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1 HaciaeacTrBeHHOe  MHOrooopasue  4ejioBeKa
pe3yJbTaT AJUTEeJIbHOM IBOJIONMH sKUBO MaTepH M.

[ Daxmopvl 260aI00UUU 8 MedeHUue 0012020 epemef{""" \
BNUANU HEe MONbKO HA HOPMAIbHbIE XAPAKNE] U

Op2aHU3Ma, HO U HA €20 NAMOJ0ZUUECKUE
00yCNo6IUBAs. 3HAYUMETbHO 0O0ablULee MH‘
HoO30/102U"ecKux ¢opm 0oe3nell y




Y YeJIOBEKA, KaK COLIMAIIBHOTO CYILIECTBA,
C€CTCCTBEHHBIM OTOOpP CO BpEMEHEM IIpoTeKal BcE€ B 0oJice
cneuupuieckux  ¢opMax, 4YTO  paCHIMpPsUIO  HACJEICTBECHHOE
pazHooOpasue nomysitnid. COXpaHsijioch To, YTO MOIVIO KOTMeTAThCs \
y  KUBOTHBIX, WJIHM, HA000pPOT, YTPAYMBAJIOCH TO, 4TO  HYK .}\
"KUBOTHBIM. Tak, OJIHOLICHHOE IIUTAHUE, o. IeT ‘l" 1€

noTpeoHocT B BUTamMuHe C TMO3BOJIMIU quIOBeK
IBOJIIOIIU A «YTPATUTh) reH L- FyJIOHOJIa
»'KaTaJImey}omen CHHTE3 BUTaMuHa. Hann4aue 31oro \r'
CTanOBKa OT Pa3BUTHs IIMHIH, a YEJIOBEK W3- 3
f 0 CHHOH OLIMOKH MeTa00JIM3Ma» noz[Bepxce :
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B mporecce 3BOMIONMK YEJIOBEK «IMPHOOpPeETA» M HexkKeaTreJbHbIe
NPU3HAKH, MCIOIIKE MPSIMOE OTHOIICHUE K MATOJIOTHUH YEJIOBEKA

BONBIIMHCTBO BUAOB KUBOTHBIX HEBOCIPUUMYHUBO K AUPTEPUUHOMY
TOKCMHY W BHPYCY MHOJHOMHEJIUTA, IMOTOMY YTO Y  IKHUBOTHBIX

OTCYTCTBYIOT COOTBETCTBYIOLIME PeleNNTOPbI MEMOPaH KIETOK

A
Y HenoBeka 3TH penenTopsl €cTh. ['€H penenTopoB it AUPTEPH \

TOKCHHA JIOKaJIM30BaH B S-U, JUId BUpyca IIOJIAOMUEIIATA -
XpOMOCOME iy 1 tza "
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Bupyc nojimomueiuTa
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AKmyasibHOCMb MeMbI.

YcranoBieHo, uto 50% Bcex 3ayaTHil 4eI0BeKa 3aKaHYMBaETCH

CHOHTAHHBIMH a0opramMu H 4YTO0 S50% »3THX a0OPTHUPOBAHHBIX
3MOPHOHOB  COAEPKAT XPOMOCOMHBIE AHOMAJIHMH. Cpean
HOBOPOIKEHHBIX Yy 7% HaOawopawrcsa 0oJblnive BpPOXKIACHHbIC
IIOPOKM, eme y 8% - reHHbIe MyTallUU.
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Bce MHOroo0pasme >XMBOTO M €ro MOCTOSTHHOE COBEPIIEHCTBOBAHHUE
ObLIH OBI HEBO3BMOKHBI 0€3 U3MEHUYUBOCTH.

N3MeHYUMBOCT —  DTO 00IIEONOIOTHYECKAA  CIIOCOOHOCTH
OpraHu3MOB B MIPOIIECCE OHTOreHe3a MPUOOpeTaTh HOBBIC HNPU3HAKM,
yTpadnBarh CTapble, CyLIECTBOBATh B PA3JIMYHBIX BAPHAHTAX. ||
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BbipaxxaeTca n3aMeH4YMBOCTb B TOM, YTO
B J1I0OOOM nMOKONeHunm ocobdu qu \\
oyyiatorcs  Apyr o1 | ApyTd

poOANTENEN \

FIpVNMHa 9TOr0 — TO, YTO n :
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0 Ilpu3nakm  opranm3aMa  JI€JISATCI  HAa  Ka4eCTBEHHbIE M
KOJIMYeCTBeHHbIe. Kauecmeennvie — npuznaku, KOmopble MOHCHO
onucams. IlpumMep: Kapue miaza, TeMHbIE BOJOCHI. KauyeCTBEHHBIE
[IPU3HAKH — MEHICTUPYIOIIME TTPU3HAKH.

: A
OnuYecmeeHHble NPUSHAKU
onpeoesromcea - uzmepenuem  (pocr,
Macca TEJA). KojimuecTBEHHBIE

(DoIMMEpHBIE) MPU3HAKK 00JICe CIIOKHBI L
B H3YyYCHWH, T.K. HE JalOT YETKOH
KapTHHBI HACJICJOBAHUS = =3




Ilo Mexann3MaM BO3SHUKHOBEHUS U XapaKTepy U3MEHEHUN
IIPU3HAKOB PA3JIMYarOT ABA THIIA U3MCHYHUBOCTH:

HAC1e0CMEEeHHYI0 I HeHAC/1e0CHEECHHYIO

N3MeH4YnBOCTb
HacneacTBeHHas HeHacneacrBeHHas
(reHOTUNMYeCKas) (cheHoTUNMYECKas
Unu
| KombuHaTuBHa | ‘MoAndMKaLMOHHas) |
A
— MyTauMoHHas
1 ComaTtunyeckas
+ [eHepaTnBHas \
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N3meH4YnBOCTb

deHOoTUNNYEeckKas

MoandunkaumoHHas

KeHloedeog

KBHHOE®))

Kexoahnpedios |

Kexoanhniouode

[ eHOTUNNYEecKas

KombuHaTtuBHas

lowel nhadLog noHnenAuo atelquicad g

Z AeebeHe g Tuienwodx
BUHaMKoxoed 0JoHNenALD aLelquiead g

WO20WOdX XIGHRUJOLIOWOJSH
BUHaTKOXOEd 0JOHUERALD aLelquAead g

MyTaunoHHas

edagolHmno20d) aLelquicad g

gOWOHa. BMHOHaWeW aLelquAead 9

WOO0WOdX BUHOHBWEN alelquAcad g
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HacneocmeeHHasi u3MeH4Yusocmb —  9MO.
CriocobHocmb K U3MEHEeHUSM aeHemuquKoa
Mamepuarna (eeHomuna). \

F eHacnedcmeeHHaﬂ (MoOuguKe
d)eHomunuquKaﬂ)
.’oe peaaupoeam




Henacneocmeennasa (moougpukauuonnas 1 (henomunuveckas)

UBMEHYUBOCHIb TIPEICTABISICT COOOM DBOIIOIMOHHO 3aKPEIJICHHBIC

IPUCTIOCOONTENBHBIC PEAKIIMKA OpraHu3Ma Ha M3MEHCHHE YCIAOBHH
BHCUIHEH cpe/ibl 0€3 M3MEHEHMS TeHOTHMA.

[IposiBneHUsT PEHOTUITNYECKON N3MEHYUBOCTH
. Moaudukauuu

. DeHoKOoI1un

. JIuTeapHBIE MOAU(DUKALIUN
. Mop®h 0361
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Ilpusnaku MmoauuKAMOHHOU U3MEHYUBOCTH

1. MaccoBbIi, TPpYNIIIOBOM XapakTrep.

2. A1anITUBHLIE CBOMICTBA.

3. Moaudukanum MOIyT UCY€3aTh HA NMPOTSKEHUN
"KU3HH 0CO0MU.

4. OnpenesieHHble MOAU(PUKANMOHHbIC U3MEHEHUS
MOI'YTh COXPAHSAATHCH BCIO KHU3Hb, HO OHH HE
HACJICAYIOTCS.
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0 Moouguxkauyuu - 33mo Genomunuueckue U3MEHEHUA,
B03HUKaAIOW{UE NOO GIAUAHUEM YCOGUI CPEObl U He CBA3AHHDbIE
C UBMEHEHUAMU 2eHOMUNA
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1 Momndukanuu |
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0 /He HACJEAYIOTCS U \\\\x

1 \\

| \\
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NudexnuonHbpIe 3a001€BaHUS,
IIPOTO30MHBIC  3a00JICBAHMS,
I'€JIbMUHTO3bI — OoCe
BBI3IOPOBJICHHUS 4eJIOBEK
MMEET TOT K€ HEM3MECHCHHBIN
TCHOTHIL.

H3meneHue KOJINYECTBA
SPUTPOLIUTOB Y YEIOBEKa HpPH
npeObIBAaHUM  Ha  Pa3HbBIX
BBICOTAaX HaJ YPOBHEM MOPSL:
B | MM3 KpOBU Yy JIOHEH,
KUBYILIMX B MECTHOCTIX Ha
ypOBHE MOps, X B JBa pasa
MEHBIIE, 4YeM Yy JIOAeH,
KUBYIIMX BBICOKO B FOpax.




HOPMA PEAKLNN

Hopma

Min peaKumum Max

NPU3HaKa, MOXET ObITb pa3HOU B
3aBUCUMOCTU OT YCAOBUMU / |
BHELUHEW CpeAbl: MPU OAHUX OHA
MOXET ObITb YCUAEHA, NMPU APYIUX

CteneHb BbIpaXEeHHOCTHU

— ocnabneHa [ Mpu3Hak ]
lMpeaenbl BapbUpoOBaHUSA

npU3HaKa, orpaHM4eHHbIE -
AEUCTBUEM r€HOTUNA,

Ha3bliBaloTc HOPMOMH peaKLMM ( i }




/

Hopwma peakiuu ObIBacT:
Hlupokas. I1TUPOKY¥0 HOPMY

pPEAKLUU UMCIOT
KOJIMYCCTBCHHBIC NMPHU3HAKU
(pocT, BEC, pasMep CTOIIBL,
KHCTHU, KOJTUYECTBO
SPUTPOLIUTOB U T.1.)

Paznuynbie posABICHHUS (DEHOTUIIA OPraHU3Ma, KOTOPBIE MPOUCXOAT B
npeacaax JAHHOTO TCHOTHIA, HA3BIBAIOTCS HOPMOU PeaKyuu.

—_—

A

Y3kas. Y3Kyr0 HOpMY peakuuu
UMCIOT KQUECTBCHHBIC NIPU3HAKU
(uBeT I1a3, rpy sl KPOBH U T.A.)

&




Moaudpukanuu He HACJIEAYIOTCH, HO HACJICAYETCH HOpMA PeaKuuu
(rpaHMIbl, B KOTOPBIX H3MEHsIeTCS (PEHOTHII MPH ONpPeaeIeHHOM
re€HOTHIIE).

Y 4yejoBeka:
1) wupoxas nopma peakyuu (Macca tejia, TMrMEHTAIMS KOKH);
2) y3kaa nopma peakuyuu (pH, xonuenrpamusa K+, Na-i- Ce
KPOBH);
3) oonoznaunan nopma peakyuu (rpynnbl KpoBH IO cnc*[
BeT 1j1a3, B0J0cC).
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|- THII - KeJBTCKUHA THII — 3TO, KaK IIPABUJIO,
JTIOAW C 3CJICHBIMU HMIH TOJYOBIMH IJIa3aMu, C
PBLKMMH W CBETIBIMHA BojocaMu. VX OTJIMYaET
HE)KHAs, MOJIOYHO-Oenas, (pOTouyBCTBUTCIbHAS
KOXQ, 4YacTo C OOujIMeM BECHYIICK; OYCHB
CBCIJILIC TPYAHBIE COCKH. Y MNpeACTABUTEIICH
JaHHOLO (DOTOTHIIA ITPAKTUYECKH HE 00pa3yeTes
IUMIMEHT, [I03TOMY COJIHEYHBIM OKOI CIy4acTCs
MOMEHTAJILHO, a 3arap I0Jy4aeTcd HUKAKOMU.
3arap K BaM HE <«JIMIIHET», a Ha COJIHIE BbI
BCEIJIa MOJIy4aeTe 0XKOT. 19



2-i TAII -  CBETJbIM  €BPONEUCKUMH

(HOpAWYECKUHA WA TIEepPMAHCKMK) —  CroIa
OTHOCSTCS  oOmamarend  roiayObIX,  CEpBIX,
3€JICHOBATHIX r71a3 7 CBETJIO-PYCHIX,

KallITAHOBBIX BOJIOC. Y HHUX CBETIad KOXa H
CBETIbIC TPYIHBIE COCKH. BeCHYIIEK, Kak
[IPABWIIO, MAJI0 WA HET COBCeM. lakue Joau
YYBCTBUTEIBHBI K YIbTPA(QUOICTOBBIM JIydaM M
[HOTOMY ' 3aroparoT [UIOXO, TPy  3TOM  JIETKO
I10JIy4ast COJTHeYHbIC 0XOru. COJHEYHBIM 3arap
IIPOSABIIAETCA TOCIIE TOI0, KaK MPOXOIUT OXKOT:



3-i  TMO -  TEMHBbIA  €BpPONEUCKUH
(cpeaHeeBPONEUCKMI WJIH CMEINAHHbIM) —
3TOT THUII HMPEACTABIISAIOT JIOAN C KAPUMHU, PEKE
CephIMM IJa3aMd W TEMHO-PYCHIMH WA
KAlITAHOBBIMH BOJIOCaAMH. Y  HHX  CJerka
CMyrJias Koyka 0€3 BECHYIIEK, T'PYAHBIC COCKHU
noBONBHO TeMHbIe. Koka oOmazarenen  3TOro
THIIa BechbMa OJIAarOCKIOHHO OTHOCHUTCSA B
VILTPAQHOJICTOBLIM J1y4aM, B CBI3U € YeM OHHU
XOPOILIO  3aroparT, HO IpU  IIUTEILHOM
IIPEOBIBAHMN HA COJIHIE PUCKYIOT IOIYYHUTh

O7KOTI.
21



4-U THOD - CPEeAUM3EMHOMOPCKHHU MM HKHO-
CBPONCUCKHN — K KOTOPOMY
OTHOCSITCS JIFOAW C TEMHBIMH IJIa3aMH, C TEMHBIMH
Bojjocamd. OHu 00JagarOT CMYTJIOW, OJIMBKOBOH
KOXKEeM 0e3 BecHymek. CyacTiMBBIE — 00JIaaare/iu
HAHHOTO (oToTHMA 3aroparoT JErko, OBICTPO U
OPAKTUYECCKU 0€3 0KOTOB.

5-Y TUIl — MHAOHE3NNCKUU WJIH CPeIHE-BOCTOYHbBIN
— TI0YTU HE BCcTpeyaeTcd B Poccuu. Y npeicraBUuTENen
3TOro (pOTOTHIA OUYEHb CMYyIJas KOXa 0e3 BECHYIICK,
BOJIOCHI, IJla3a M COCKU TeMHbIE. [1oiyyaror o4YeHb
OBICTPBIM ¥ TIYOOKMH 3arap, PeAKo OOroparoT M
MIPAKTUYECKNA HE UMEIOT IIPOTHUBOIIOKA3aHUM K 3arapy.



KEJIbTCKUM TUIL HOPAUYECKUI WU TEPMAHCKUAI




JI1d pa3HBIX IPU3HAKOB M CBOMCTB OpraHM3Ma TI'PaHHUIBI,
omnpeeasieMble HOPMOH peaKIUuU, HEOTAMHAKOBDI

TunuYHOCTh KIMHMYECKON KAPTHHBI 3200JIeBAaHUSI MOXET OBITH
00BsICHEHa OA00HMEM HOPMBI PEAKIUU Yy JIFOACH, MMEIOIIMX, Pa3HbIC
reHoTulibl. PasHble (opmMbl TeueHust 3a00/1eBaAHUA CBHBXXK\\\C\‘

1%
IMPOABJICHUCM MHANBUAYAJIbHOCTH I'CHOTHUIIOB. 11\ i \\\
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IKcnpeccusHocmb — CTCIICHDb BBIPAKEHHOCTH (PEHOTUIINYECKOIO
IIPOSBJICHUS ITPU3HAKA .
Min — Max

OHa 3aBUCHT OT (paKTOPOB BHEIIHEN CPEbI U BIUSHUS JPYTHUX reHO“

‘\‘

IKCIPECCUBHOCTH CBA3aHA ¢ U3MEHYUBOCTHIO npn3HaKa
HOPMbI peaKUMMu. DKCIIPECCUBHOCTh MOXKET BI)Ipa)KaTB
MOP(OIIOTUYECKUX MPU3HAKOB, OMOXHUMUYECKUX, HMM
MATOJIOTUYECKUX U JIPYTUX MOKA3aTEIECH. i

‘3‘“ ‘ \\\:\\\\\‘ ‘

Hommaxcmnm MOJKET OBITh Ha OHOM, Ha ABYX PYKaxX WJIM Ha HOTaX, KOJMYECTBO IMAJIbIICB
MOXET ObITH 6 M 0oJIEe

Hpnmep, coJICpsKaHME XJIopa B TIOTE y YEIOBEKa 061

/MMOJIB/JI, a TIPU HACJIEACTBCHHOW OO0JIE3HU —
71/)/71 /I/I TOM K€ T€HOTHUIIC) KoueodmeTcs ot 40 Il




HacnencrtBeHHass  0one3Hb —  (DEHMJIKETOHYPHS,
CBSI3aHHAsI C HApyLICHHWEM AaMMHOKMCIIOTHOIO OOMEHa,
MOKeT HMETh Pa3JHYHYI0 TSKECTh NMPOSIBICHHS (T.€
PA3JIMYHYI0 DKCIPECCHUBHOCTH), HAYMHAS OT ﬁ
CICMEHU  YMCTBEHHOM  OTCTAJIOCTH, C
NMOCHMIBHOCTH (T.€. CIOCOOHOCTH JIHIIb K DJIEM \.\\\

ot |

| \\
//HaBBIKaM caMOOOCITyKUBaHU) | \\\‘ |
/ iv \ "‘l _ |

F‘Del-MnanaHm\HL
CvHTe3 benka OeHnanaHHoKcaasa i ,
MeHNNUPOoBMHOrpaaHan MeHunyKeycHan meuunlmrnoquaa - 4 .
s |
l v l
Mosr Meyexb MNouku
(Hakonnexve) (Hakonnenve) (BbipenenHve)

2N ) /

MDeHUNreKOHOBLIE TPNAa



OIWH U TOT K€ NMPU3HAK MOXKET MPOSABIATHCA Y HEKOTOPHIX OPTraHU3MOB
U OTCYTCTBOBATh y JIPYTUX, UMEIOIIUX TOT XK€ T'EH

CEHOM

Ienempanmnocms — yvacmoma npossieHUss NPU3HAKA, onpe() el \'\\\ 0.\

Beipaikaercst B NPOLEHTHOM OTHOLIEHHMM HHCJIA
JAHHBIA NPU3HAK, K YHCITY JIAI, HMEOIInX A2HHbI

' /

Ecnn HallpUMEP, MYTAHTHBINA T€H MPOSIBIISIETCS y BC
/100 % TNeHeTPAaHTHOCTU, B OCTAJILHBIX CIIyYas
PHETPAHTHOCTH |
4a¢ ey eMOCTh TPYII KPOBH y UENOBEK
'pa IHOCTB H&CJICI[CTBCHHBIG 001€
I3 ARAGET 6%, BOQRACR B BhiBH)
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I'eHbl, KOHTPOJUPYIOLIME NMATOJOTHYEeCKHUEe MPU3HAKU, MOTYT HUMETh
PA3JIMYHYI0 MEHETPAHTHOCTD U IKCIPECCUBHOCTD, T.€. MPOSBIISTHCS
HE y BCEX HOCHUTEIICH aHOMaJIbHOIO TIeHa, a y OOJICIOIIMX CTETCHb
OOJIC3HEHHOI'0 COCTOSIHMSI HEOAWHaKoBa. HM3menas ycnoeus cpeowl,
MONCHO 6/1UAMD HA NPOAGTIEHUE NPUSHAKOS |

ToT (haKT, YTO OIIMH W TOT K€ FEHOTHII MOKET IBUTHCHA MCLOUHKOM,,
Pa3BUTHA PA3IHIYHLIX (PEHOTHIIOB, HMEET CYIECTBEHHOE “‘3\3“\\“. ‘
J1JIST MeAMIMHbI. 210 O3HAYaer, 410 omaze “‘ “\
HAC/Ie0CMBEHHOCb HE 00A3aMeNbHO 00JIHCHA NPOABUNLLCA \“5 \ D€
3aBHCAT OT TEX YCIOBHIl, B KOTOPBIX HAXONUTCS HEIO K. ‘a .‘«\\ _
cilyHaeB 00Jie3Hb KaK (DEHOTUIIMYECKOE MPOSBICHUE HACHEHCH :-au\ )1
UHbOpMAIIMU  MOXXHO = IIPEAOTBPAaTUTh co6JH0z[eHH§M\ “““ »

7rgp EMOM JICKaPCTBEHHBIX TIPEMNaparoB. 1 \\\ \
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bojie3dHb — O0JHO U3 MNPOSIBJIEHHUN MPHUCIOCOOUTEIbHbBIX
peakuu Ha JAeHCTBHE MOBpPEKIANINX (PAKTOPOB
OKpy:Kaied cpeabl. [lOCKOIbKY KaKIBIH HEIOBEK |\ C
PEHETUYECKOM TOYKHU 3PEHUA CTPOro I/IHJII/IBI/IJIyaJTé‘ ]
HEIMOBTOPUM, TO M PEAKIIUU KAXKJIOTO YEI0BEKA cnm\\“ |
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DakTOphl, MPUBOAAIINE K PA3BUTHUIO BPOXKICHHBIX IIOPOKOB

Yy ,Z[GTCfI, HC CBA3dHHbIX C HAPYHICHHUCM HACJICACTBCHHOTO
MaTcpuall, HA3bIBAIOTCA TEPATOICHHBIMHU




BeposTHOCTH [IOSBJICHUA
IIOPOKOB  pPa3BUTHUSA Y  ILIOAA
BBICOKA, €CIIH OepeMeHHas
AKEHIIIMHA NPUHUMAJIA
onpeaeJeHHbIC JIeKAPCTBA WU
NepeHecjia KOPEBYI0 KPACHYXY,
TOKCOIIA3MO03, CH(PHIIHC.

L1OpOKH, TMOABIAIOIIUAECS TMOCIE
9TOr0, MOTYT HAIIOMUHATh
MPpH3HAKY HaCJICACTBEHHBIX
OJIEBARNH ((PECHOKOITH)
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K MoandukaiimoHHOM U3MEHUYMBOCTH OTHOCSTCS TakKe (PeHOKOIMUH
@DeHOKONMMN — HCHACJICACTBCHHBIC M3MECHEHHUS NPHU3HAKOB OPTraHHA3Ma
[IOJI BIMSHUEM CpPEIbl, KONMHUPYIOIIHME MYTalluh, OTCYTCTBYIOIIUE B
TE€HOTUIIE JAHHOTO YEJIOBEKA | \\\\\\\\ \

deHoKOoMmnn

"+ 3asuybsa ryba un

// BOMYbSA NacTb Y

/ YyeroBeKa MoXeT
/ cchopMUpoBaTbCH:
/ 1. B pesynbTaTe

/ MyTaLumm

[1o 3aboneBaHnNn
MaTepu
TOKCOM/1a3MO30M




0 TORCH-uHdekunn

Toxoplasmosis Rubella (kpacHyxa)

Cytomegalovirus Herpes ;\;\;\\\ \
Ha3BaHne TORCH-nHdekunmn obpasosaHo |
HavyanbHbIMKM OyKBaMW B MaTUHCKUX HaWUMEHC
BO30OyauTenen 3abonesBaHun, I'IOTeHLI,l/IaJ'Ib

Ans | HOPManLHOro  pa3BNTUSA nnoga

epemeHHocm
L||/|e CbeHOKOI'II/II/I 3Haq|/|Teano OCHC .,

./"/
Sy prsesrs o !\‘\
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HesapalueHne ay>Xkm natoro
NOSACHUYHOrO NO3BOHKA
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HacnencrtBeHHasa (reHoTunnyeckas)
N3MEHYNBOCTb

7 Tlomg HacaeICTBEHHON U3MEHUYUBOCTHIO MOHUMAIOT CITOCOOHOC
N3MCHCHHSM T€HETHUSCKOTO MaTeprana \!

/1. /Hacneocmeennyrw, Wi 2eHOMUNUYECKYIO,

/ TOAPA3/CIISIOT Ha KOMOUHAMUBHYIO U Mymamm 7

//, /

// /I(omﬁuuamueuou HA3bl8AIOM u3Mquueocme
9fcum 00pa306arile PEKOMOUHAUUIL, m. a ma

2CHO6, mopbzx He ObL10 Yy pooumeneu

My

i
fl rHClelBaemCﬂMS’ m fll‘ > CAMO20 2€
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KomMOuHaTUBHaAa N3MeH4YMBOCTb

7B ocHoBe KOMOMHATMBHOM WM3MEHYMBOCTWU  JIEXUT MOSIOBOE,
pasMHOXeHne OpraHn3mMoB, BClieaCTBME  KOTOPOro \‘

)
bornbluoe pasHoobpasne reHoTUNoB N \\
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\ |
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0 McTouyHUKaMu KOMOMHATUBHOW W3MEHYUBOCT
npouecca:

////1/ HesaBncumoe pacxoxmneHue romMonorvyHbIX XPOMOGC E

///// MeuoTu4ecKom aeneHnm 141

///, \\
// /B3avmMHbI1 - OOMEH y4acTKamn = TOMOIMOrK
poccuHroBep. OH co3daeT HoBble rpyMrbl
f bIM | UICTOYHMKOM = FeHEeTUYecKon
I0MHaHTHbIE ' XPOMOCOMbI, OKa3aB
eTUNNYHbI




KoMOMHATHBHAS M3MEHUYMBOCTDb - BAKHEHIIINU UCTOYHHUK OOJIBIIIOIO
HACJIEICTBEHHOIO Pa3HOO0pa3nsl, XapaKTEPHOTO JJIs )KUBBIX OPraHUu3MOB

OI[HaKO I[IEPCUNCIICHHBIC HMCTOYHUKHW HN3MCHYHUBOCTHU HE MNMOPOZRIAAIOT .
CYIMCCTBEHHbLIX VIl BbI)KUBAHMUIS CTAa0MJIBbHBIX I/I3MEHC,'H\' ‘7‘\\
2 )

IeHOTHIIEe, KOTOPbIE HCOOXOIUMBI, COIIACHO 3BOJHOIII/IOHHO TEOPUH, |,

BO3HUKHOBCHUSI HOBBIX BHJIOB. Takmue H3MEHCHUSI
(V) \A
pe3yJjbrare MyTAaLuii 11

1 3
CT|

ﬂp}jpone 1

KpQOpFaHHBMOB, Pa3MHOKAIOIIUXCST O€CIOJE
lio OpazHbple  MEXaHW3MBI  (TpaHchOopMallis
' / v

IPUBOASIINE K TOSBICHIIO KOMOMHATUBHOM H3MeE
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[I0 MHEHUIO TEHETUKOB, JUHACTHUS E€THIIETCKUX (PApaoHOB yracia u3-3a
TOI0, YTO CPEAW HUX BEKAMH MPAKTUKOBAIUCH OpAYHBIE COXO3bI MEXKIY
POAHBIMHU OpaThsiMU U cecTpaMu. Celiyac BO MHOTHX CTpaHax, BKIFOYas
Poccuro, OIHU3KOPOJCTBEHHBIE Opakyd 3aIlpeliCHBI A B{
JIBOFOPOJIHBIC M TPOIOPOIHBIE POICTBEHHUKH OPHIAMUCCKH | MO}
KEeHNUTHCSA. HO 94TO roBOPAT HA 3TOT CUET yUECHBIE? | \\\\\
Jlpkui  MCTOpPUYCCKUM  TIpUMED  HeOnazonpusamHoe \ \
POACTBEHHBIX OpakoB Ha IOTOMCTBO SIBJISIFOT COOOM KO n \ e
JAWHACTHN. 1l
BpaKH KOPOHOBAHHBIX 0CO0 OUYE€Hb YaCTO 3aKJTI0YANHCH U
C00 meHnn [IPUYEM BBIOOD JKEHMXOB M HEBECT OTPaH:
aCTByIOHII/IX JIOMOB, PaHee TTOPOIHNB

tﬂ
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[Io MHEHUIO YUYEHBIX, BHEIIHOCTh TyTaHXaMOHA,
KOTOpeIK yMep B 19 ner, Obula HE OYCHB
OPUBJICKATEILHOW. Y HEro ObLI HEMpaBUIbHBIN
IPUKYC W  BBIJAIOMIAACA  BIIEPEN  HUKHSS
yenrocTh. Ero geBas Hora Obula  CHIIBHO
UCKPHUBJICHA B PAaWOHE JIOABDKKM M CTYIIHU, TaK
9TO M3-3a KOCOJIAIIOCTHM OH, CKOpPEE BCErO,
HEPEIBUTAIIC € TpocThro. Kpome Toro, vy
(bapaoHa OBUIM OYEHb LIUPOKHE OEapa U y3KHE
IJICYH.

YHeHbI€ CYNATAIOT, YTO, BOZMOXHO, TyTaHXaMOH
cTpazanl T€HETUYECKUMHU 3a00JI€BaHUSIMU,
HPUYMHON KOTOPBIX OBLIN OJM3KOPOICTBEHHBIC
Opaku, pacupoOCTPAHECHHBIC B CEMbIX ErHUIIETCKUX
(apaoHOB. ApPrymMEHTOM B IIOJb3y BEpCHU O
TEHETUYECKUX OO0JIE3HSAX CTaJM CBUIETEIBCTBA O
PAHHUX CMEPTAX YJICHOB IMHACTHUU, K KOTOPOM
[pUHaIeKal TyTaHXaMOoH.




XapakTepHa B 3TOM OTHOIICHUM HUCTOpHUs AoMa 1'abcOypros, rae 4JICHbI
KOPOJEBCKON CEMbH HE pa3 COUETAIMCh MEXKAY CO00H POICTBEHHBIMU
Opakamu: Tak, @ununn I1 B nepBom Opake ObLI KEHAT HA JABOIOPOAHOM
CECTpe, BO BTOPOM - Ha IUIEMAHHUIE;, e€ro cbiH Pununm [l - Ha
JBOOpOaHOU cectpe, @ununm IV - Ha miieMsaHHuULE. VI3BECTHBI TOTOMKH
3TUX KOpOJIEH, MOpeACTaBIsSBIIME COOOM IIyOOKHMX = OJUIO(PEHOB,
HECTIOCOOHBIX K KaKOW OBI TO HU OBLIO JEATEILHOCTH.

Rudolf |, (12181291 .
dt. KonigiKing of Germany 1273-1291

resemen  Habsburger Sonnlsm

;.; o
e [ Friedrioh T (72 (1289-1330) Albracht [ (1293-1358)
og/Duke 1308, Konig/King 1314
B Albrecm . (1350-1395) ] Laopola il. (1351 m&)
l Albrecht IV. (1377 1404) ] [ Ernst (d Ellema 1377 -1424) }
lerzog/Duke
Albrecm v (1397 1439) Friedrich Il s 1493)
d it.Koni gl g
Kaiser

[ Maximilian I. (1455-1519)
a1 dLK6nig/King of Ger.: 1486,
dt Kaiser/Ger. Emperor 1508

‘ Klﬂ V. (1500-1558)

span.Konig/King of Spain, 1516-1556, Konig vUng.u.
dt. Kaiser/Ger. Emwml5|91556 ] awawwse

Ferdinand I, (1676-1637)
or. Emperor 1619

[ Rudolf IFiB62-1672) |7 Matthias (1557-1615) ]
| . Kaiser/Ger. Emperor 1576 «Kases - Emperor 1612 |

e Leopoldl (1340-1705)
1ot Kaiser/Ger. Emp

-

Ye: ‘;.:.'_
2 e Joseph I. (1675-11“) Kan v« (1685 1740)
% 1 dt. Kaiser/Ger, Emperor 1705 Empemnm

Waria Theresia (1717~ 1m) Franzl (noa 1755)

Erzherzogin v. Osl/Archd ichess of Aust| 2
174
Kenign v u\gnmdmww« aerrma-mmdmmy

Jcseph 1I. (1741-1790) Teopoid . (1747:1792) | y
_ ot Kaiser/Ger. Empe r 1765 . Kaiser/Ger, Emperor 1790, GroBherzog . S
der Toskana/Grand Duke of Tuscany |

F n Il {1.) (1768-1535)
Ost/Austrian E

y : “‘4 mesta E:roe«oummoa | |
{ -3
& Ferdinand 1. (1793-1875) | Franz Karl (1802-1878)
‘ iy (051 Kaisor/Austrian Emperor 18351848 |
[Ellsabelh (Sisi 1837~ 1898)@ Franz Joseph . (1830-1916) Karl ‘Lw"’gl(‘m ‘395)
e o6t KaisrAustan Emperor 1848 Otto Fran Josepnuasswos;\
4 —17
[znu von Bourbon - Parma (1892-1989) §[ Karl I. (1887-1922) }
3 . Kaiser/Austrian. Emperor 1916-1918
: L
\




FEHOMHbIW UMMPUHTUHI kak ANMUTEHETUYECKUN BAKTOP,

OMPEAENAIOLLNA PA3BUTUE u COCTOAHUE GEHOTUNMA
OPIrAHU3MA -

1.FEHOMHBIN UMMPUHTUHI 3AKNMKOYAETCSA B MNOMYYEHUU MOTOMKOM npu
onnoaoTBOPEHUUUIEUPATENIBHO CYNMPECCUPOBAHHOINO rEHETUMECKOIOMATEPUATIA
oaHoro us POOUTENEN - OTUA unu MATEPU; ®OPMUPOBAHUE ®EHOTUMNA

B TakoM crnydae NMPOUCXOOUT noa KOHTPONEM ANNENBHOMO reEHA nnuéo

OTLUOBCKOIO. nm6o MATEPUHCKOIO MPOUCXOXOEHUA (Tak kak FTOMONOrM4YHbIU FEH unn
FEEHETUMECKUUMATEPUANBTOPOrO POOUTENA CYMNPECCUPOBAH);

2. UMMNPUHTUPOBAHUETNPOUCXOOUT B CMEPMATOIMEHE3E/OBONrEHE3ENPEQMONOXUTENBHO
nytem METUJIUPOBAHUA LIUTO3UHOB [HK:

3. PEHOTUMUYECKUN 3D PEKT UMMPUHTUPOBAHUA BOCMNPOU3BOOUTCA
B cny4ae OENEUUUN COOTBETCTBYOLWUX YHACTKOB AHK nunu npn

OOHOPOOUTENLCKOU OUCOMUU (OPL), koraa OBE FTOMOJIOrMYHBIX XPOMOCONEI
YHACNEOQOBAHBLINOTOMKOMnun6o ot OTUA, nn6o ot MATEPMU;

4. CENHAC USBECTHO Gonee 30-Tn HACNEQCTBEHHbLIX “BEONE3HEU UMMPUHTUHIA™
YENOBEKA, Hanpumep. cuHapombl NMPAOEPA-BUJTIA - BbIKNKOYEHBI OTLLOBCKUE MEHBI
n AHFEJIbBMAHA -BBIKNMIOYEHBIMATEPUHCKUE FTEHBIYYACTKA 15(q11-913);

NMPEAMONOXUTENBHO, TEHOMHOE UMNPUHTUPOBAHUEUCOJIB3YETCA kak MEXAHU3M
PErYnauMm rEHHOM AKTUBHOCTU B PAHHEM 3MEPUOTEHESE:;

5. MPUYUHBI PA3BUTUS MATONOMMYECKOr O $EHOTUNMA HA MPUMEPE CUHAPOMA
AHIENNTbMAHA - gENEUMSA 15(q11-q13) Ha MATEPUHCKOW XPOMOCOME -70-75%, B
KAPUOTUME NMOTONMKA OEE XPOMOCOMbI 15 ot OTLIA (OOHOPOAUTENLCKAS AUCOMUS) - 20-
25%, HA3BAHHBLIVA YYACTOKMATEPUHCKON XPOMOCOMBI 15 UMNPUHTUPOBAH - 3-4%



MyTaLI,I/IOH HAaAd NSMEHYNBOCTb

OCHOBHBIM HCTOYHHUKOM MHOrooOpa3us HACJACACTBEHHBIX ITPH3HAKOB U
WX ~ HENpeKpallalolmeics  DBOIMIOLUH  CIYKHT  MYTAUHOHHAS%
H3MEHYHBOCTb. Mymauyuu (1am. mutatio — nepemeHa) — 3m
GHE3aNHO  BO3HUKAIOWUE  CMOUKUE  UBMEHEHUS \‘

Mmamepuana, — npueooswue K - USMEHEeHUlo  mex .\‘
HACNe0CHBEHHbIX NPUSHAKO8 OP2AHUBMAL. 'x \
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MyTaunoHHaa Teopums
Xyro [1le ®pusa

OCHOBHBIE OJIOKCHUS MYTallMOHHOU
TeopuM paspaboransl Xyro e ®pusom |
B/ 1901-1903 rr. (0oH XE& HOpPeIIOKHUI
TEPMUH ‘‘MyTauus):

Myraliiu BO3HHKAOT BHE3AIHO,
CKa4YK000pa3Ho, KaK JUCKPETHBIC
N3MEHEHHS HPU3HAKOB.

B /owimiyue o1 HeHACIENCTBEHHBIX Xyro [le Ppus
V3MEHEHUHE MyTaldh IIPEACTABIISIOT (1848-1935)
cO00I KaUeCTBCHHbIC N3MECHEHMS,

KOTOPBIC IICPEAAIOTCS M3 HOKQICHUS B
[IOKOJICHIE



Cywecmeyem MHO20 Mymauyuu y 4yesioeeka.
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1 IMeHHO MmyTaumsimm odycroBneH
NoNMMopdr3M 4erioBe4HeCcKmX nomnyna
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Knaccundpukauma mytauuin

MyTaunm KnaccnuunpyoT:
// /(N0 NPUYMHAM, VX BbI3BABLL \

/ no xapaKTepy MY TUPOBE \«
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ComaTtunyeckume u reHepartBHbIE MyTaLI,I/II/I
" Mo xapakTepy MyTWpPOBaBLUMX KMETOK MyTaLAK

/////noppaspensiot Ha comamuyeckoe. |\

/ / 2eHepamugHbie \




1 Ipn nonoBomMm pasmMHOXEHUU MPUI3HAKK, NOABUBLLNECS
B pe3ynbrate coMmatundeckux MyTauun, NoOTOMKaM He
nepegaroTca 1 B NpoLiecce 3BOMNOLMN HUKAKOW POSiN He
nurpatoTt \ \-\\

7.OgHako B uWHAMBMOyanbHOM pPa3BUTUU  OH
BNUATL Ha (popmMunpoBaHMe npusHaka: 4e
paHHewn cTaguu pa3BUTUSA BO3
coMaTnyeckass MyTauus, TemMm OOnblLUE
TKAaHW, HECYLUUN OAHHYI0 MyTaLuKlO | |
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Comarnyeckrue MyTalii MOT'YT OBITh IIPUYUHOM:

* T0OpOKAaYECTBEHHBIX U 3JI0KaY€CTBEHHBIX HOBOOOPA30BAHMI;

*ICUKO30B;

*HEKOTOpHIX 00JI€3HEH TKAHEH U OPTaHOB, I/I€ KJICTOUHBIHA 1
/OOHOBJISIETCS (mapokcu3MaabHas HOYHas
MaKpOFHO6YHHHeMH${ Banbaesctpema U apyrue 6
/ /I/IMMYHHOI/I cucremel). He uckmroueHo, uro coma

7 ; ﬂ;nomne Ha METa00IN3M, SIBISIOTCS OI[HOI/I 3 n“ |

‘r

7!
9. i BHbIE MyTalluH HpOI/ICXOIlﬂT B

-i ( 5 FaMeTbl, I/IJII/I B I[OJIOBBI .‘c‘
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Knaccudgukauma myTtauun no ucxoay Anga opraHn3amMa

[1o ucxomy /i opraHu3Ma MyTalWU MOJIPA3ICIISIIOT Ha:

0 OoTpUUAaTeJbHbIE

Q JeTajJbHbIe (HECOBMECTUMBIE C KU3HBIO)

/////// @ noayjerajbHble (CHIKAIOIINE KA3HECIIOCOOHO
/| ! |

/71
)"‘

MOJIQKUTETbHBIE (MOBBIIAIOIIIE
TOMKOCTb OpPraHu3Ma).

l

‘M TEeHOMHBIX M} Tanui B
' ] : LJ : ‘f i :
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Knaccudpukauna mytaunm no xapakrepy
N3MEHEeHNA reHeTn4Yeckoro matepmana

\ §
1 Ilo xapakTepy H3MEHEHHS T€HETHUCCKOTO aIlllapaTa pasinyalc \
MyTaIllH: LY

////0 reHOMHBIE (MI3MEHEHUE YHCa XpOMOCOM)

/ XpOMOCOMHbIe (MIBMEHEHHUE CTPYKTYPbI Xpo (0C
@6eppaunn) 1

‘ 1 WM TOYEYHbIE (M3MCHCHHUE M

8P
' 1 ]



[ @HOMHblIe MyTaLun

I'enomnvie mymauuu - ono USMEHEHUE YUCila XPOMOCOM 6 cEHOME
KiemkKu

K resomMHubIM MYyTaluAM OTHOCATCA:

0 MOJIUIIJIONINSA
1 !

IZI reTeponIonaus (AHIYIJIOUIMA)
nﬂoubuﬂ — 3MOo yseludeHue éumzouc) c

ﬂi

1euosa
THBIX (popM OTMEHAETCS




(A)
Triploidy

O1r 1% 10 3%
YCTAHOBJIEHHBIX

L d ]

OepemMeHHOCTEY
\ z\-\\‘ I 1

3

yeJI0BeKa f1B

\
q

DNA duplication TPHILIC

(D) but no cell division ‘ ‘
yr17. jendomitosis) 111
;]"]'et'raploidy — 2 |

/7 11
7/ ’ r/ ,‘ | ’ f

O1 JI 2/3 TPHIUIOWAOB HEJIOBEKA CBSI3aHO
| IETKH 2-Ms CTIEPMAaTO30u1aMH (I

‘h ODMMUMS
1€ sIMIIe \
1H '

‘ 3 | IO{TFH; I




AHIynaoudun, unu 2emeponaiouduUs — >mo HEeKpamHoe 2anjiouoHoOMY
UBMEHEHUEe YUCAAd XPOMOCOM 8 pe3yibmame HAPYULeHUs Meuo3d . u
mumosa (+1, +2, ..., -1, -2, ...)

\

AR

i '{\
AHPYIIONIBI  BO3HMKAIOT B PE3yJbTare HEPACXOKICHUS OT

]C“S)MOJIOI‘I/IIIHBIX XpPOMOCOM B ME€HO03¢ WIH X oMaTrTu B MUTQC
prain3sMbl, pPa3BUBAOMIUCCA HN3 3UIOTbI C I'CHOTH

(oTCyTCTBHE XPOMOCOMBI) - MOHOCOMMKH TI0
‘Xpomocome. 11
il praHHBMLI Pa3BHBAIONINECS M3 B3UTOTHI C TE
CyTCTRIC TTaPbI FOMOTIOTHYHEIX XPOMOCOM) - H

MBI, Pa3BHBAIOIIMECS M3 3HIOThI C FE€HOT
) - TPHCOMUKH 10 oIpeaeJICcHHOM XPa

' | ‘POM‘I'GJIM!K&K KNeTKa
(2n),rpen=1 IMapa
TOMOJTIOTHYHBIX
xpomocom

Hepacxomnenu

Tamers: (n ) O

Cmmnue
Hopma.m.mm Hopmmm
rarvIonaHan ] ralmoum-mﬂ
ramera

Tpucomnn Monocomun




Tpucommsi MOXKET BbITb Mo f1tob60on
N3 XPOMOCOM 1 gaxe no
HECKOMNbKNM

- [1BONHOMN TPUCOMUK UMEET
Habop xpomocom 2n + 2,
TponHon — 2n+ 3 N T. A.

1/ TlogereHne TpeTbeN

/ XPOMOCOMbI B 21- nape

BbI3bIBACT 6os1e3Hb [JayHa,

'o aFI conposomaeTCﬂ

VIeM yMCTBeHHOFO
1€ |/| |




Yacrora cpeau

Tun M 50%1 Cun MBI
S APy HOBOPOIKICHHBIX

Ay"rocomm

Tpucomus 21

47, XX(XY)+2] HAayna 1700

Tpucomus 13

47, XX(XY)+13 [laTay 1/5 000

Tpucomus 18

47, XX(XY)+18 Dasapjca 1/10 000
[TonoBbe XPOMOCOMBI (KEHCKHE)

X0, Mouocomus [LIepemeBckoro- 1/500

45, XO Tepuepa

XXX, Tpucomus

47 XXX XXX-cunapoMm 1/700
[To1OBBIE XPOMOCOMBI (MYXKCKHE)

i Knaiindensrepa 1/500

47, XXY

XXVYY %

48 XXY Knaiindensrepa 1/500

AT Jyous Y 1/1 000

47, XYY




XpOMOCOMHBIE MYTAllMU, UJIU XPOMOCOMHBIE MMEPECTPOUKH
(a0eppaumm), BbIPAKAOTCA B U3BMEHCHUM CTPYKTYPbI XPOMOCOM

BHympuxpomMocoMHbIe Mymayuu MexxxpomocomMHas
+ ; I ; [ ; [ ; l Myiau s
opmMalribHasa : : : :
XPOMOCOMa YTpara § Oeneuus § Oynnukauusa § NuBepcusn § TpaHcnokauums
A A A A A A
B B B B B B
B B B B ) B
r r E — I I r
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A A X A r A
= = 3 5 | | B =
X X = X
n B K
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K 5 " 5 5 K
/ - K ~
n_B B .
i B »
B >
K -
FPEFEETFEFFTF TV TTT TR

™ ¥



M3BeCTHBI XpOMOCOMHBIE a0Eppaliiy pa3HbIX TUIIOB:

Ly
'\'\l\\\

0 HexeamKu — 3TO NOTEPSA KOHIEBBIX YYaCTKOB XPOMOCOMBI; '\\\;\‘\\“

0 oeneuuu (del) — BbINaICHUE y4aCTKA XpOMOCOMBI\ el
YaCTH; 1} \\ \\\
\\

/ 0 oynauxkauyuu (dup) — nByX- WU MHOTOKDATHOE n\ O
Ha60pa T€HOB,  JIOKAJM30BAHHBIX B  OIPEIEIIE .‘s\‘;‘ |
XPOMOCOME |

.
i

16ef uu (mv) 77 HOBOPOT y4act

METo | B | 9TOM | yHACTke
/ Bd 0’ [ ‘l'lcl Ol’ D CPc
' J




XPOMOCOMHbIE MyTaLU
(MN3MEHEHUS B CTPYKTYPE XPOMOCOM,
3aTparnBaroLLie HeCKosIbKO reHoB)

* YTpara e e

e Nleneuns . - )
(7 W

e flynnankaupsg -—L -

* CnmusiHmne- e [ oo




3anmucb XPOMOCOMHbBIX

MyTauuu
HaGop
NONoBbIX N3meHeHus YyactByrowue
XPOMOCOM XPOMOCOM PeruoHbl

l_l_W ( : \ ( A

)
46, XY, t(9:22) (qg34:q11)
e - N .
Obwee PacwudpoBka aHoOManum
YMUCNO XPOMOCOM

t — TpaHcnokauus, q — ANMHHOE MeY0 XPOMOCOMbI, P — KOPOTKOE MIEY0
XPOMOCOMb!



[eHHble UK TOYKOBbIEe

MyTauuum (TpaHcreHauumu) :

["eHHbIe, unu moy4ykoebie, Mymayuu
(mpaHca2eHayuu) 3ampaausarom cmpykmypy
camo_20 2eHa U SA8/ISHmcs pe3yibmamom
U3MeHeHUs HyKneomuoHoU rnocrnedoeamenbHoCcmu
monekynsl [JJHK e onnpedeneHHoOM y4acmke
X[POMOCOMbI

I3meHeHne nocnegoBaTenbHOCTU a30TUCTbIX
OCHOBaHWN B AaHHOM reHe BOCNpou3BoAUTCA Npu
TpaHcKkpunuum B CTpykType MPHK n npmnsoguT K
N3MEHEHUNIO NocneaoBaTeNlbHOCTN aMUHOKUCTIOT B
nonunenTUaHoOn uenu

89



IIpubm3uTeIbHASI YACTOTA

Boaeans Y HOBOPO>K/I€HHbBIX

MDubpo3 MOYEBOTO Iy3bIP 1/1600 nereit 6esnoit pacol

Mpinteunasi guctpodpus loneHa 1./3000 MasibYuKOB
(cuensiennas ¢ X-XpoMoCOMOii)

Boaesunp I'ome 1/2500 eBpeeB AlKeHa3H,
1/75 000 apyrux

Bonesnp Teit-Cakca 1/3500 eBpeeB AllKeHa3H;
1/35 000 apyrux

[lepBuuHas nenro3ypusi (Jlo6poxaye- 1/2000 eBpeeB AlLIKEHa3H,;

CTBEHHAs1 ) 1/50 000 apyrux

Knaccuueckasi remopuius (1edexr 1,10 000 MmasibYMKOB

dbaxTopa VIII ceprbiBaemoct kpoBu) | (cuensennas c X-XpOMOCOMOI1)

MDeHUJIKETOHY pHs 1/5000 upnanaues, KeabTCKOIo
IIPOMCXOXK/IEHHSI;
1/15 000 apyrux

IluctuHypus 1/15 000

MeTtaxpoMHasi JeiKoaucTpodus 1/40 000

lFanakro3eMus 1/40 000

CeprioBHIHO-KJIE€TOYHAasA aHeMHUs 1/400 adppoamepukanies (1 euie yamie

B cTpaHax 3anajHoii Appukn)

B-TasacceMusi 1/400 cpean HEKOTOPBIX IMOILYJIAIMN
Cpen3eMHOMOPb




CepnoBHAHO-KJIETOYHASA aHeMHUsi (CHHOHMMBI: S-reMOII00WHOIIaTHA,
CEpHOBUIHO-KJIETOUYHAsA OO0JIE3Hb, JAPEIAHOLMTO3, JApEHaHOoIUTapHAas
aHEMHUs]) — TeMOIJIOOMHOMATHs, IPOTEKAIIasi ¢ TIeMOIUTHYCCKOU
aHEeMHEH, I KOTOPOM XapaKTepHO HAJIMYKME€ B KPOBHU CepIIOBI/II[HIaIX\
DPUTPOIUTOB M MEPHOAMIECKAS 3aKYIIOPKA MU MUKPOLMPKYJIATOPHOIO |

pyciia B pa3siM4YHBIX OpraHax M TKaHAX (0COOEHHO ¢ \ ‘ \\\\

KPOBOTOKOM ).

rmyTamMmumHoBasA KUCJ1OTa — BaJIUH

Normal Missense Mutation

~ Partial DNA Sequence CCT GA? ?AG g(ﬂ- ?T? ci:'pl‘?
///’ “‘"" ritiiis GGA CTC CTC GGA CAC CTC

m »

RNA Sequence CCU GAG GAG CCU GUG GAG
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Mymazenvt (Mymazennsie paxmopol) — Imo paxmopul, cnocooOHble
évi3bleamb mymayuu. Pa3nnyaror:

0 IK30mMymazenvl (XMMUYECKHE, OMOJTOTrNYECKHUE, (I)I/IBI/IIIGC§

il

duznuecKue BuoJsiornueckue
XHMHUYIECKHE

0 3HOOMYymazeHvl — HAPYLICHUS PEIUIMKAINM,
TPaHCISIIUH, perapaluu, TeHbI-MyTaTOPbl

*Bce BUABI *PaziuuHbIC *Bupycsi,
U3JTyUYECHMUS XUMHYECKHE TMTOJABHIKHBIC
(noHU3UpYOLIIEE, Beulecrna (conu (MOOHITBHBIC)
yisTpaduoIeToBoe TSIKEJIbIX METAJJIOB, reHEeTH4YEeCKHe
U ap.) ANIKUWJIUPYIOLIIUE 3JIEMEHTBI

COCIMHCHMUS,

HUTPOCOECIMHCHMUSI,

HEKOTOPbIC KUCIJIOTHI U

ap.)




K ¢uzuueckum mymazenam oTHOCATCS oo Moo Come
pa3IMYHbIC BUABI U3IyYCHUM, TEMIIEpATypa,
BIIAKHOCTB U Ap. OCHOBHbBIE MEXAHUIMbL @
oelicmeusn: P

®

1/ HapylIeHUe CTPYKTYPbI TEHOB U XPOMOCOM

fera

'’ /00pa3oBaHMEe CBOOOJAHBIX paguKaJIOB, @
/ /////BCTYNAKIIMX B XUMHYECKOE
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HenctBrue YO sydyel KaK MyTareHOB COCTOUT B TOM, YTO OHU B3aUMOAEUCTBYIOT C MOJIEKYJIAMU
HYKJICMHOBBIX KHCJIOT W TOIJIOMIAIOTCA UMH, OCOOEHHO JIy4d C JJIMHHOW BOJIHBI 260 — 280 HM.
[Tonmagass B MOJIEKYJly HYKJIEMHOBOM KHCJIOTBHI, OHHM IONJIOIIAIOTCA BXOISIIIMMU B €€ COCTaB
OpraHNYeCKUMHU OCHOBaHUSIMHU. OKa3aloCh, YTO TUMHUH, ypaluil, [IUTO3UH 00JI€€ YyYBCTBUTEIbHbI
K yIbTparoJE€TOBBIM JIydyaM, YeM aicHUH U TyaHuH. [Ipu obmyyennn YO-nyuamu aBe cocenﬂkg‘e\\*
MOJIEKYJIbl THMHHOB COCIAMHSIOTCS APYT C IPYTOM B Maphbl, 00pa3ys Tak Ha3bIBaeMblc THMHUHOBB

AUMepHbI. b
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XUMMYEeCKne MmyTtareHbl

Xumuueckue mymazeHnsl ObUIA OTKPBITHI O3KE (DU3NUECKUX

IIpropurer  OTKpPBITHSA  XUMHUYECKHX  MYTAr€HOB = IPUHAIVIEKUT
COBETCKHAM HCCIEI0BATEISIM

A
B 1933 r. B.B. CaxapoB mnony4yu MyTallly IIyTeM ACHCTBUSA HOMZ
1934 1. M. E. Jlo6ameB — NpUMecHssI aMMOHUM \!

B /1946 1. coBerckmii reHeTuk M.A. PanomopTt 0OHAPYKMJ

o )
MyTareHHO¢ JAeicTBUC ¢opMainHa ¥ STHJIEHUMMHA, 4 \aHL)
mccnenoparenpauia 1. Ayapdoax — unpura. 1
/ 1‘ ’ {

2




U3BeCTHO MHOXeCTBO XUMUYECKUX MyTareHoB.

*npupoaHbLle  opraHM4YeckMe W  HeopraHuyeckue
BewecTBa (HUTPUTbI, HWUTPaTbl, ankanowuabl, FOPMOHHI,

doepmeHTbI 1 ap.)

*NMpoAyKTbl NMPOMbILUIIEHHON NepepadoTKM NMPUPOAHLIX
coeOouHEeHUU — ym4a, HedpTu,

*CUHTEeTUYEeCKUe BellecTBa — MHCEKTUUMAbI, necTuuuibl,
MNILEBBLIE KOHCEPBAHTbI, IEKAPCTBEHHbIE BELLECTBA;

*HeKoTopble MeTabonuTbl opraHMaMma YernoBeka
KOPTUKOCTEPOUAHLIE, MONOBLIE FOPMOHBI.

Hurparsr u HUTPpUTET
HUTpuTbI Ucnonb3yroTcs B kayecTse
Ano6aeok Npu nNpouseoacTee KON6ACHLIX
N pbI6HLIX U3aenui. TToatomy 6onbuie
BCEro HUTPO3AMUHOB OOHApYyXeHo B:

* KOMYEHBIX MACHBIX MPOAYKTax U Konbacax - go 80
MKr/KrT

* Conérou u Konuérout perbe - go 110 mrr/kr
* CbIpax, Kon4éHsrx ceipax - Ao 10 mrr/Kr
*  COJIEHO-MAaPUHOBAHHBIX U3REINAX - A0 12 MKr/Kr




buonormnyeckne myTtareHol

K 6uonozuueckum mymazenam OTHOCAT BHUPYCHI, HCBUPYCHBIC |
mapa3uTapHble  areHThl  (MMKOIUIa3Mbl, OaKTEpHH, 790005 (o
I'€JIbMUHTHI). \\\)

Bupychbl BbI3BIBAOT KaK TeHHble, TAK M XPOMOCOM
BBOMIS ~ OOPEACACHHOE  KOJIMYECTBO  COOCTBEHHOM
H(OpMAIIMK B TEHOTHUI KJIETKU-XO3sIMHA. 1
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I,O/I[yKTBI KUBHCIACATCIIBHOCTHU HapaBI/ITOB I[CI/ICTB)}[%
arcHBI.
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I(omymazeubl — MOKcudecKkue eeuwecmed, Komopsle cdmMu HE 6bl3bledrom

/ YBCIMYCHHUIO I'CHETNYCCKOI0 I'Py3a Y€/I0BCKA.

Mymauyuu, Ho CYULeCMBEHHO UIMEHSIIOM GAUIHUE MYMA2EHHbIX QAaKmMopos
Quzuyeckoul, XumMu4eckou u OUOI02UUECKOU NPUPOObl

KoMyTareHnl — CHHEPIUCThl MyTareHHbIX (DaKTOPOB. LY ‘

KoMyTareHaMu SIBJISIFOTCSI BELIECTBA, UCIIOJIb3YEMbBIE B MUILICBE
kocMeTnke, CMC, niekapCTBEHHBIX Mpenaparax. ~

1
Tokcuueckne BemiecTBa MPUBOAAT K MOAH(DUKAMMOHHON m“al
C

M3MEHSIOT HOpMY peaknuu. Bmecre ¢ myTrareHaMH OH
\

1
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Aumwnymazeubl — 61/!0]1021/!’{867('% AdKmMueHbsle eeujecmed, 66€0€Hu€ Komopblx 6
KJLemKy npensamcmaeyem 0eucmeur0 Myma2eHos
‘ L 1\ \'\“\
' "\\ "‘-,\\
K BemecTBaM, 3alMIIAIOINAM KIETKY OT HOHHU3UPYIOUIETO  H3IYUYCHUS \\
OTHOCSITCSL: LA

Iy “y !
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- COCAMHCHMA THOJOBOIO psga: IMCTCHH, HUCTHH, IUCTAMU

/ '/ paslMHHbIE  CEPOCOIEpIKALIME  BELIECTBA:  aMMOH

/ / /TUOMOMCBIHA !
1

/ J / [b‘QC(bOpHJII/IpOBaHHBIC THOJIBI |
[//} 11 ‘
OUOAKTUBHBIC BCIICCTBA: THCTAMUH, CEPOTO]
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[ omonornyeckmne psaabl B HacneacTBeHHOU
M3MeH4YnBocTu (3aKkoH BaBunosa)

M3BeCTHO, 4YTO MYTHpPOBaHHUE MPOUCXOJUT B
Pa3IMYHBIX HaIpaBJICHUSIX, OnHako 3TO
MHOTO00Opa3ue MOYMHSIECTCS onpez[eneHHOPi
3aKOHOMEPHOCTH, OOHapyxeHHoW B 1920 roay |

H.U. BaBnioBbIM ‘; |

/HpH CPABHEHUN TIPU3HAKOB PaA3JIUYHBIX copT
KYILTYPHBIX pacteHMM M OINM3KUX K = HH
':i opac IIUX BHUJIOB 06Hapy>1<m10(:1> MHOIO 0011

J

BCHHBIX H3MCHCHUI.
10 BaBHJIOBy C(bopMmepo ATE

I U3MEHYUE
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H./. BaBuioB ykaszaj, 4TO TOMOJOTMYECKHUE PAABI YACTO BBIXOIAT 3a
IpEaeabl pOAOB M Jaxe ceMmercTB. KopoTkonmaiocTh OTMEUEHa Y
IIPEACTABUTEIICM MHOTUX OTPSJOB MIIEKOIMTAKIIUX: Y  KPYIHOIO
poraroro CkoTa, OBEll, COOaK, 4YeJIOBEeKa. AJILOMHHU3M HAOII0AACTCs  BO
BCEX KJaccaxX IMO3BOHOYHEIX JKUBOTHEIX. \

3aKOH TOMOJOTMYECKHUX pPAIOB IO3BOJISET IPEABUAIETH BO3MOMNKE
TIOSIBJICHAS  MYyTalldid, €II¢e HE W3BECTHHIX Hayke, 'KOTOPbIC
HCTIONB30BATECS B CENCKIMU JUISl CO3MAaHMs HOBBIX | | HEHE
X0351CTBa (POPM.
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ANBGHHNIM ¥ WENOBSEA K XHBITHEX



3aKkoH 20Mo102UUeCKUX paoo6 6 HACAeOCHEEHHOU U3IMEHYUBOCMU
umeem nNpamoe OMHOUWIEHUE K U3YYEeHUI) HAC/Ie0CMEEHHbIX 00/1€3Hel
yenoeeka. Bomnpocbl JiedeHUS W NPOPUIAKTHUKM HACICICTBEHHBIX
3200JICBaHUI HE MOTYT OBITh PEIICHBI 0€3 NCCIEAOBAHNN HA )KUBOTHBIX C
HACJICACTBECHHBIMA AHOMAJIMSIMU, NOJOOHBIMH BCTPCYAIOIIUMCH Y
yeimoBeka. CornacHo 3axkony H. M. BaBuiiona, MyTaiyu, aHAJIOTUYHBIC
HACJICACTBCHHBIM  OOJIE3HSM YEJIOBEKA, JOJKHBI ~ BCTPEYATHCS
KUBOTHBIX. JIeMCTBUTEILHO, MHOTHE MYTallud,  OOHAPYXKEHHBIC ¥
KUBOTHBIX, MOTYT CJIYKUTh MOJICJISIMA HACJIEACTBEHHBIX = 00JIC3HENH
qeiioBeKa. Tak, y coOak HaOmromaercss reModuiausi, CHelVIEHHAsT €
[OJIOM. AJILOMHU3M 3aPETUCTPUPOBAH Yy MHOTMX BHJOB T'PHI3YHOB,
KOIIEK, 'CO0aK, y psaa BUAOB TTUL. MoaenaMu Ui HW3YYCHUs
MBIIICYHOU JTUCTPO(PUUA MOTYT CIHYKUTh MBIIIA, KPYIHbIM pPOrarhii
CKOT, JIOWIa/IN; 3MUJIENICHA — KPOJIMKHU, KPBICHI, MBI, aHOMAJIMU B
CTpOCHNM TJila3a - MHOTHUE BHU/bI I'PHI3YHOB, COOAKW, CBUHBU M JPYIUE
xuBOTHBIC.  HacienctBeHHbIMU  00N€3HSIMH  OOMEHa, TaKHWMH, Kak
O;KMpeHue 1 AuadeT, CTPaIatoT MbIIIIH.

Kpome  yxe HM3BECTHBIX MyTalldii MyTEM BO3ICHCTBHUS MYTAar€HHBIX
(paKTOPOB MOXKHO HOJYYUTH y Ja0OPATOPHBIX KMBOTHBIX MHOT'O HOBBIX

AHOMAJINM, CXOAHBIX C TEMH, KOTOPbIE BCTPEUAIOTCS Y YEIOBEKA 11



3a OTPOMHBIE 3aCIyTU nepen
YEJIOBEUYECCTBOM PEIIMIM  YBEKOBEUHTH
J1a00paToOpHYIO MBIIIIb B
HOBOCHOUPCKOM AKagemMropojake.
[TaMATHHK, CHMBOJIMYHO COBMECTUBIIIUU
B cebe oOpa3 1a00OpaTOpHOM MBIIIA U
YYEHOr0, Pa3MECTUIM HEMOJAJIECKy OT
UnaCTHTYyTa 1IMTOJIOTMM W TEeHETHUKH
Cnbupckoro OTJICJICHUS PAH.
Bpon3oBas AByXMeTpoBas CKyJIbIITypa
N300pakaeT y4YCHYIO0 MBbIIIb B OYKax C
HAKMHYTBIM = Ha  IUIEYM  ILIATKOM,
7( ’ ’ﬁ;y}o Ha cniinax tens JJHK.
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KOMITO3HITIH He €3 IoMOpa MO
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NnposieneHye reHeTu4yeckoro rpy3a.  eHeTUYEeCKUH rpys Ha
cCeroaHsIlWHWM aeHb coctasnseT go 10% ans
HOBOPOXAEHHBLIX AEeTewn.

YacToTa COHTAHHBIX FéHHBIX MyTaluui ycTaHoBneHa B
npegenax 10" Ha reHOM Ha NOKOfIeHHUe.

Ana pagvauwu yaeavsamlias ;}_osa AllA TeHeTU4YeCcKnx
P.

MHOXecTBO XpoHUYeCcKuX 6onesHen Yyenoseka ecTb
nocnepcTeus cocraenser 1



eHemu4eckul 2py3 — 3mMo 4Yacmb HacsiedcmeeHHoU
usMeH4yueocmu  nonynsyuu, onpedessiouwias
rnosiesieHUe Op2aHU3MO8 CO  CHUXEHHbIMU
npucnocobumesnibHbIMU NPU3HaKamu \

1\
DTCS

an

C TedeHnem BpeMeHu B Nonynsuum HakansimBea
BpeAHble peLeccuBHbie MyTaLlUuU, HOCUTE
KOTOPbIX ABMSAOTCA reTepo3nNroThbil \

/Ceilyac reHeTNYECKnin rpy3 YenoBeka onacHoO BE
‘Tak, YyenoBe4yecTBO MMEET: |

///
)// 200/ MITH reTepo3nroTHbLIX
/. erieiireMornobmHonaTun, |
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1 B uenom adpheKkTbl reHeTUYECKOro rpysa y
yerioBeka BblpaXeHbl B  3BOJIIOLUUOHHO-
EHETUYECKNX ABNEHNAX N

0 ©anaHcMpoBaHHOro nonMmMopdnamMa
0/ feTtanbHOCTH \

1/ CHMKEHHOU PepTUNBLHOCTU



Ha ocHOBe ITOCTOSIHHO MPOTEKAIOIIUX MyTalluil U 0TOOpa FT€HOTUIIOB MPH
JUINTEILHON DBOJIIOLIMKA  4YE€JOBEKa B MOMYJSALHUIX C(HOPMHUPOBAICS
0aJIaHCHUPOBAHHBIN MOJUMOPGU3M - SIBJICHHE, KOIA B MOILYJISII{UN

MPEACTABJICHbI /B¢ HIH Goiee (opmMbl ajieneil 0IHOrO | \IeHa,
LAY

NPUYEM YACTOTA PEAKOro ajljielis cocraBiasieT He MeHee 1%.

[TOCKO/IBKY =~ BO3HMKHOBEHME  MyTaldl = — pez[Kb\é-

(1/x'/10-7), TO 4acTOTy MYTAHTHOIO QJIEIS B ITOMYJISII]
MOYHO, 00BSICHUTH TOJILKO KAKHM-TO CEJeKTHBHBIM Mpe
3TOT0 / aJuleJisl Ui OpraHu3Ma W IOCTCIICHHBIM HaKOII
[IOKOJIEHUU TIQCIIE €r0 MOSIBICHMUA.

1 P MepaMn 0AJTaHCUMPOBAHHOIO HOJmMOp(])m |
'i ABO PE3yC, = TEHBI MyKOBI/ICI_[I/I 034
i! BUYHOIO I'€MOXPOMATO3a. ‘
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e [eHeTnyeckoe MHOroobpasme YyenoBeka OCHOBaHO
Ha 6anaHcupoBaHHOM MOUMOPUIME,
dopmMnpoBaBLLUEMCSH B TEYEHNE AECATKOB N COTEH
TbiCAYENETUN

e Takoe MHoroobpasne — OCHOBa Pa3BUTUSA
yenoBeKa Kak 6uonornyeckoro snaa

e BepoAaTHOCTb BO3HMKHOBEHUSA N (PUKcaLlun B
nonynauuax Kakon-nndo myrtaumm c
NONOXUTENBHbIM 3(PPEKTOM B 3BOSTIHOLIMOHHO
“‘oTNnaXkKeHHOM” YenoBeYeCKOM OpraHmsme
CyLUECTBYET U B HAacTosLee BPEMS, HO OHa KpauHe
mana. [lpaktTnyeckn HoBble MyTauuu Bcerga aaroT
oTpuuaTenbHbin AP ekT

111




YBeiInueHue TIreHeTHYECKOIo Ipysa — OIaCHO€ HABJICHHEC, T.K.
€CTECTBCHHBIN OT60p A H9CJIIOBCKA MOXKET YTPATUTH 3HaquHf

HaMpaBJISAIOUIEro (pakTopa dBOIIOIHH.
‘\\\“ \

EcTecTBEHHBIM OTOOpP OTrpaHUYMBACT POXKJICHUE I[eTCI/I 1‘
HECOBMECCTUMBIMU JIJIS )KU3HHU TTOPOKAMH.

‘VI3MEHUMBOCTL Y OOJBIIWUHCTBA JIIOJIEH  IIOYT
ecTeCTBeHHoro otOopa. BcaencTBue 3Toro reHeTH
"nymmnn YyeJIoBeKa K 3arpsi3HEeHMIO cpe;;
CXOIII/IT.

M€ B UYCIOBCYCCKHUX HOHYJ’I}III
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’ ’ ’

E
_,}HH

CBAHMM, ¢ JIKOTO
.f'nl.."n ,



OcHO8HbIe xapakmepucmuKku

MymauyuoHHOU u3mMeH4yusocmu =
1. MyTaumoHHbIe N3MEHEHUSA BO3HUKAKOT BHe3aﬂH
1 B pe3ynbTaTte y opraHuamMa nosiBrsitoTCA HOBbIE
CBOMCTBA.

2. Mytauuun HacneaywTcs v nepenarTcs U3
NOKOJIEHNSA B NOKOJIEHUE.

3. Mytauun He MMEKT HanpaBlIEHHOro
Xapaktepa, TO eCTb Henb3d [O0CTOBEpPHO CKasarmb,
KakoOW MMEHHO reH MyTupyeT noj BO3AEUCTBUEM
MyTareHHoro dpakropa.

4. MyTtaumn mMoryT ObiTb MONE3HBIMU UMK BpeﬂHbIMM
NS opraHn3ma, AOMUHAHTHBIMU U =
PDELIECCUBHBLIMU.




@®akTop 3alUTHI MPOTUB HEONATOMPHUITHBIX IMOCIEACTBUM

T€HHBIX MYTALUHU - HAPHOCHb XPOMOCOM 8 OUNTIOUOHOM KApUuomune
COMAaTHYECKUX KIIETOK »JyKapuor. llapHoCTh ajuielied TEeHOB
OPEHATCTBYET (DEHOTUITMYECKOMY MPOSBICHUIO MyTallUMi, €CIIM OHU
NMEIOT PELIECCUBHBIN XapaKTep.

OnpeneneHHbpid BKJIAaJ B CHWKCHHME BPEAHBIX IOCIICACTBAN TEHHBIX
MyTallUid BHOCHUT SIBJIEHHUE JKCTPAKOIIMPOBAHUSA I'€HOB, KOAUPYIOUINAX
KN3HEHHO BAKHBICE MAKpOMOJIEKYIbl. OHO 3aK/IIOYaeTCsi B HaJWYUK B
TEHOTUIIE HECKOJIBKUX JIECATKOB, & MHOIIA U COTEH UICHTUYHBIX KONUMN
Takmx < veHoB. Ilpnmmepom Moryr ciayxuts reHbl pPHK,  TPHK,
ITUCTOHOBBIX 0€IKOB, 0€3 KOTOPHIX >KH3HEACATEIABHOCTD JIOOOM KICTKH
HEBO3MOYKHA.

CyliecTBEeHHOE 3HAUEHUE UMEET TAKKE (PyHKIHMOHaIbHAS
HEPABHO3HAYHOCTh 3aMEH aMUHOKHUCIIOT B nojunentuae. Eciu HoBas U
CMEHseMasi aMHUHOKHKCIIOTBI CXOJIHBI 110 (PU3UKO-XUMHUUYECKHM CBOMCTBaM,
U3MEHEHHUS TPETUYHOU CTPYKTYphl M OHOJOrMYECKHX CBOMCTB O€iKa
HE3HAYUTCIIbHHBI. 82



sKenato Bam Kpenkoro reHeTu4eckoro
300POBbS




