX COCTAB/SIOT HAC/IeZICTBEHHBIE
3a00/1eBaHMS U BPOXKJIeHHbIe ITIOPOKH PAa3BUTHS, U3 KOTOPHIX
OoJiee 2 THIC. - DTO TsDKe/Ible MTHBATUAU3UPYIOIIHe
paccTporcTBa. M3 3TOro orpoMHOro KOJm4ecTBa
HacJIeICTBEHHBIX 3a001eBaHUI CETOIHSI OKOJIO 1 THIC. Y)Ke
MOTYT OBITH BBISIBJIEHHI ellle A0 poXxxaeHUs pebeHka. [1o
0600611eHHOM cBoaKe BO3, 6/1arogapst mpruMeHeHHIO HOBBIX
METOZ0B JUATHOCTHUKHU €XETroJHO PEerucTPUPYETCs B
cpeaHeM TPH HOBBIX HAC/IeZICTBEHHBIX 3a00/1eBaHUS,
KOTOPbIe BCTPEYAIOTCS B MIPAKTHUKE Bpaya JIF000H
CrelaabHOCTH.



PacripocTpaHeHHOCTh U aKTYa/JIbHOCTD

B 70-x romax XX B. 06'beM reHeTH4eCKOro rpysa
(XpoMOCOMHbBIE, MOHOT€HHbIe, MyJIbTH(PAKTOPHAIbHbIE
00Jie3HM) Ha BeCh MEPUOJ, YKU3HH YeT0BEKA COCTABIIS
10,5%. B 2000 r. aTOT I'py3 yBemuumics a0 75% (maHHbIe
Hay4yHoro KomuTera 1o geiicTBUI0 aTOMHOU PaJyaliviU
npu OOH). Mcxonst U3 3TOro, MOXXHO ITPeII0I0KUTh,
4yTO B Havasie XXI B. y KOXA0ro 4enoBeka, JOXXUBAKILLEro
B CpeHeM /10 70 JIeT, TO/DKeH MPOSIBUTHCS KAKOW-
HUOYIb HaC/IeICTBEHHBIH Te]eKT.



OCHOBHBIE ITOHATUSA U TEPMHWHDbI

I'EH - cTpykTypHas ¥ GyHKIIIOHA/IbHASI MUHUMA/TbHAS
e IMHUIIA HaC/IeICTBEHHOCTH, TIPe/ICTaB/IAIoNIast CoO0M
Y4aCTOK IOJIMHYKJIEOTULHOM LIeNU, KOGUPYIOLIUA

CTPYKTYPY OAHOU NOAUNIENTUAHOU 1enu (6erka) nuan

nonuHykieornanoi enu (PHK).

I'EHOM - reHeTH4YeCKHI1 MaTepHaJI SiipPa, 3aK/IIOYEHHBINA B
rarutougHoM (n) Habope xpomocoM. Y yesioBeKa
npejcTaBieH 23 xpomocomamu. CymMMapHasi AJIMHa - ~183
cm. MHdopmaTrBHast EMKOCTH — 28.000 TeHOB.

TEHETUYECKHH MATEPHAJI - cy6cTpar
HaC/1€CTBEHHOCTH, IPEeACTAB/ISIOIIUN Y YeT0BEKA
coBokymnHOcTh Mosiekyn JIHK (y HeKoTOpbIX BUIOB BUPYCOB
(peTpoBUpYCHI, KOpOHABUPYCHI, peoBupych) - PHK).



Bl/lﬂ,bl reHoB COOTBeTCTByI-OLLI,I/Ie reHonpoaAyKTbl U
doyHKLUMM
CtpykrypHBbI€ (S) benku-hepmMeHThl, aHTUTENA, KOJIJIareHbl,
reMOIJIOONH U JIp.
Perynstopusie (R) benku-penpeccopsl, peryasaTopsl,

HMHIYKTOPBI.

['uctonoseie (H)

benku-ructoH ( XpoMOCOMHBIE OEJIKH)

I'eusr TPHK

Kontpois ctpykryp u cuate3a TPHK

I'ensr pPHK

KonTpoinb cunteza pPHK, obpazoBanue
prdocom

MI'D (MOOMIIBbHBIE TEHETUYECKHE
AJIEMEHTHI)

CnocoOHBI IepeMeniaThbCs Mo TeHOMY U
BJIMSATH Ha TPAHCKPUIIIIUIO CTPYKTYPHBIX U
JIPYTHUX T'SHOB.

HCCBI[OI‘@HBI n «MOJIHaJIbHUKHW))

Y4acTKu MOJIMHYKJIEOTUIHBIX ILIETIEH C
HEBBIICHEHHON (DYHKITUEH.




AnropuTMm GYyHKITMOHHUPOBAHUS

['eH, Kak QyHKIIMOHA/IbHAS e TMHUIIA
HaCJIeICTBEHHOCTH, «OTBeYaeT» 3a ONpene1eHHbIN
HacCJIeCTBEHHBIU MPU3HAK:

1TeH = 1 peHOTHINYEeCKU MPU3HAK
(B.MoranceH, 1909)




AITOPUTM
GYHKIIMOHUPOBAHUS

Mpouyeccuur PHK

Tpaucnsumsa

[lyTb OT reHa K ero
Mpoueccuur Senka

dbeHOTHUITIECKOMY
ITPOSIBJIEHUIO JIEYKUT

yepe3 CUHTe3 OesKa:

BMOXHMMUYECKaA Peakumua

KoHeuHbIH npoaykT

DEHOTUNHUYECKOE NPOABAEHKE




CBolcTBO

Oco0eHHOCTH T€HCTBUSA

1.JIuCKpETHOCTh NEUCTBUS

Kaxxaplii TeH peryinupyeT oJuH npusHak (1
reH - | mpu3Hak)

2.CnennpuIHOCTh JSUCTBUS

Kaxx/1p1i1 TEH KOHTPOJIMPYET ONPEAECTCHHBIN
CBOM ITPU3HAK

NI AT G ST PR E N S e VLD
ST S A NG L ELAT

| 3.J103UpOBaHHOCTH JICUCTBUS

3t 2y

CreneHb BBIPA’KCHHOCTH KOJIMYCCTBCHHBIX
ITPU3HAKOB 3aBUCHUT OT JO3bI AJIJICJIS B

I'CHOTHIIC

- [4.CTaOMIbHOCTE OEHCTBUSA

JlercTBUE HA MPU3HAK COXPAHSETCS B PALY
IIOKOJICHMU, KaK U CaM I'€H

~ 15.CrocoOHOCTh K MyTHPOBAHHUIO

CrpykTypa v QyHKIMSI T€HA MOXKET MEHSITHCS
IO/ ACUCTBUEM ONPEAECIIEHHBIX
(MyTareHHbIX ) (paKTOPOB.

© |6.Cr1ocOOHOCTH K B3aMMOJEHCTBUIO B
" | cucTeMe TeHOTHTIA

Haxonsich B 0OqHOM T€HOTUIIUYECKOU CPETIE,
aJJ1CIIbHBIE U HEAJUJICIIbHBIE TEHBI MOTYT
BIIUATH APYT HA APYra, U3MEHss
(heHOTUTIHYECKOE TTPOSBICHUE
KOHTPOJIMPYEMBIX IPHU3HAKOB.
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Pe3ynbraT

TakuM 06pa3oM, BEpHBIM OyZeT ciieayroliee
yTBEepXXJeHHeE:

®EHOT UII opranusma ectob
pe3y/abTaT B3AUMOAEUCTBUS T€HOTHIIA C
YCJIOBUSAAMU CpeZJbl + B3AUMOAEUCTBUS
CAaMUX I'€HOB B CUCTeMe r'eHOTHIIA.



MyTareHnes

MYTALINUSAMMH Ha3bpIBalOTCS CLIOHTAHHBIE
CTOXaCTUYECKHEe eCTeCTBEHHbIe UTU UCKYCCTBEHHO
BbI3BaHHbIE U3MEHEHUS CTPYKTYPbI TeHETHUYECKOTO
MaTepHasa, 3a4acTyi0 MPOSIB/ISIIONINECS HA KOHEYHOM
dbeHOTUTTMYECKOM MTPU3HaKe, U CITOCOOHBIE HACIeIOBATHCS
B Py IOKOJI€HUM.

[1o 3HayeHwMIO /151 OpraHr3Ma MyTAllUU MOXXHO PaszeInuThb
Ha I10/Ie3Hble, HeUTpajibHbIe U BpeaHble. [ [pakTnyeckas
TeHEeTHUKA UHTepecyeTcs PEeUMyLIeCTBEHHO BpeJHbIMU
MYTaLIMSIMH, TaK KaK OHU BJIEKYT JIJIsI ce0sl pa3HOTO Pojia
IIQTOJIOTUIO0 OPTaHOB U CHUCTEM.



MyTareHnes

BpeaHbie MyTaliu 1o CTeIIeHU BO34eNCTBUS Ha
YKM3HECIIOCOOHOCTh OPraHr3Ma MOYKHO pa3e/uTh Ha
ZBE I'DYIIIbL:

JletanbHble (3MOPHOHATbHbBIE IOTEPH: BIEKYT rM0O€e/Ib
JI07Ia MJIK MEPTBOPOXKIEHHE);

[TonynetanbHble (MCTOYHUK HATOTOTHH).



MyTareHnes

[1o ypOBHIO CTPYKTYPHOM OpPraHU3alMy 3BE€Ha,
MOABEPrHyBLIETOCS MYTUPOBAHUIO, MyTallUM MOXXHO
Pa34eIUuTh Ha TPU TUIIA:

[enoMHBIE MyTaLIUU;
XpOMOCOMHBIE MyTallUU;

[enHbIe MyTaLIUNA.



MyTareHnes

[eHOMHBIE MyTAalIMX — KOJIMUEeCTBeHHbIe U3MeHeHHsT Habopa
XPOMOCOM 3a CYET YTPAThI MU YBETUYEHMS YMCJIA OTAETbHBIX
XpOMOCOM, a TaK)Ke U3MeHEeHHS 11e/TbIX HAOOPOB XPOMOCOM:

[Monunaonanm — yBeTMYeHHe YHC/Ia XPOMOCOM, KpaTHOE
rarIONHOMY HaOOpY:

Tpuniowna (3n);
Terpanaowns (4n);

MNeuramnonsn (sn).

AHeynIOMAWM: KJIETKA OPraHMU3Ma COAEPXAT YMCJIO XPOMOCOM,
He KPaTHOe TarIongHOMY Habopy:

MoHocomuu (OTCYyTCTBHE 1 XpOMOCOMBI) — CUHIPOM TépHepa;
Hynnucomum (oTcyTCTBHE 2 XpOMOCOM) — Y YeI0BeKa He OTHCaHO;
Tpucomuu (gomomHUTEIBHAST XPOMOCOMa) — cuHApoM JlayHa.




MyTareHnes

XpOMOCOMHBIE — MYTall1, MEHSIOLIUE CTPYKTYPY
OTZe/IbHBIX XPOMOCOM, 3aTParvBarolire HeCKOIbKO reHOB:

Jenenuu: yrpata XpoOMOCOMOM KaKOTO-TMOO YYaCTKQ;

JynmKanum: yaBoeHre KaKoTo-TM00 y9acTKa
XPOMOCOMBI;

HNHBepcuu: mepeBopoT KaKOro-TU00 YIaCTKA XPOMOCOMBI
Ha 180°;

TpaHcIOoKanyu: repemMeleHre y4acTKa OGHOM!
XPOMOCOMBI Ha JPYT'yI0 HeTOMOJIOTUYHYIO XPOMOCOMY;

Tpancmo3unuu: BcTaBKka pparMeHTa C HECKOTbKUMH
reHaMHU B YYaCTOK APYTrOoii XpOMOCOMBI.



MyTarenes

leHHbIe (TOYeUHbIE) MYTAIllUH — U3MEHEHMS,
3aTparvBamInye CTPYKTYPY TOJAbKO OJHOTO reHa. [eHHble MyTaliuu
COCTABJ/ISIIOT OCHOBHYIO IO/II0 BCEX MYTALIUM.

Jenenuu: yrpaTta XpoMOCOMO#M KaKOTO-THOO0 Y4aCTKa;
JynauKanuu: yiBoeHre KaKOro-1M00 y4acTKa XpOMOCOMBI;
HHBepcHuu: nmepeBOpPOT KAaKOTO-THO0 y4acTKa XpOMOCOMBI Ha
180°;

TpaHcrOKaum: MepeMeleHre y4acTKa OAHOU XPOMOCOMBI Ha
APYTYI0 HETOMOJIOTUYHYIO XPOMOCOMY;

Tpancmo3unum: BctaBKa pparMeHTa C HECKOJIBKUMH TeHaMH B
Y4aCTOK JPYI'OM XPOMOCOMBI.

A B _C II MHBEPCUA III D _C

A B C D E TPaHcnokauma A B E C D

A B . C D l OENELSA .I C . \é;

A B C D E OYMIMKA LA A B . C D E . E




MyTareHnes

[To xaTeropyuu peHOTUTTHYECKUX TPU3HAKOB
MYTAIIMM MOXKHO KJIAaCCU(PUITMPOBATh Ha:

Mopdonoruydeckue;
PUu3no/I0TNYeCcKue;
buoxumuueckue;

HMMMyHO/MOrMYecKkue U T.J,.

Bce ot ITPU3HAKH 110 THUITY HAC/ICAOBAHUA AC/TIATCA
Ha JOMWHAHTHbBIEC U PCLE€CCHBHDbIC.



I[laTonorusa

HacneacrBeHHasi MaTO/IOTUA BKIIOYAeT B ce0st 00I€3HU U TIOPOKU
pa3BUTHS, 0O0YC/IOB/IEHHbIE U3MEeHEeHUEM CTPYKTYPbI TEHOTHUTIA — MY TAI[ASIMHU.

B ¢Bs13U € pa3HBIM CTPYKTYPHBIM YPOBHEM MOPAYXKEHUS HAC/IeICTBEHHAs
MaTOJIOTUS KIacCUPUIIUPYETCS Ha:

[enHBIE OO/TE3HU: 3a00/IeBaHMsI, BbI3bIBaeMble TEHHBIMU MyTallusAMu. OHU
IepesaroTCs U3 IIOKOJIEHUS B IIOKOJIEHUE U HaC/IeAyIOTCS 110 3aKOHaM
Menpens;

XpomocomHbIe 60/1Ie3HU: BOSHUKAIOIIME B Pe3y/IbTaTe XPOMOCOMHBIX U
T€HOMHBIX MYTallW;

Bosesnu, 06yc/ioB/IeHHbIE HAC/IeICTBEHHOMN IIPeIPacIOI0KeHHOCThIO
(MynpTHdaKTOpHaNbHBIE 00T€3HH). DTO 3a00/IeBaHUSs, BO3HUKAIOIIIE B
pe3y/ibTaTe COOTBETCTBYIOIIE Te HeTUYECKOM KOHCTUTYIINH W Ha /T HsI
onpezeaeHHbIX (AaKTOPOB BHEIIHEeH cpebl. [Ipy Bo3elicTBUM CPeIOBBIX
$aKTOPOB peann3yeTcst HacaeACTBEHHAs ITPeIPaCIIOI0KeHHOCTh;

[eHeTH4Yeckue 60€3HU, BO3HUKAIOLIHE B pe3y/TbTaTe MyTalllii B
COMATHUYEeCKUX KJIeTKax (reHeTU4ecKre comaThyecKre 001e3HM), IPyIIa
BbIIe/IeHa COBCEM HeaBHO. K Heli OTHOCSTCSI HEKOTOPbIE OIyXOJIH,
OTZebHbIE TOPOKU PAa3BUTHS, ayTOUMMYHHBbIE 3a00/1eBaHUS;

00JIe3HH TeHETHYeCKOM HeCOBMeCTHUMOCTH MaTepH U IU1oAa. Pa3BUBaIOTCS B
pe3y/bTaTe UMMYHOJIOTUYeCKON peaKIMu OpraHru3Ma MaTepU Ha aHTUTEeH
TI0/aA.




