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XpOMOCOMHaH Teopusa HacnegcTteBeHHOCTU

HemeLkun yutonor 1 ambpuronor T. boeepu
COBMECTHO C aMepuKaHCKumM Uutonorom Y.Y.

CetroHom B 1902-1907 rr. cdhopmynupoBanu
XPOMOCOMHYH Meopuro HacnedcmeeHHoCMU:

- kaxgas napa ¢oakTopoB lokani3oBaHa B
Nnape roMmosiorM4HbIX XpOMOCOM;

- Kaxaad XpoMocoMa COAEPKUT MHOXECTBO
(PaKTOPOB;

- B 3UTOTE OfHa MONoBMHA XPOMOCOM
OTLIOBCKaA, a Apyrad - MaTepuHCKan,

- XPOMOCOMBbI COXPaHAT CTPYKTYPHYIO U
rEeHETUYECKYIO UHAMBUAYANbHOCTb:

e

o Al

- B MeWo3e roMosornyHble XPOMOCOMBbI I
T. bosepw.

KOHBIOTUPYIOT;

- Kaxgas XpoMocoMa UrpaeT CBOK Porb B
PasBUTIM OCOOM.



Teopusa reHa

B 1909 rony pnatckui reHetuk B.J1. loraHceH sameHun TEpMUH «akTop» TEPMUHOM KTEH».

B 1910-1920 rogax amepukaHckuin reHeTuk T.X. MopraH nonHocTbio 06ocHOBan 1 paspaboTan
XPOMOCOMHYIO TEOPUIO HAacneaCcTBEHHOCTH, CO30,aB MEeopPUKd 2eHa:

- FTeHbl HaxoOATCA B XPOMOCOMe, Kax bl reH 3aHUMaeT onpeneneHHoe MecTo - JIOKYC;
- FeHbl pacnonaratTcs B XpOMOCOME B NIMHENHOM MOpSAQKE;

- reH - Hepgenumas efuHuLa pekoMouHaLmum (reH - HaMeHbLLWIA YYacTOK XPOMOCOMbI, KOTOPbIN
MOXET Y4acTBOBaTb B KPOCCUHIOBEPE):;

- reH - Hepenumasa eguHuLa MyTalum, TO eCTb HaUMEHBLLUIA YYaCTOK XPOMOCOMbI, CMIOCOBHbIN
NPeTepneTb MyTaLuIo;

- TeH - eAnHNLa PYHKUUN, TO ECTb HAUMEHBLLWUIA Y4acTOK XPOMOCOMbI, OMPENENAOLLNA  CUHTES
O, HOM BesiKkoBOW LIEMNMW.

B pesynbTaTe 6onee No3faHWX UCCNEenoBaHui Oblno YCTaHOBEHO, YTO reH ApobuUM 1 He ABNSeTCH
HeL,enMMOoN efuHULEN MyTaLun U PpekoMOUHaLIMK, Tak Kak KPOCCUHTOBEP MOXET NPOUCXOLUTD
BHYTPW OfHOIO reHa.

VTak, eeH - 3TO y4acToK MOJEKY bl FEHOMHOM HYKMEWHOBOW KUCTIOTbI, XapakTepu3ayoLLuiics
crieundnyHon ANa HEro NocneaoBaTenbHOCTbIO HYKNEOTUA0B, NPeACcTaBAoLMUA coboin eaunHuLy
DYHKLUW, OTIIMYHOM OT OYHKLMM LPYruX reHOB, 1 CMIOCOOHBIN U3MEHATLCA MYyTEM MYTUPOBaHMUS.



Tomac MopraH

« Tomac XaHT MopraH (aHrs.
Thomas Hunt Morgan, 25
ceHTabpsa 1866),

JlekcuHrToH — 4 gekabps
1945, NacaguHa) —
aMmepuKkaHckmun buonor, oauH
U3 OCHOBOMOSOXHUKOB
reHeTUKU, MHOCTPaHHbIN YSeH-
koppecnoHaeHT PAH (1923) u
WHOCTPAaHHbIN NOYETHbLIN YSieH
AH CCCP, Jlaypeart
HoBeneBckoi npemMun no
dousnonornm n meguumnHe 1933
roga «3a OTKPbITUS,
CBSI3aHHbIE C PONbI0 XPOMOCOM

B H&CJ’IG}JCTBGHHO(@)MYShared




[Ipy wW3yyeHHM 3aKOHOMEPHOCTEW HACJIEIOBaHUS, OTKPBITBIX MEHIENeM, TEHbI
HAXOAWJINCh B PA3JIMYHBIX IMMapax T[OMOJOTHYHBIX XPOMOCOM W HACJEIOBAJINCH
He3aBucuMo. Ho 1j1g 711000ro opraHusma XapakTepHO BHA0OBOE IOCTOSHCTBO,
MMAPHOCTh U HHAUBHUAYAJIBHOCTH XPOMOCOM B Kapuotuie. IIpu3HakoB y opranusma
HAaMHOTO OOJIBIIIE, YEM XPOMOCOM. Y YEJIOBEKa HAaCUMTHIBAIOT 23 maphl (46) XpoMOCOM.
I'enoB ot 100 ThIC. 1O 1 MIIH. B Kaxkmoii XpoMocoMe HAXOAATCH I'eHbI, KOTOpPbIE
HACJICAYITCH CHEINJIEHO ¢ XPOMOCOMOM. [ €HbI, JIOKATU30BaHHBIE B OJJHON XPOMOCOME,
00pa3yioT rpynmny cuernJeHus.

B zomonozuunvix xpomocomax Haxooamcsa 0OUHAKOBbIE 2€Hbl, U PYNNY CUENIEHUA
COCMABAAIOM 08€ 20MONO2UYHbBIE XPOMOCOMBbL. YHWCIO TPYyNIl CUCIUICHUS PaBHO
rarIoOnIHOMY YHCITYy XpOMOCOM. Y 4eJioBeKa 23 rpymnisbl cuerieHus (46 XxpoMocom).

Y myxu npo3oduiibl 4 rpynbl CHEIICHUS (8 XpOMOCOM).

HacienoBaHue TreHOB, JIOKAJU30BAHHBIX B OJIHOW XPOMOCOME, HAa3bIBaeTCs
CHEINJIECHHBIM HacJeloBaHueM. [ €Hbl, HAXOAAIMECS B OHOM XPOMOCOME, CIEIIICHBI
HEe aOcooTHO. Bo BpeMs Meio3a MpU KOHBIOTAMKM TOMOJIOTMYHBIE XPOMOCOMBI
OOMEHMBAIOTCA YacTSIMHU. JTO SIBJICHME Ha3bIBalOT KPOCCHMHIoBepoM. KpoccuHrosep
MOXET MPOU30UTH B JIIOOOM YyYaCTKE XPOMOCOMBI. UeM Aajbliie pacioaoKeHbl APYT OT
Ipyra JIOKYChl B OJJHOM XPOMOCOME, TEM Yallle MEXJIYy HUMH MOXET MPOHUCXOIWTH
OOMEH y4YacTKamH.

HacnenoBanue ClEINIEHHBIX TEHOB MPOCIICKUBAIA HA MyXax JPo30¢uiax.
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3akoH MopeaHa

3a €AMHUILy PACCTOSTHUS MEXKIYy T'€HAMH,
HAXOISIIUMHUCS B OJHOW XPOMOCOME,
npuHAT 1% Kpoccunrosepa. Hampumep,
B PACCMOTPEHHOM BBIIIE aHATU3UPYIOIIEM
CKpeluBaHuu noirydeHo 17% ocobeit ¢
MEPEeKOMOMHUPOBAHHBIMU  MPU3HAKAMU.
CienoBarebHO,  PAacCTOSHUE  MEXKIY
réHaMH CEpOM OKpPACKU TeJla U JJIMHHBIX
KPBUIbEB (@ TAK)KE€ YEPHOU OKPACKH TeJIa U
3a4aTOYHBIX KpbUILEB) paBHO 17%. B
yecth 1. Moprana eauHuna pacCTOSHUS
MEXIy T€HaMH Ha3BaHAa MOPTaHU/IOM,
paccTossHUEe  MEXAY OTHUMHU  TI'€HaMH
paBHO17 Mopranugam. A cuia CUETICHUS
BBICUMTBHIBACTCS 1O  (opMysie: cuia
cuemieHuss = 100% - % KpoccoBepHBIX
ramer. Cuia CUEIUIEHUS MEXKIY TeHaMu

OKpacKd Tejla U (OpMBbI KPbUILEB paBHa
100% - 17% = 83%.




CoueTaHnsi NpU3HaKOB: TEMHbIE BOMOCHI 1 Cepble rnasa, CBETLIE BOMOCH U Kapue rnasa - NosBnsTCs
Bnarogaps KPOCCUHIoOBEpY.




[lodsedem umoau::

B kakux cayuasnx evinonanaemcs 3akon Mopzana?
Ecnu 2envt naxooamces 6 00HOU XPoMocome, mo OHU HAC1e0YIOMCA CUENIEHHO U
6X004am 6 0OHY ZDYRNY CUENICHUA.
CKo1bKO nap 20Mo102UdHBIX XPOMOCOM KOHMPOJUPYIOmM OKPACKYy mena u popmy
Kpbliibee Opo3ohuivt?
Oona napa 20mMo102U4HBIX XPOMOCOM.
Ckonvko Kpoccogepuvix camem (¢ %) oopazyemcs y ouzemepo3uzomuou CamKu
0po30huntvl ¢ cepvim menom u HOPMAAbHLIMU KPbLIbAMU?
17%.
Kaxkoe paccmoanue medxcoy cenamu, KOHMPOIUPYIOWUMU Y8em mena u ¢opmy
Kpoliibeg y 0po3oguiivt?
17 mopzanuo.
Kakoea cuna cuennenusn medxcoy 2eHamu, onpeoeniaioumumu yeem mena u gopmy
Kpboliibeg y 0po3oguiivt?
83 %.
CKOIbKO KpOCCOBEPHBIX 2amemn 00Pa3yemcs y OU2emepo3uzomHozo camuya
0po30@huntvl ¢ cepvim menom u HOPpMAabHLIMU KPbLIbAMU?
Y camua opozogpuner cuna cuennenusn paena 100%, y nezo nem kpoccunzosepa.




[Nlodsedem umoau.:

Ckoavko ecpynn cuennenun y opozopunnt? Y uenoeeka?

Y opozoghunvt — 4 epynnel cuennenus, y uenoeexa — 23.
Kakoe aenenue evizvieaem napyuwenue 3axkona Mopzana?
Kpoccunzoegep.

Om uezo 3a6ucum 4acmoma KpoOCCUH208EPA MEHCOY 2eHAMU,
HAXO00AWUMUCA 8 00HOU Xpomocome?

Om paccmoanus mexcoy 2eHamu, 4em 0oavuie paccmoanue,
mem 001buLe 6ePOAMHOCHb KPOCCUH208€eDPd.
I'enomun ocoou Ac//aC. Kakue zamemot 0yoym
00pa3zoevieamocsa, ecau paccmosanue mexcoy cenamu Ac — 10
MOp2anuo.

Hexpoccoseproie camemot: 45% Ac u 45% aC, no 5%
Kpoccogepuuvix camem AC u ac.




CoBpeMeHHasi XpPOMOCOMHAS TEOPHUS HACJIEACTBEHHOCTH CO31aHA
BbIIAIOIIUMCH AMEPUKAHCKUM reHeTukom Tomacom Mopzanom

(1866—1945).

1.

Tomac MopzaH
(1866—1945).

3.

4.

['eHpl pacmonararoTcsi B XpOMOCOMAax; pa3jndHbIC
XPOMOCOMBI COAEPKAT HEOJUHAKOBOE YHCIIO T€HOB,
IpUYeM Ha0Op NeHOB KaKJIO0W M3 HETOMOJOTMYHBIX
XPOMOCOM YHHKAJICH;

Kax1pIi1 TeH UMEET OIPEACICHHOE MECTO (JIOKYC) B
XpPOMOCOME; B HICHTUYHBIX JIOKYCaX TOMOJIOTUYHBIX
XPOMOCOM HaXOASATCS ayICIbHBIC ICHBbI;

[ €HBI pacIioa0XKEHbI B XPOMOCOMAaX B ONPEACICHHOM

JIMHEWMHOM ITOCJIEI0OBATCIbHOCTH;

['eHpl, JOKaJIM30BaHHbIE B OJHOH XPOMOCOME,
HacJICAYIOTCS  COBMECTHO, oOpa3zys  rpymnmny
CUCIUICHWS; YMCJIO TPy CHEIUICHUS PaBHO
rarIOnAHOMY HA0Opy XpPOMOCOM M IIOCTOSIHHO JIJIst
Ka)KJI0I0 BUia OPraHUu3MOB;




XpoMoCcoMHas meopusi HacedCmeeHHOCMU:

S.

6.

CueruieHue TE€HOB MOXKET HapyIlarbCs B
IPOIIECCE KPOCCUHIOBEPA; ATO MPUBOJIUT K
00pa30BAHUIO PEKOMOUHAHTHBIX XPOMOCOM;
Yacrora KPOCCHHIOBEpA SABJISICTCS
(YHKLIMEH pACCTOSHUSA MEXKAY F'€HAMH: YeM
0O0JIBIIIE pACCTOSAHUE, TEM OO0JIbIIIE BEINYNHA
KpPOCCHHIOBEpa (IpsiMasi 3aBUCUMOCTb);

Kaowcowiu 6uo umeem xapaxmepuuiii moibko
0J1s1 He2o HAbop XPOMOCOM — KAPUOMUN.

SBiIeHHE KPOCCHMHIOBEpPAa MOMOIVIO YYEHBIM

YCTaHOBUTH PACIIOJIOKEHUE KAXKIOIO IeHa B
XpPOMOCOME, CO3J1aTh 2eHeMmuUyecKue Kapmol
xpomocoM. YeM panelie Apyr OT Apyra
PaCIOJIOKEHBI HA XPOMOCOME JBAa T€HA, TEM
qane OHM OyayT pacXoIHUThCS B pPa3HbIE
XPOMOCOMBI B IPOLIECCE KPOCCUHTOBEPA.




Takum o0pazom, BEPOSITHOCTH
pPacXOXXIAEHUSI [JIByX T€HOB IO pa3HbIM
XpOMOCOMaM B MPOIECCE KPOCCHUHIOBEpa
3aBHUCUT OT PACCTOSIHHUSI MeKIAy HHUMH B
xpomocome. ClieqoBaTelIbHO, MNOACYHUTAB
4acTOTYy KpPOCCHHIOBEpa MEXKIAY KaKUMHU-
MO0 JAByMs TE€HAMHU OJHOHM XPOMOCOMBI,
OTBCYAIOIIMMM 3a Pa3JIM4YHbIC IPHU3HAKH,
MOXXHO TOYHO OIIPEJICIUTh PACCTOSHUE
MEXIy STUMHU T'€HAaMH, a 3HAYWT, 1 HadaThb
MIOCTPOCHUE TE€HETUYECKOW KapThl, KOTOpas
MpPEJICTABISIET COOOM CXEMYy B3aUMHOIO
PaCHoOJIOKEHUSI T€HOB, COCTABIISIONIUX OJHY
XPOMOCOMY.
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eHemuyecKkue Kapmel

1. PacctosHune mexay reHamm A n B 6 mopraHmng. CKOnbKO KPOCCOBEPHbIX U
HEeKpPOCCOBEPHbIX raMeT obpasyeTca y AaHHOW ocobun? Kakosa cuna
cuenneHne Mmexay reHammn?

A B
G - )
I i ]

HekpoccoBepHbix no 47%; KpoccoBepHbix No 3%.
Cuna cuennenmns: 100% - 6% = 94%

1. PacctosHune mexay reHamm C n A — 8 mopranug, mexgy AmB — 6
mMopraHug, mexay B u C — 14 mopranna. I'ae pacnonaraetcs reH C?

C A B

(- ——"
fe— 14—




3adayu Ha rosiHoe cuerieHue
3aldaya 1.

Karapakta ©  moiaugakTwius  (MHOTOMAJIOCTh)  BBI3BIBAIOTCS
JOMHUHAHTHBIMU aJIJICJIIMHU JIBYX T'€HOB, PACIIOJO0KEHHBIX B OJHOM Mmape
ayrocoM. JKeHIIMHa yHaciegoBajla KaTrapakTy OT OTHa, a
MHOTOIAJIOCTh OT Marepu. OnpeaeanTh BO3MOKHbIE (PEHOTUIIBI ACTEM
OT €€ Opaka co 3I0pOBBIM MY>KUYHHOM.

Pewenue. (be3 3anucu ecenemuueckou cxemvl)

Onpeneasiem resorunsl poauresien. Ilyctb A — karapakra, B —
noauaakTuiausa. I[enorun skeHmuHbl Ab//aB, xpomocoma ¢
KATApPaAKTOU OT OTHA, XPOMOCOMA C NMOJUIAKTHIUECH OT MATEPH.
I'eHoTun 3710poBOro My:k4uHbl ab//ab. B moromcrBe mosi0BHHA
aered Oyanyr ¢ reHorunamu Ab//ab M ¢ karapakTou, MOJOBUHA C
reHorunoM aB//ab u ¢ moauaaKkTHINEN.




3adayu Ha rosiHoe cuerieHue

3amaya 2.

JIOMUHAHTHBIE TE€HBI KaTapaKThl U JJIMIITOLMTO3a PACIOI0KEHbI B IIEPBOM
ayrocoMme. OnpeaeanTh BEpOATHbIC (PEHOTHUIIBI ¥ TEHOTHIIBI JIETEH OT Opaka
3JI0POBOM KEHIIMHBI U JUT€TEPO3UTOTHOTO MY>KUHMHBI, ¥ KOTOPOIO OTEIl
OB C KaTapaKTOW U JIMNTONUTO30M. KpOCCMHTOBEP OTCYTCTBYET.

Pewenue. (be3 3anucu cenemuueckou cxemvi)
OnpenesisieM reHOTUNBI POAMTEJICH.
IIycTs A — KaTrapakra, B — 3jmmnrouuros.

T'eHoTHn 3710pOBOM KeHIUUHBI ab//ab, reHoTun my:xxunHbl AB//ab, Tak
KAK KATAPaKTy U JIMITONMUTO3 OH MOJYYHJI OT OTIA.

B mnoromcrBe moJsioBHHA jaerer Oyayr ¢ reHorumamu AB//ab, c
KATAPAKTOM W JJIUITONMTO30M, IMOJOBHHA ¢ reHorumnom ab//ab —
3/10POBbI.




3adayu Ha rosiHoe cuerieHue

3amaua 3.

JIoMHMHAHTHBIE T'€Hbl KaTapakThl, »AJUNTOLMTO3a M  MHOTONAJIOCTH
pacloyoKEHbl B IepBoM ayTtocome. OnpenenuTh BO3MOXKHBIE (DEHOTHIIBI
JAETeN OT Opaka >KEHIIMHBI, OOJIbHOW KaTapakKTOW W DJIMIITOLMTO30M (MaTh
eec ObUia 3J0pOBa), C MHOIONAJIBIM MYKUYMHOM (MaTh €ro uMena
HOPMAJIbHYIO KUCTh).

Pewenue. (be3 3anucu cenemuueckou cxemul)

OnpeneasieM reHorunsl poauresier. Ilyctb A — karapakra, B —
ymnTouuro3, C — MHoromaJjgoctb. I'eHorunm :KeHmmHbl ABc//abc,
xpomocomy ABc¢/ oHa mouay4ydsa OT OTHA, TEHOTHII MHOIOIAJIOI0
myxuuHbl abC//abc, xpomocomy abC/ oH moJIyuyus Tak ke or orua. B
nmoromMcrBe oxuaaercss 25% ¢ renorunom ABc//abC (karapakra,
JIMNTONMTO3 M MHOromajgocrb), 25% ¢ renmorunom ABc//abe
(karapakra, uaunrTomuro3), 25% ¢ renorumom  abc//abC
(MHOTOMAaJ0CTB), 25% ¢ renorunom abc//abe — 310poOBHI.




OnnHakoBble MO BHELIHEMY BUAY XPOMOCOMbI B
KNeTKkax pas3aeribHOMOorbIX OPraHN3MOB Ha3bIBaKOT
aymocomMamu.

[Mapy pasnuyatoLmxcs XpoMOCOM, HEOAUHAKOBbIX Y
camMLa 1 caMK1 HasbIBatoT
MoJ108bIMU XPOMOCOMaMu

OO6Lee yncro, pasmep u dopma XpoOMOCOM-
Kapuomuri




- i

19 20

Y yenoBeka 23  mapsl
XpOMOCOM, W3 KOTOPBIX 22
1apbl — ayTOCOMBI

M MOCHEOHsd Ilapa — 3TO
[10JI0OBbIE XPOMOCOMbBI

Takpe  pa3anuus 1O  MOJOBBIM
XpOMOCOMaM XapaKTEePHBI JUTST
OOJBIIIMHCTBA JKUBOTHBIX, B TOM YHCIIC
W JUIS 4YeJIOBEKa, HO Yy NTUI] (BKJIFOYas
Kyp) U y 0abouek HaOIromaeTcs
oOpaTHasi KapTHHA: Y CaMOK HMECIOTCS
xpomocoMbl XY, a y camioB -XX. Y
HEKOTOPBIX HACEKOMBIX, HampuMep Y
IPSIMOKPBUIBIX, Y XPOMOCOMBI HET
BOBCE, TaK YTO caMel] MMEET T'CHOTHII

X0.




HacaeaoBaHmue rpmu3HaKoOB , CIIeIIA€HHBIX C II0OAO0M.

[eHbl, HaxoadLMeca B NOMOBbLIX XPOMOCOMaX, Ha3blBalT cuersieHHbIMU C
rnosiom. B X-xpomocomMme MMeeTCs y4acToK, Ans KOTOporo B Y- XpOMOCOMeE
HeT romosnora. [loaTtoMy Yy o0cober MyXCKOro nosia npusHaku,
onpegensemMble reHaMmu 3TOro y4yacTKka, NPOABNAITCA JaXe B TOM cliyyae,
€eCIn OHN PEeLIeCCUBHBI.

JTa ocobad dopma
cuenneHus no3BonsaeT
OObACHUTL  HacnegoBaHue
NPU3HAKOB, CLEMNMEHHbIX C
Nofiom, Hanpumep,
usemosou criernomeail,
paHHea2o  0brnbIceHUs U
2emMournuu y Jyerioseka.

370 TakK Ha3bliBaeMble
MOJIEKYsIPHbIE (2eHHbIe
6o0s1e3HU)




Moaekyasipable (reHHbIE 00A€e3HM)

Femohunua — cuenneHHbIU C NOSIOM peLecCUBHbIU MPU3HaK,
npu KOTOpPOM HapylwaeTtcs obpa3oBaHue dakrtopa Vi, yckopstowero
cBepTbiBaHME KPOBM.

OaH wu3 Haubonee XoOpowWO AOKYMEHTUPOBaAHHLIX MNPUMEpPoB
HacnegoBaHUAa reMmouUnMn Mbl HaxoaMm B POAOCIIOBHOU NMOTOMKOB
aHasiuuckou kKoporsieebl Burkmopuu. [lpeanonaraltoT, 4YTO TreH
remocpunun BO3HUK B pe3ynbrate MyTauuuM y camMon KOponeBbl
BukTopun nnu y ogHoro u3 ee poaurteneu
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Flacaedosanue zena
PoManoswvixX

3A0poBanA XXeHLWHUHa
HOCUTENbHULA reHa remodunum

300pPOBbIA MY)XYMHA

remocunuk BUKTOpUA Anbbepr
1819- 1901
Anuca JNTroposuk IV
NlecceH-
HDapmwran

AHacracusa Anekcen



BapuaHTbl HacneaoBaHUA reHa reMmodounun:

[ enomun

dernomun

XX

3mopoBasi sKeHIUHA

X

3mopoBasi JKeHIIUHA (HOCHUTEJIb)

310poBbIi MYXKYHHA

My:xxuuHa — TeMO(PUITUK

AenmmHa — remopuauk. Pexuanmmi
CJIy4au, BO3MOKHBIM JIMIIb B CJIy4yae, ecju
orel] — reMopuiINK, a MaTh — reMO(PUITHYKA
WU HOCHUTEIb.




COBpeMeHHBIG BO3MOXXHOCTH MCIAUKO-I'CHCTHNYCCKOI'O
KOHCYJIBTUPOBAHUWA ITO3BOJISIIOT OIIPCACIINTDG BO BPCMA
IJIAHUPOBAHUA 6ep€M€HHOCTI/I PHUCK HACJICICTBCHHbIX

3a00J1€BaHUM, CPEAU KOTOPHIX:

MYKOBMCIIH/I03;

(P CHUIIKETOHYPHS;

reMouins A;

Muoauctpodus JromeHa;

Heupocencopnas;
HECHHJIpOMAaJIbHASI TYTOYXOCTh U JP.




HacnenctseHHoe MHOTOOOpa3ue 4enoBeKa - PEe3yJIbTar
JUINTEJILHOW 3BOJIOIMA dKUBOU MaTEPUU

Dakmopvl 6801MI0UUU 8 MeEYeHUe 00712020 BpeMeHU
BAUAIU HE MOJbKO HA HOPMAJIbHbIE XAPAKMEPUCTNIUKU
Op2aHU3Ma, HO U HA €20 NamoaoZuuecKue peaxKuuu,
00YCN106/1U6AS 3HAUUMEIbHO 007bUiee MHO2000pazue
HO30/102U4ecKux ¢opm 0o0ae3Hen y uenoseka no
CPABHEHUIO C MAKOBLIMU Y HCUBOMHBIX

[Ipu 5TOM HagO UMETHh B BUAY OCOOCHHOCTH 3BOJIIOLHIHU
YeJIOBEKAa KaK OHOJIOTMYECKOTO ¢ COIMAIBLHOTO
CYILIECTBA
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Y YeJIOBEKa KaK COLIMAJTIBHOTO CYILIECTBA
€CTECTBEHHBI OTOOpP CO BpEMEHEM IMpOoTeKad BCE B Ooliee

ICIHM(DHNYCCKHNX POPMAX () ) d APAILC HACJIIC /] BCHHOC

pa3HOO0Opa3ue MOMyJISLUN

CoxpaHsjI0Ch TO, YTO MOIVI0O «OTMETATHCH» Y KUBOTHBIX, MJIH,
HA000pPOT, YTPAUYUBAJIOCH TO, YTO HY’KHO KMBOTHBIM

Tak, mOIHOIIECHHOE TIUTAHWE, YIAOBJIETBOPEHHUE IOTPEOHOCTH B
BuTamMmuHe C T1[O3BOJIMJIM YEJIOBEKY B IIPOLECCE HBOJIIOINUHU
«YTPATUTB» TeH L-TryJOHOJAKTOHOKCUAA3bI, KATAJIU3UPYIOIIEH
CUHTE3 BUTaMUHA. Hamumne 3Toro reHa y )KUBOTHBIX - CTPAXOBKA OT
PA3BUTHUA IIMHIH, 4 YEJIOBEK HM3-3a TAKOM «BCeoOINer BPOKIAEHHOM

OINMOKM MeTa00JIM3Ma» IOJABEPKEH aBUTaMUHO3y C
.




B mporecce 3BOMIOIMK YEJIOBEK «IMPUOOpPETA» U HexKeaTeIbHbIe
MPU3HAKH, UMEIOIIUE NPSIMOE OTHOIIEHUE K MATOJIOTUH YETIOBEKA
BOJILIIMHCTBO BU0B >KMBOTHBIX HEBOCIIPUMMYKUBO K AU(PTEPUAHOMY
TOKCUHY U BHPYCY MMOJUMOMMEJIUTA, MOTOMY YTO Yy KHUBOTHBIX
OTCYTCTBYIOT COOTBETCTBYIOIIHE PeleNnTOPbI MEMOPAH KJIETOK

VY 4enoBeka 3TH peLENnTOPbl €CTh. I €H penenTopoB s AUPTEPUHHOTO
TOKCHHA JIOKAJIM30BaH B S-W, I BUpyCa MOJUMOMHEIUTA - B 19-i
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Bce MHOroo0pa3me ;XMBOro v €ro NOCTOSIHHOE COBEPIIEHCTBOBAHUE
ObLIIN OBl HEBO3MOYKHBI O€3 U3MEHUYMBOCTH

N3MeHYuBOCT —  3TO 00IIIEONOIOTHYECKAA  CIIOCOOHOCTH
OPraHU3MOB B IMPOIECCE OHTOICHE3a MPUOOpPETaTh HOBBIC MPU3HAKH,
yTpauynuBaTh CTaphle, CYIMIECTBOBATh B PA3JIMYHBIX BapHaHTaX




YcranoBiaeHno, uto 50% Bcex 3ayaTMi 4YeJiOBeKa 3aKAHYMBAIOTCHA
CIIOHTAHHBIMHA a0opramMu M 4YT0 S50% 3THX a0OPTHUPOBAHHBIX
IMOPHOHOB  COAEPKAT XPOMOCOMHBIE AHOMAJIMM. Cpennu
HOBOPO/UKEHHbIX Yy 7% HaOmwoaawTcs 00JblINEe BPOXKIACHHBIEC
HOPOKM, euie Y 8% - reHHbIe MyTallUU.
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Boipaxkaercsi H3MEHYMBOCTb B TOM, YTO B JIIOOOM IOKOJCHHUU
O0COOH YEM-TO OTJIMYAKOTCS JAPYT OT ApPyra U OT POJAUTEIICH.

Hpwantaa 3Toro =B TOM, YTO HPH3HAKH M CBOMCTBA OpraHu3Ma —
3TO  pe3yabTaT  B3auMojgeiictBusi  ABYX  (haKTOpPOB:

HACJICACTBCHHOM wuH(popMaluu (OT POAUTEICH) M KOHKPETHBIX
YCJIOBUM BHEIIHEHW Cpelibl, B KOTOPHIX IPOXOAUIIO HHINBUIYAIBHOE
pPa3BUTHE KAXKI0M 0COOM.




HpI/IBHaKI/I OpraHusMa ACJEATCA Ha KAYE€CTBCHHLIC H
KOJINYCCTBCHHDLIC

Kauecmeennvie — npuznaxu, Komopwvie M0oy3cHo onucams. IIpumep:
Kapyue IJlaza, TEMHbIC BOJOCHL. KadyecTBEHHBIC MPU3HAKA —
MEHJICTUPYIOIINE TPU3HAKA

ONUMeCHEEH bIC NDUSHAKI

onpeoensaromca usmepenuem (pocr,
Macca TENa). KoyimuecTBeHHBIE
(moIMMEpHBIE) MPU3HAKK 00JIee CIIOKHBI
B HW3YyYECHMH, T.K. HE JAKOT YETKOH
KapTHUHBI HACICAOBAHUS



Ilo Mexann3MaM BO3SHUKHOBEHUS U XapaKkTepy U3MEHECHUN
IIPU3HAKOB PA3JIMYaOT IBA THIIA U3MCHYHMBOCTH:

HAC1e0CMBEHHYI0 U HEHACICOCHI8ECHHY IO

N3MeHYnNBOCTb h
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HenacieacrseHHas (MoaM(pUKAIIMOHHASA, AU
(peHOTHNHYECKASL)  —  CHOCOOHOCTH  OPraHU3MOB
pearupoBarb Ha YCJIOBUA OKPYXKAIOIIEW Cpeapl U
M3MEHSATBCS B TIPEACIaX HOPMBI PEakuuu (M3MEHSTH
deHoTrn)

HacJjeacrBeHHasi ©BMEHYHMBOCTh — 3TO CIIOCOOHOCTH K
M3MECHCHUSIM T€HETUYECKOTO MaTepualia (T€HOTHIIA)
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Henacneocmeennasa (moouukauuonnana i penomunuueckas)
UMEHYUBOCMb TIPEJCTABIACT COOOM DBOJIOIMOHHO 3aKPEIICHHBIC
IPUCHOCOOUTENbHBIC PEAKIIMY OpraHu3Ma Ha HM3MEHEHHE YCIOBUM
BHEIIIHEH cpeabl 0€3 M3MEHEHUS TCHOTHUIIA.,

[IposiBieHUsT PEHOTUITNYECKON N3MEHYUBOCTH
Moandukanmm
DeHokonuu
JlnuTenbHbIe MOAU(DUKALINN

T




1. MaccoBbIi, IPpyNIIOBOM Xapakrep.

2. AlanTUBHbBIC CBOMCTBA.

3. Moaudukanum MOIyT UCY€3aTh HA NMPOTSKEHUN
"KU3HHU 0COOM.

4. OnpenejeHHble MOAU(PUKANMOHHbIE U3MEHEHUS
MOI'YTh COXPAHATBHLCHA BCHO KM3Hb, HO OHM HeE

HaCJIC VIOTCH.




Moougukauyuu - 3Imo  penomunuueckue U3MEHEeHUA,

603HUKaAuiue noo 61uUsiHuem ycnoeuﬁ cpedbt U HeceAa3dHble C
USMECHEHUAMU ceHomuna

Moaudukanumn:
HE HACJIEAYIOTCS;

COXPAHSAIOTCH JIMIIbL Ha MPOTSKEHUM JKH3HM JaHHOIO
opraHmusMma.




NudeknnoHHbIe 3a001€BaHus,
3a00JIeBaHU,

IIPOTO30UHBIE
TeJIbBMUHTO3BI IIOCJIE
BBI3IOPOBJICHUSA YCIIOBEK
MMEET TOT XK€ HEU3MCHCHHBIU
TC€HOTHII

M3meHnenne  Koiauyecrsa
SPUTPOLIUTOB Y YEIOBEKA IPH
npeObIBAHMM  HA  Pa3HbIX
BBICOTAaX HaJ YPOBHEM MOPH:
B 1 MM’ KpoBH y JIOZEH,
KUBYIIUX B MECTHOCTIX Ha
YPOBHE MOps, UX B JIBA pasa
MEHBIIIE, 4YE€M Yy JIIOJEH,
KUBYIIMX BBICOKO B TOpax




HOPMA PEAKLIA

IpU3HAKA, MOXET OBITh
PA3HOH B 3aBUCHMOCTH OT
YCJIOBUU BHEIIHEU CPEIbI:
IIPpU OJHUX OHA MOMKET
ObITh  yCWJICHa,  IIpH
APYyTUX — OcJia0dIeHa

[Ipeoenvl sapvuposarus
NPU3SHAKA, O02PAHUYEHHDbLE
oeticmeuem 2eHomuna,
HA3blBAIOMCA Hopmou
peaxkuyuu




Moaudukanum He HACJEAYIOTCSH, HO HACJIEAYCTCHA HOpMA peakyuu
(rpaHuUbI, B KOTOPBIX M3MEHSAETCA (PeHOTUN MPH OnpeaeeHHOM
reHOTHIIe).

Y 4dejioBeka:

1) muupoxasn nopma peakuyuu (Macca rejia, IArMeHTAUSA KOXKHU);

2) ysxkas nopma peaxuyuu (pH, xonmentpamma K', Na*, Ca* B
KPOBH);

3) oono3naunasa nopma peaxkyuu (rpynnbl Kposu mo cucreme ABO,
IBET IJIa3, BOJIOC).




Kakou v Bac dpoToTun KOXn, Kak ero onpenenntsb?

1-i1 TUN - KeJBbTCKHUU THUII — 3TO, KaK MPABUIIO, JIIOAW C 3€ICHBIMHA WU
rojJyObIMHU IJ1a3aMH, C PbDKMMH M CBETJIBIMHU BoJiocamu. VX oTimyaet
HE)KHas, MOJIOYHO-0€e1ass, (POTOYyBCTBUTEIIbHAS KOXKA, 4aCTO C OOMIMEM
BECHYIIIEK; OYE€Hb CBETJIbIC IPYJAHBIE COCKH. Y IPEICTABUTEICH TaHHOTO
(oTOTHIIa MPAKTHUYECKU HE 00pa3yeTcs MUTMEHT, ITOATOMY COJHEYHBIN
OKOT' CJIy4aeTCsi MOMEHTAJIbHO, a 3arap MoJiy4aeTcs HUKakou. 3arap K
BaM HE <JIMITHET», @ Ha COJIHIIC Bbl BCEIJIA TTOIYYaeTE OXKOT.

2-A TN - CBETJIBIA €BPOINCHUCKHAM (HOPAUYECKHUM WIIM T€PMAHCKHH) —

CI0Jla OTHOCSTCS 00Jagarean ToJIyObIX, CEphIX, 3€JICHOBATHIX IJla3 U
CBETJIO-PYCBIX, KAlITAHOBBIX BOJIOC. Y HHUX CBETJIAs KOXKA U CBETIIbIE
IPYIHBIE COCKU. BECHYIIIEK, KaK MPaBUJIO, MaJIO0 UJIA HET COBCEM. Takue
JTFOJIM YYBCTBUTEIBHBI K YIBTPA(QHUOJICTOBBIM JTy4aM U IIOTOMY 3aroparoT
IJIOXO, IIPX 3TOM JIETKO IMOJy4asi COJMHEUHbIE 0xKOru. COJTHEUHBIN 3arap
MIPOSIBJIAETC TOCJIE TOTO, KAK MPOXOIUT OXKOT.




3- TUO - TEMHBIA eBPONCHCKUUA (CPpeTHEeBPONEHCKUN WU
CMEIAHHBIN) — 3TOT THUIl TPEJICTABIISIOT JIFOAW C KAPUMHU, PEKE CEPBIMU
I71a3aMHA M1 TEMHO-PYCBIMHA WJIHA KAIITAHOBBIMHU BOJIOCAMM. Y HHUX CJIETKa
cMyIas Koka 0e3 BECHYIIEK, IPYJAHbIE COCKH JOBOJBbHO TeMHbIC. Koxka
oOagarelel HdTOro THUIIA BeChbMa OJIATOCKJIOHHO OTHOCUTCI B
yIBTPa(PUOIECTOBBIM JIydaM, B CBSI3M C YEM OHM XOPOIIO 3aroparoT, HO
IIPU JJIMTEIILHOM ITPEeObIBAHUH HA COJIHIIE PUCKYIOT MOJYYHUTh OKOT.

4-W THII - CPEAU3EMHOMOPCKHUM WJIHM IOKHO-€BPOIEHMCKUU —
K KOTOPOMY OTHOCSTCSA JIOAM C TEMHBIMH DJIa3aMH, C TEMHBIMHU
BojocamMu. OHH 00JIaJalOT CMYIJIOM, OJMBKOBOM KOXEW  0Oe€3
BecHymIeK. CyacTiiMBbie 00OJIagaTeM JaHHOTO (POTOTHMA 3aroparoT
JIETKO, OBICTPO U MPAKTUYECKH O€3 0KOTOB.

5-1 TUII — MHAOHE3UMUCKUM MJIM CpedHe-BOCTOYHBLIM — IIOYTH HE
BcTpeuaeTcss B Poccum. Y 1mpencraButenier 3Toro (OToTUIIa OYEHB
cMyrias Koxka 0€3  BECHYIIEK, BOJOChI, IJaza MW  COCKH
TeMHbIC. [1oTy4atoT o4eHb OBICTPBIN U [ITyOOKHUH 3arap, PeAKO 00roparoT
Y MMPAKTUYECKU HE UMEIOT ITPOTUBOITOKA3aHUM K 3arapy.




KEJIbTCKUH THII HOpI[I/I‘ICCKI/Iﬁ 0] 041 FepMaHCKI/Iﬁ - CPCAHCCBPOIICUCKHNHN NJIM CMCIIAHHBIN




JIJIs pa3HBIX NPU3HAKOB U CBOMCTB OpraHu3Ma IPpaHUIlbI, ONpeae/asieMble
HOPMOHM peaKuu, HEONMHAKOBLI.

HopMma peakiium MOXeT ObITh ITUPOKOM U Y3KOH.

HauOomnpiieii  M3MEHUYMBOCTBIO  XapaKTEPU3YIOTCI  KOJAUUECHI8CHHbLE
npusnaku. Kauecmeennvie npuznaku Man0o U3MEHSAIOTCS NMPU U3MEHEHUU
YCJIOBUM CPEJIBI.

TvunuyHOCTh KJIMHHUYECKON KAPTHHBLI 3a00JIeBaHMsI MOXET OBITh
OOBSICHEHa MOA00OMEM HOPMbI pEaKIUM Yy JIIOACH, HMMEIOIIUX pPa3HbIe
reHoTunbl. Pa3Hbie ¢opmMbl  TeyeHUs: 3a00J€eBAHUSI CBSI3aHBI C
MIPOSIBJICHUEM WHIUBUAYAIILHOCTU T€HOTUIIOB

Leaders heights

6ft 60 1. o3
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IKenpeccusHocmb — CTCIICHb BBIPA)KEHHOCTH (PEHOTUIINYECKOIO
IIPOSIBJICHUS IIPU3HAKA .
Min —» Max

OHa 3aBUCUT OT (JAaKTOPOB BHEIIHEW CPEJIbI U BIUSHUA IPYTUX T€HOB

IKCIPECCUBHOCTH CBSI3aHA ¢ M3MEHYHMBOCTHIO IPU3HAKA B Ipeaesiax
HOPMbI PpeaklMu. OKCIPECCUMBHOCTh MOMKET BbIPAXKATHCSA B
M3MEHEHUM  MOP(OJIOrMYECKMX  IMPU3HAKOB, OMOXMMHYECKHX,
MMMYHOJOTHYECKHUX, TTAaTOJOTMUECKUX U IPYTUX IMOKa3aTelIeH.

[Ipumep, coaepxaHue xjaopa B IOTE Y YEIOBEKA OOBIYHO HE MPEBBIIIACT
40 MMOJbB/1, a NPU HACICACTBEHHOM OO0JC3HH — MYKOBHCIHMI03€
(Opu OHOM M TOM ke reHoturie) koneonercsa ot 40 o 150 Mmmons/i

[TonmaakTHiIns MOXKET OBITH HAa OMHOM, Ha IBYX PyKaX HIIM Ha HOTaX, KOJIMYECTBO IAJIbIICB
MOXKET OBITH 6 1 0oJiee




HacnencrtBeHHass  0one3Hb —  (DEHMJIKETOHYPHS,
CBSI3aHHAs C HAPYIICHHUEM aMUHOKHCIOTHOIO OOMEHA,
MOKET MMETh Pa3JMYHYI0 TSKECTh MPOsIBJIEeHUS (T.C.
PA3JIMUYHYI0 OSKCIIPECCHUBHOCTh), HA4YMWHAS OT JICTKOM
CTCTICHM YMCTBEHHOM OTCTAJOCTH, JIO TIIIyOOKOMH
UMOCHUIBHOCTH  (T.€.  CIOCOOHOCTHM  JHINb K
3JIEMEHTAPHBIM HaBBIKAM CaMOOOCITYKHUBaHMS)

|7(>evaanaH{L
CuHTe3 benka OennanaH/HoOK(/aasa ’ |
MeHMNANMPOBYHOrpagHan MeHMnyKcycHan menunlmlonouuaa '?y ¥
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OIWH U TOT K€ MPU3HAK MOXKET MPOSABIATHCA Y HEKOTOPBHIX OPraHU3MOB
1 OTCYTCTBOBATh y JIPYTUX, UMEIOIIUX TOT XK€ I'EeH

Heuempaumuocmb — uacmoma npoAe6leHUA npusHaKda, onpe()eﬂﬂemoeo
CEHOM

Bpipa:xaerci B NPOLEHTHOM OTHOIIEHMM YHCJIA JIHI, MMEKIIUX
JAHHBIA NPU3HAK, K YMCJY JUL, AMEIOIMX JaAHHbIA I'eH

Ecnu, HanmpuMep, MyTaHTHBIN I'€H MPOSIBIISIETCSA Y BCEX 0COOEH, TOBOPSAT
0 100 % mneHeTPaAaHTHOCTH, B OCTAIBHBIX CIy4asgX — O HENMOJHOH
NEHeTPAHTHOCTH

Tak, HaciaenyeMoCTh TPyl KPOBH y 4denoBeka 1o cucreme ABO umeer
100% mneHeTpaHTHOCTh, HACIIEACTBEHHBIC 00JIE3HU: ANMICICUs — 67
%, caxapHsbIi 1uadet 65%, BpoXKI€HHBIN BbIBUX Oeapa — 20 %.

| OIOIOI0

IlenerpanTHOCTb = 2/6 * 100%




IIo naHHBIM HIBEACKUX F€HETHKOB, HEKOTOPbIE (popMbI MIM30(pPeHNH HACIEYeTCH KAK JOMUHAHTHbIE
ayTocoMHbIe npu3Haku. [Ipu 3Tom y romo3uror neserpantHocts pasHa 100%, y rereposuror - 20%.
JTAHO:
- A — mm3odpeHus
- A — HOpMa
11, , =100%
11, =20%
OIIPEJIEJIMTb:
+ ®enotun F|
PEIIEHUE:
3anuiieM cxeMy Opaka poAUTeENeH, OAUH U3 KOTOPBIX TETEPO3UTOTEH, a APYTOd TOMO3UTOTEH 10
pPELIECCUBHOMY T'EHY:
P: 2 Aax J§ aa
G: A,a a
F: Aa, aa
I'enorum: 1 : 1 ®enorum: 1 : 1
TeopeTndeckoe cootHomenue: 50% : 50%
OOJIbHBIC : 3J0POBBIC
B cBsA3U ¢ T€M, UTO IEHETPAHTHOCTh Y TETEPO3UTOT cocTaBasieT 20% Mponu3BOAUM ITepepacyeT BEPOATHOCTH
3a007eBaHus MU30(DPEHUEH C TEOPETUIECKH BO3MOXKHOTO:
50% - 100%
x - 20%
x=10%
OTBET:
BepostHOCTB 3a0051eBaHus MU30(PpEeHUEH TeTell B CEMbe, TAE OJMH U3 POAUTEICH IreTepO3UTOTeH, a IPYToH -
HOPMaJIEH B OTHOUIEHUH aHAJIM3UPYeMOro npuszHaka coctaBuT 10%.




I'eHbl, KOHTPOJIMPYIOILKE MATOJ0rHYecKHe NPU3HAKH, MOTYT HMETh
PA3JHYHYI0 TNEeHETPAHTHOCTh M  JIKCIHPECCMBHOCTb, T.C.
OPOSIBIISITECS. HE y BCEX HOCHUTENICH aHOMalIbHOIO T€Ha, a ¥y
OOJICIOIINX CTENEHHh OOJE3HEHHOTO COCTOSHHUS HEOIMHAKOBA.
Himenan ycnoeus cpeovl, MOMNCHO 6AUAMb HA NPOAGTCHUE
NPU3HAKOB

Tort (pakT, YTO OTUH M TOT Ke¢ TEHOTHUII MOKET ABUTHCH HCTOYHUKOM
PAa3BUTHUHA  PA3JIUYHBIX (EHOTHIIOB, HMeEET CYIIEeCTBEHHOE
3HAYCHUE IJId MEJAUIUHBbI. DTO O03HAYACT, UYTO OMAZOUICHHAA
HAC1e0CMBEHHOCHb He 0043amenbHO O00JHCHA NPOACUMbCAL
MHoro€ 3aBUCUT OT TE€X YCIOBHUH, B KOTOPHIX HAXOJUTCS YeJIOBEK. B
psaae ciaydaeB 0o0jJe3Hb Kak (DEHOTUIHMYECKOE MPOSBICHUE
HACJIEJICTBCHHOM HH(pOpMaIIH MOKHO IPEAOTBPATUTH
COOIIOJICHUEM JAMEThI MM OPUEMOM JEKAPCTBEHHbBIX OPEHapPaTOB.

Y/
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bojie3Hb — O0JHO U3 NPOSIBJIEHUI NPHUCHOCOOUTEIbHbIX
pPeaknui Ha JAeCTBHE MOBPEKIAIINX (PAKTOPOB
OKpykKarouien cpeabl. [TOCKOJIBKY KaXKIblil YEJIOBEK C
TEHETUYECKOM TOYKM 3PEHUS CTPOr0 WHJIUBUAYAIECH U
HEIIOBTOPUM, TO M  PpEaKIUu  KaXIOr0  YEJIOBEKa
CrIel(pUIHBL.
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DakTOphI, MPUBOAAIINE K PA3BUTHUIO BPOXKIECHHBIX ITOPOKOB

y ,Z[GTCfI, HC CBA3dHHbIX C HAPYIICHHUCM HACJIICACTBCHHOI'O
MaTCpHall, HA3bIBAOTCA TEPATOICHHBIM




BeposaTHOCTH IIOSIBJICHU S
IIOPOKOB PA3BUTHUA Y ILIOAA
BBICOKA, €CId OepemMeHHas
KCHIIIMHA NPUHUMAJIA
omnpeae/IeHHbIE JIeKapcTBa
WA TEepeHecj]a KOPeBYIO
KPaCHYXY, TOKCOILJIA3MO3,
cupuiiuc.

[lopoku, TOABIAIOMIUECHS TOCIIE
3TOTO0, MOIYT  HalOMHUHATh
IIPU3HAKH HACJIEJICTBEHHBIX
3a00J1€BaHNM ((PEHOKOMHH)

NMocTMmnnaHTauMoHH
bIU

3MOpPUOH




K MoandukaiimoHHON U3MEHUYMBOCTH OTHOCSTCS TakKe (PeHOKOIMUHA
DeHOKOINMUU — HEHACJIEACTBEHHbIE M3MEHEHUS IMPU3HAKOB OpPraHu3Ma
O]l BIMSHUEM CPEObl, KOMUPYIOIIME MYTAIlUU, OTCYTCTBYIOIIUE B
TCHOTHIIC JaHHOTO YEJIOBEKa

HopmMmanbHbiIn MyTaHTHbIW
reHoTUnN reHoOTUnN

Cpena

NMaTonornyeckun NMaTonornyeckKkuu
deHOTUN deHOTUN

e DEHOKONMUM mmp | Jﬁ




TORCH-nHdekuum

Toxoplasmosis Rubella (kpacHyxa)
Cytomegalovirus Herpes

Ha3BaHne TORCH-uHdekunmn obpasoBaHo
Ha4YanbHbIMKW OyKBaMW B JaTUHCKUX HaAWUMEHOBAHUAX
BO30yauTenen 3aboneBaHMW, MOTEHLUMASIbHO OrMacHbIX
ONsi  HOpPManbHOro pasBuUTUS nnoga BO  BpeMs
bepeMeHHOCTMN.

- Hannyne peHokonmm 3Ha4YnTENbHO OCIOXHSET
OUarHOCTUKY

[To3TOMY B KpUTUYECKME Nepuoabl OHTOreHe3a
Heob6xoAMMO CTPOro criegoBaThb 340pPOBOMY Obpa3y
XXU3HWU




&
HesapalueHne gy>Xkm natoro

NOACHUYHOIO NMO3BOHKaA




HACJIIEOCTBEHHAA (TEHOTUNMNYECKAA)
MSMEHUYMNBOCTDb

[Tox HacienCcTBEHHONW M3MEHYHMBOCTHIO TMMOHMMAKOT CIIOCOOHOCTh K
M3MEHEHUIM I€HETUYECKOr0 Marepuaia

H dCJleocmeeHHle, NJIN CCHOmMuUunu4ecKym, N3MCHYUNBOCTD
IMOAPA3ACIIAAOT HA KOM6uuamuenylo U MymauuoOHH) 10

Komounamuenou uasviearom uzmeHuu8oCms, 8 OCHOBE KOMOPOU
Jlexcum oopazosanue pPeKOMOUHAUUE, Mm.e. MAKUX KOMOUHAYUU
2EHOB, KOMOPbLX He ObLI0 y pooumeinet

Mymauuormoﬂ HAasbledemcs USMEHYUBOCMb CAMO20 ceHomunda
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KOMBUHATBHAA NSMEHYNBOCTDb

B ocHOBe KOMOMHAaTHMBHON W3MCHYHMBOCTH JEXKHT IIOJIOBOE Pa3MHOKXCHUC
Opradnu3moB, BCIICACTBHUC KOTOPOI'O BOBHHUKACT OOJIBIIOC pa3H006pa3He I'CHOTHUIIOB

UcTouHMKaMU KOMOMHATHBHON M3MEHYUBOCTH CJIYKAT TPH Mpolecca:

Hes3aBucumoe  pacxoXIeHUE  TOMOJOTMYHBIX  XpOMOCOM B IIEPBOM
MENOTHUYECKOM JICJICHUU

B3auMHbBIi 00MEH y4yacTKaMu FOMOJIOTMYHBIX XPOMOCOM, WM KPOCCHHIOBEP.
OH CO3[a€T HOBBIE TPYIIbI CHEIUIEHUS, T. €. CIYKUT BaXXHBIM HCTOYHUKOM
FCHETUYECKOW pPEKOMOMHAIUKM  ajiieieid. PeKoMOWMHAHTHBIE XPOMOCOMBI,
OKa3aBIIIMCh B 3UTOTE, CIIOCOOCTBYIOT MOSIBJICHUIO MPU3HAKOB, HETUITUYHBIX JIJISI
KQXXJI0Tr0 U3 POAUTEIIEH.

CilyqaliHO€ COYE€TAaHUE TaMET NP OIIOAOTBOPEHUM

OGpazoBaHue peKOMOMHAHTHbIX ramMeT B pesynkrare KpoccuHroeepa B npodgasy | Meniosa

i)

PexombunanmHble
( Korsozauus | ( Kpocwnaoeep] ( b uo] 2amems)
(2omonoauiHsie (Hocoe covemarue NINEUS pomam HcxodHele (mamepurcKue)

deyxpomamudHbie 2eHoe e deyx cecm- (e anagpasy il meliosa) 2aremas!
XPOMOCOMbI) PUHCKUX XpoMamudax)




KoMOMHATHBHAA M3MEHUYMBOCTDh - BAXXHEHIIUH HUCTOYHHUK OOJBIIIOTO
HACJEACTBEHHOIO  pa3HOOOpa3usi, XapaKTEepHOIrO IS  JKMBBIX
OpPraHu3MOB

OHAKO MNEePEYHCIICHHBIE KWCTOYHHKHA H3MEHYHBOCTH HE IMOPOKIAT
CYLIECTBEHHBIX /IJI BbLKHBAHHUS CTA0MJILHBIX HM3MEHEHHUH B
reHOTHIIE, KOTOPbIE HEOOXOAMMBI, COINIACHO ABOJIOILMOHHON TEOPHH,
JIJIs1 BOSHUKHOBEHHS HOBBIX BUJ0B. TaKkue u3MeHeHUs BOSHUKAIOT B
pe3yjabTare MyTaluu

KoMOMHATUBHAsA U3MEHYUBOCTH IIHPOKO PACHPOCTPAHEHA B
npuponue.

Y MHKpOOPraHU3MOB, PA3MHOXKAIOIIUXCSA OCCHONBIM MYTEM, MOSBUIUCH
CBOCOOpa3Hble  MEXaHM3Mbl (TpaHcopManus W TPAHCIYKIHUS),
MPUBOIAIINE K MOSIBJICHUIO KOMOMHAaTUBHON N3MEHYMBOCTH.
KoMOWHaTuBHasT M3MEHYMBOCTh: y 370POBBIX POAUTEIECH — HOCHUTEIICH
MaTOJOTMYECKUX TEHOB MOXKET MIPUBOAUTH K POKICHUIO OOJIbHBIX JIETEM,
a 'y OOJIbHBIX POJIUTENIEH UHOTIA MOTYT POKAAThCS 3A0POBBIC JETH.



[Io MHEHHIO T€HETHUKOB, JTMHACTHS €TUIETCKUX (hapaOHOB yraciia M3-3a TOTo,
YTO CpPEId HUX BEKAMH MNPAKTUKOBAJIMCH OpAYyHBIE COIO3bI MEXKAY POJIHBIMU
OparbsiMu u cectpamu. CelWyac BO MHOTMX CTpaHax, BKiIwodas Poccuro,
OJIM3KOPOJICTBEHHBIE Opaku 3alpelieHbl 3aKOHOM. A BOT JABOIOPOIHBIE H
TPOXOPOHBIE POACTBEHHUKHU IOPUAUYECKHA MOTYT KEHUTbCA. HO uTO roBopAT Ha
3TOT CUET yUCHBIE?

SpKrAl UCTOPUYUECKUM TIPUMED HED/1a20NPUAMHO20 GIUAHUA POICTBEHHBIX
OpakoB Ha MOTOMCTBO SIBJISIFOT COOOM KOPOJIEBCKHE JUHACTHH.

bpaku KOpOHOBaHHBIX OCOO OYEHb YACTO 3aKJIOYAIWMCh M3 IMOJUTHYECKHX
COOOpaKCHUM, MPHUYEM BBIOOP >KEHUMXOB W HEBECT OIPAHUYUBAIICST Y3KUM
KPYroM LIapCTBYIOIIUX JIOMOB, paHEE MOPOIHUBIINXCSI MEXKITY COOOM.

1 HOPMANBHbIE BPAKY : -

—— [BOOPOAHBIE BPAT U CECTPA _~

r

MANGMAKH |
\ 8 AETER

5 IlETEIr‘ BOI’L':HbIX



[Io MHEHUIO YUYE€HBIX, BHEIIHOCTh TyTaHXaMOHA,
KOTOpbIM ymMep B 19 jer, Oblla HE OYECHb
MPUBJICKATEILHOW. Y HEro ObLI HEMpPaBUIbHBIN
MMPUKYC W  BBIJAIOMIAACA  BIIEPEN  HUKHSS
yeaocTb. Ero jeBas Hora Obula  CHIIBHO
UCKPHUBJICHA B PAWOHE JIOABDKKM M CTYIIHU, TaK
YTO M3-3a KOCOJIAIIOCTU OH, CKOpee BCErO,
MepeaBurajicsi ¢ TpocTbro. Kpome Ttoro, vy
(bapaoHa OBLIM OYEHBH IIUPOKHE OEApa U y3KHE
TJICYUM.

Y4YeHbl€ CUMUTAIOT, YTO, BO3MOXXHO, TyTaHXaMOH
cTpajai T€HETUYECKUMHU 3a00JICBaHUSIMU,
NPUYMHON KOTOPBIX OBUIM OJU3KOPOJICTBEHHBIC
Opaku, pacIpOCTPAHECHHBIE B CEMbIX €THIIETCKHUX
(bapaoHOB. ApPryMEHTOM B IIOJIb3Y BEPCHU O
T€HETUYECKHUX OO0JIe3HSAX CTald CBUACTEILCTBA O
PAaHHUX CMEPTAX YJIECHOB JIMHACTHUU, K KOTOPOH
MpUHAJIEXKaJl TyTaHXaMOH.




XapakTepHa B 3TOM OTHOIICHUM HUCTOpHs AoMa I'abcOypros, rae 4CHbI
KOPOJECBCKOM CEMBbH HE pa3 COUETAIMCh MEXKAY CO0OM pPOICTBEHHBIMU
Opakamu: Tak, @ununmn I1 B nepBom Opake ObLI K€HAT HA JABOIOPOIHOM
CECTpE, BO BTOPOM - Ha IUIEMAHHHUIE; €ro cblH Pumunm Il - Ha
IBOOpOAHOU cectpe, Oununm IV - Ha mieMsaHHuUIE. VI3BECTHBI TOTOMKH
3TUX KOpOJIEH, MOpEeACTaBISIBIIME COOOM INIYOOKHMX OJMIO(PEHOB,
HECIIOCOOHBIX K KaKOU OBI TO HU OBLIO JIEITEILHOCTH.
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FTEHOMHbIN UMNMPUHTUHI KAK SNMUTEHETUYECKUN ®AKTOP,
ONPEOENAIOLWMNA PA3BUTUE U COCTOAHUE ®PEHOTUMNA OPFTAHU3MA

1. FTEHOMHbIW UMIMPUHTUHI 3AKNIOYAETCSA B NONTYYEHWM MOTOMKOM npu
onnogortBOPEHUN NSBUPATEJIbHO CYNPECCUPOBAHHOIO TEHETUYECKOIO MATEPUANA
opHoro u3 POOUTEJEW - OTLUA unmn MATEPU; ®OPMUPOBAHUE ®EHOTUINA

B TaKkoM cnydae MPOUCXOOUT nog KOHTPOJIEM ANMNIENbHOIO NrEHA nn6o

OTLIOBCKOI'O, nn60 MATEPMHCKOIO MPOUCXOXAEHUSA (Tak Kak TOMONIOrMYHbIN MEH nnu
FTEHETUYECKUA MATEPUATT BTOPOIO POOUTENSA CYNPECCUPOBAH);

2. AMMPUHTUPOBAHUE NPOUCXOAUT B CTTIEPMATOIEHE3E/OBOINEHE3E NMPEANOJIOXUTENIBHO
nytem METUNUPOBAHUA ULUTO3UHOB A HK;

3. PEHOTUMUYECKNI 3ODEKT UMNPUHTUPOBAHUA BOCNPOM3BOAUTCA
B cny4ae OENELMUA COOTBETCTBYIOLWKUX YHACTKOB OHK vunu npwm

OOHOPOOUTENBbCKOW ANCOMUMN (OPL), korga OBE FTOMOJTIOrMYHbIX XPOMOCOMbI
YHACNEOOBAHbI MOTOMKOM nn60o ot OTLIA, nn60 oT MATEPM;

4.CEWYAC N3BECTHO 6onee 30-Tn HACNEACTBEHHbIX “6ONE3HEA UMMPUHTUHIA”
YENOBEKA, Hanpumep, cuHapomsl [MTPAOEPA-BUJIJIU - BbIKNIOYEHBLI OTLLOBCKUE MEHbI
n AHTEJIbBMAHA - BbIKNOYEHbI MATEPUHCKUE MEHbI YYACTKA 15(q11-q13);

NMPEANONOXUTEJNIbHO, TEHOMHOE UMINPUHTUPOBAHUE UCIOJIb3YETCA KaKk MEXAHU3M
PErYNnAUMU rEHHON AKTUBHOCTU B PAHHEM 3MEPUOTIEHE3E;

5. NPUYMHBI PA3BUTUA NATONOMMYECKOIrO ®EHOTUMA HA MPUMEPE CUHAPOMA
AHTEJIbMAHA - neneumus 15(ql1-q13) Ha MATEPUHCKOW XPOMOCOME -70-75%, B

KAPUOTUMNE MNOTOMKA OBE XPOMOCOMbI 15 ot OTLA (OOHOPOAUTENBLCKAA aucomusa) - 20 -
25%, HA3BAHHbIN YYACTOK MATEPUHCKOW XPOMOCOMbI 15 UMMPUHTUPOBAH - 3-4%.




MYTAUNOHHAA USMEHUYNBOCTDb

OCHOBHBIM HUCTOYHHUKOM MHOI‘OO6paBI/I}I HACJICACTBCHHLIX IIPU3HAKOB U
X Henperamanmeﬁc;I 9BOJIOOHMHU  CIIYXKUT MYTaAllUOHHANA
U3MECHYUNBOCTD

Mymauuu (nam. mutatio — nepemena) — 3mMo 6HE3ANHO BO3HUKAIOUUE
CMOUKUE USMEHEHUS 2eHeMmU4ecKko2o mamepuana, npusooiujue K
UBMEHEHUIO MeX UIU UHBIX HACIEe0CMBEHHbIX NPUSHAKOB OP2AHUIMA

-‘“\



MYTAUNOHHAA TEOPUA
XYTO [E PPU3A

OCHOBHBIE MTOJIOKCHUS MYTallMOHHOU
Teopuu paszpadoraHbl Xyro /e ®@puszom
B 1901-1903 rr. (oH e MNPEATOXKHUI
TEPMUH “‘MyTanus’):
MyTanun BO3HUKAFOT BHE3AITHO,
CKAaYKOOOpa3HO, KaK JIMCKPETHBIE
M3MEHEHUS TPU3HAKOB.

B omimunme oT  HeHAaCIEACTBEHHBIX
U3MEHEHUN MYTalluu MPEICTABIAIOT
co00lf KauecTBEHHBIE H3MCHCHUA,
KOTOPBIE TIEPEAAKOTCSA U3 MOKOJICHUS B
IIOKOJICHUE.

Xyro fle ®pus
(1848-1935)




Cywecmeyem MHO20 Mymauut y 4yesiogeka.

MIMeHHO MyTauuamm obycrioBneH
NONMMMOPMU3M YerioBe4YeCKUX NnonynsaLnm:
pa3/intiHad MMrMeHTaLUunsA KOXWH,
BOJ1OC,
OKpacka rnas, paspes rnas
doopma Hoca, ywen, nogdopoaka
rpynnbl KPOBU U T. A.
B pesynkrate mytaumn nosBnAOTCA U

HacriedcmeeHHbIe aHoMasluu 8 CmpoeHuu
mersia, U HacsieocmeeHHbIe bore3HuU Yesio8eKa.




K/TACCUPUKALIUA MYTALIVIA

ipr—

i T o
CNOHTaHHbIE uHAyuupyemble — YC/I08UAM
reHHble XPOMOCOMHbIE [EHOMHbIE
no
noKanusayuu

MOHO- nonwv-
reHHbleé TreHHble

TayToMepHbie BK/THOUYEHUE MexaHusmy
npeBpalieHus aHanoros
/ l \ no muny
3aMel|eHUn BCTaBKW aeneuun nospexoeHus

/ l \ npongﬁenwo

Heﬁrpan bHbl€ noONOXUTENbHbIE OTpUUaTesibHbie

"Monyauiue" NAaronoruyecKkue
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CrnoHTaHHBIN MyTareHes, T.€. MPOIECC BO3ZHUKHOBEHUS MYTAallMd B OpPTraHU3ME B
OTCYTCTBHE HAMEPEHHOI'O BO3JICMCTBUS MyTarceHamu, MPEACTABISAET COOOM KOHEUHBIN
pe3yJbTaT CYMMAapHOTO BO3ACHMCTBHUSI Pa3IMYHBIX (DAKTOPOB, MPHUBOISIIUX K
MMOBPEKACHUSAM TE€HETUUECKAX CTPYKTYP B MPOLECCE KUBHEACITEIBHOCTH OPraHU3Ma.
[IpyurHBI BO3BHUKHOBEHHS CIIOHTAHHBIX MYTaIliii MOYXXHO Pa3AeIuTh Ha:

* 3IK30reHHbIe (€CTECTBEHHAS paJiHallMs, SKCTpEMaJIbHbIE TEMIIEPATYPHI U JIP.);

* JHJIOTeHHbIe (CIIOHTAHHO BO3HHUKAIOIIME B OpPraHM3ME XHMHUYECKHE COCIMHCHUS-
META0O0IMThI, BBI3BIBAIOIIME MyTareHHbIA 3O (MEKT; OMMOKU penaukauuu, penapauuu,
peKomoOunayuu;, JIEWCTBUE TEHOB-MYTATOPOB W AHTHUMYTATOPOH; TPAHCIIO3UIIS
MOOMJIBHBIX T€HETUYECKUX DJIEMEHTOB M Ap.).

OpranusMm 4ennoBeka 3a roj nomiomaer B cpeaaeM 0,095 pan sHepruv MOHU3UPYIOMIUX

W3Yy4YEHHUHM, TMOCTYIAOMMX OT €CTECTBEHHOM paavanuu (y-u3jiydyeHue 3eMIlu,
KOCMHUYECKHE JIy4H, PAJUOAKTUBHBIC FJIEMEHTBI 36MHOM KOPBI M aTMOC(HEPHI TAKUE, KAK
panoH, yrepoa C , kanmui K40 u ap.). 3ta 103a 3aBUCUT OT BBICOTHI HaJl YPOBHEM MOPS
u reorpaduueckor mupoThl. Kpome Toro, paauaiuys BbIIIE B pallOHAX, TAE €CTh
BBIXOJbl HA MOBEPXHOCTh IEPBUYHBIX IMMOPOJA. Y YEIOBEKa JOJA MYTallWH,
WHIYIIMPOBAaHHBIX €CTECTBEHHOM pajuaiuein cocrapisieT 10 25%, a y Apo30puiibl —
matb 0, 1% Bcex CIIOHTaHHBIX MyTAallHUM.




Ko)Xa ¥ pa3nuuHbie BUfibl U3NYYECHUH

BUAMMbBIA MHOPAXPACHBIE
CBET nysun

UVA-
ny\|u
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nyswu

POropost Cnon

EA3ANSH0 KNETOMMBIE CON




NuayuupoBaHHble MYTALMM - 3TO MPOILECC BO3ZHUKHOBEHUS MYyTallUdl IO
HaIMpaBJICHHBIM JICMCTBUEM (DU3HMYECKUX, XUMUYECKUX WJIM OMOJIOTMYECKHUX (PAKTOPOB
(MyTareHoB).

MHAYyIUpOBAaHHBIH MYTALMOHHBIM TIPOILIECC MOXET OBITb KOHMPOIUPYEMBIM U
HEKOHMPOUPYEMBIM.

KoHTposimpyeMble MyTAllUM BO3HHUKAIOT, HApUMEpP, B JKCOECPUMEHTE C IECIbIO
M3YUYEHUS MEXAaHW3MOB MyTareHe3a U/Wiiu €ro MoCIEACTBUM.

HekoHTpoJimpyeMbie MyTalMu, HAIIpUMEP TIPU CIIYYalHOM BBIOPOCE paJiMOAKTHBHBIX
AJIEMEHTOB B Cpeay OOMTAHUSI.

MYTALUNW

. ECTECTBEHHBIE - UCKYCCTBEHHBDIE
(CIIOHTAHHEIE) (MHAYIMPOBAHHDIE)

IIPOUCXOJIAT B HKCIIEPUMEHTAITBHO
rpupoze 6e3 IIOJTVUEHBI YeTIOBEKOM
BMEIIATEIILCTBA I10JT BO3JICHCTBAEM
yeIoBeKa MyTareHHBIX (pakTopoB

v=10-°-10 "




[Io xapakTepy MyTHPOBABIIMX KJIETOK MyTallMU MOJAPA3ACIAIOT HA coMamuueckoe v
2eHepamugHble. buonornyeckoe 3HAYEHHWE UX HEPABHOLIEHHO M CBSA3aHO C
XapaKTEepOM pa3MHOKEHUSI OPraHU3MOB.

Comarnyeckre MyTalMM IIPOUCXOAAT B COMATHUECKHUX KIIETKAX M IMPOSBISIOTCA Y
camoit ocobu. Ilpm nAeIeHMHM MYTHUPOBABIIEH COMATHYECKOM KJIETKU HOBBIC
CBOMCTBA MEPEAAIOTCS €€ TIOTOMKAM - KJIOHY.

Ilpu nonoeom pasmuodscenuu nNPU3HAKU, NOABUBUHIUECA 6 pe3yibmame
COMAMUUECKUX MYMAUUIL, NOMOMKAM He Nepeoaromcsa u 6 npouecce 360110UUU
HUKAKOIL pOolu He Uuzparom.

OI[H&KO B HWHAWBUAYAJIBHOM Pa3BUTHHXM OHH MOI'YT BJIMATHL HaA (bOpMI/IpOBaHI/IC
IIpHU3HAaKa: 9€M B 0oJ1ee paHHeﬁ CTaud pPasBUTU BOZHHUKHET COMaAaTHYCCKas

MyTalnus, TEM 00JIbIIIE Y9aCTOK TKAHH, Hecyumﬁ AAHHYI0 MYTalnIo0.

Takue 0coOu Ha3BIBAIOTCS MO3AUKAMU.




ComaTtn4ecKrue MyTalui MOTYT OBITh IIPUYUHOM:

N00POKAYECTBEHHBIX U 3JIOKAYECTBEHHBIX HOBOOOPA30BaHUI
JIEMKO30B

HEKOTOPBIX OOJIE3HEH TKAHEWM W OPraHOB, TIE KJICTOYHBIA Iy
OBICTPO OOHOBJISCTCS (mapokcu3MalibHas HOYHAas
reMONNIOOMHYpHsI, MakKpornoOyanHeMusi BampaeHcrpema wu
apyrue 00JIe3HW KPOBM U UMMYHHOU CUCTEMBI)

He HCKIIOYEHO, YTO COMAaTHYECKHE MYTAallMd, BIHUSIOIIME Ha
METa00JIM3M, SIBIISIFOTCS OJTHOM U3 MPUYHH CTapeHHusl.

I'eHepaTMBHbICE MYTAlMU TNPOUCXOAAT B KJIETKAX, M3 KOTOPbIX
PAa3BUBAKOTCHA I'aMeThl, MJIM B MOJOBBIX KJIETKAX.

MyTanuu nepenaroTcs 10 HACIECACTBY IIPHA ITOJOBOM Pa3MHOMXKECHUH H
BBISIBISIIOTCS (DEHOTUIIMYECKU Y TTOTOMKOB.

HoBblli mpu3HAK MNOPOSBUTCSA B OIMKAMIIEM MIM MOCIEAYIOINUX
IMOKOJICHUAX.

I'eHepaTuBHbIE MYTalUK SABJISIIOTCS MaTepUaJIOoM IS

eCTeCTBEHHOI0 oTOOpA. il




KITACCUDOUKALINA MY TALUNN MO NCXOLY
oA OPFrAHU3SMA

[1o mcxomy M1t OpraHn3Ma MyTalid TTOAPa3IeiIaoT Ha:

oTpUMIATEIbHbIE
JieTaJIbHbIe (HECOBMECTUMBIE C )KHU3HBIO)
MoJIyJIeTAJIbHbIEe (CHMXKAIOIIHE ’KW3HECIMOCOOHOCTD
OpTraHU3Ma)

HeUTpaJbHbIC

MOJIOKUTENbHbIE  (MOBBIIAIOIIME  IPUCHOCOOJIEHHOCTh U
KU3HECTOMKOCTh OPraHMU3Ma).

PoJib XpOMOCOMHBIX M TEHOMHBIX MYTAIlHHA B IBOJIOLMU. BCe NTEPEUNCIICHHBIE BBIIIE

XapaKTepUCTUKU BEPHBI [JII BCEX THIIOB MYTalMid — TE€HHBIX, XPOMOCOMHBLIX U
TCHOMHBIX. OnHaxo, TaKHe T€HOMHBIC U XPOMOCOMHBIE MyTalluu
KaK noaunioudus (KpaTHoe YBEJIIUYCHHUE KOJIMYECTBA XPOMOCOM) 1

oynauxkayuu (YIBOCHHUS OIPEACICHHBIX YYaCTKOB XPOMOCOM) UIPArOT OCOOYIO pOJib B
ABOJIIOIIMM. DTO CBSI3aHO C TE€M, YTO OHM YBEJIIMYHUBAIOT KOJUYECTBO I'€HETHUYECKOIO
MaTrepruaga U TEM CaMbIM OTKPBIBAIOT BO3MOXXHOCTh BO3HUKHOBEHHS HOBBIX T'€HOB C
HOBBIMH CBOMCTBAaMH.



[1o xapakrepy U3MEHEHHS TEHETUYECKOTO aIlliapara pa3jinyaroT MyTalluH:

reHOMHbI€e (M3MEHEHHE YHCila XPOMOCOM)
XPOMOCOMHBIE (M3MEHEHUE CTPYKTYPhl XpOMOCOM, XPOMOCOMHbBIE adeppanyn)
reHHble WU TOYeYHbIe (M3MEHEHUE MOJICKYJISIPHOM CTPYKTYphI I'€HA)

OTaenbHO BBIJCIAIOT MUTOIJIA3MATHYECKHE MYTALIUM, IPUUYNHON KOTOPBIX SIBISCTCS
M3MEHYUBOCTH ONPEJACICHHBIX OPTaHOUI0B IMTOIIA3MbI (MUTOXOHAPUH, TIJIa3MU/,
nactun), cogepxkamux JJHK nmn PHK.

MexaHn3M MyTaluu

ol i e

[eHOMHbIE XPOMOCOMHbIE
MPUBOAST K M3MEHEHMI0 CBSi3aHbl C U3MEHEHNEM

yucna XpomMocom CTPYKTYPbl XPOMOCOM
[eHHble LiuTonnasmaruyeckue
CBsA3aHbl C U3BMEHEHUEM pesynbTar U3MeHeHUs

nocnegoBaTeNbHOCTH OHK KneTo4Hbix

HYKNeoTUA0B MOMNEKYbI OpraHouMaoB —
AHK nnacTua, MUTOXOHAPUNA




[[EHOMHbIE MYTALINA

I'enomnunie mymauuu - ono UsSMEeHEeHUe 4Yuciad Xxpomocom 6 ceHOMe
KjlemkKu.

K reHOMHBIM MyTallnusIM OTHOCATCA:
HOJIMIIJIONIUSA

rereponionaus (AHIyIJIOuIusl).

Honunnouous — smo yeenuuenue OUNIOUOHO20 YUCAA XPOMOCOM

nymem 000a8NieHUs Yenblx 2anioudHblX HAOOpPo8 6 pe3yibmame
HapyuieHusi Metosa.

Y nomuniaouaHbIX (OPM OTMEUYAeTCS YBEIMYCHHE YHCIIA XPOMOCOM,
KpaTHOE rarionIHOMY Ha0opy:

3n — mpuniouo

4n — mempaniouo
[Toaumnonarst MOKET BbI3BIBATHCS JICMCTBHEM (PU3UYECKUX (BBICOKAs U

HU3Kas TeMIlepaTrypa, paJuOaKTUBHOE HW3Jy4Y€HHE) U XHUMHYECKHX
(KOJIXHUIIMH) (haKTOPOB.




(A) (€)

Triploidy Or1% 0 3%
) YCTAHOBJIEHHBIX
{ O0epeMeHHOCTEH
jj YeJI0BeKA SIBJISIOTCH
ONA duplication TPUILIOUIHBIMH

(D)

but no cell division
(endomitosis)
-

Tetraploidy

(A) Oxkono 2/3 TpUIIOWIOB YEJIOBEKA CBSI3aHO C OILIOJOTBOPEHHUEM
OJTHOM SIMIICKJICTKH 2-Ms CIIEpMAaTO30UAaMHU (AUCIIePpMuUsi).

JlpyruMyu npuYMHAMM SIBJISIFOTCS AUIVIOMAHBIE siiinekJeTku (B) wiam
cnepmaro3ouanbl (C).

BOJILIIMHCTBO TPUIJIOUAOB YEJIOBEKAa CIIOHTAHHO aA0OPTHUPYETCS, OYCHB
PEJIKO BBIKABAIOT 10 POOB.

Terpanmouasl (D) MNOSBISAIOTCA B pe3yjdbTraTe HAPYIICHUS IIEPBOIO

MHUTOTHYECKOIO JICJICHUS IIOCJE OIUNIOJOTBOPEHHS M HE CIOCOOHBI K

NaJIbHEUIIIEMY PA3BUTHIO.



Anayniaoudusn, unu 2emeponouduUs — 3MO HEKPAMHOE 2anjiOUOHOMY

UBMEHeHUEe YUcld XPOMOCOM 6 pesyibmdame HAPYUICHUA Meuno3a U Mumosd
anpin i

Anaynnouosl 603HUKaAOmM € pe3yibmame HEPACXOHCOCHUSA OMmOe/IbHbIX
2OMOJI02UYHBIX XPOMOCOM 8 MEIl03€e UIU XPOMAMUO 8 MUMO3e.

Opranusmbl, pa3BUBAIOIIUECS W3 3UTOTHI ¢ TeHOTUIIOM 2n - 1 (OTCyTCTBHUE
XPOMOCOMBI) - MOHOCOMHUKH 10 ONpeaeJJeHHON XpOMOCOMe.

Opra"u3msbl, pa3BUBAIOIIUECS W3 3UTOTHI C TEHOTUIIOM 2N - 2 (OTCYTCTBHUE IAPbI
TOMOJIOTMYHBIX XPOMOCOM) — HYJIJIMCOMUKHM.

Opranusmbl, pa3BUBAIOIIUECS M3 3UTOThl ¢ TeHOTUNOM 2n + 1 (JIumnHss
XpPOMOCOMA) - TPUCOMHUKH 10 ONpeaeJJeHHON XpOMOCOME.

PopuTensckana KneTka

(2n),roen=1 MMapa
roMoOTIOrHYHbIX
xpomocom

Hepacxomneuu

I'amern: (n ) Q
Cnuanune
ramMert

Hopuamuau Hopmanbuan
rannomman raruIouaHan
ramera ramera

77
Tpucomun Moxocomun



Tpucomusi MOXKET OBITH IO JIFOOOU U3
XPOMOCOM U JIaK€ MO0 HECKOJIBKUM

JIBOIHOM TPUCOMHMK UMEET HAOOP
XpOMOCOM 2n + 2, TpOWiHOW — 2n +3 u
T. [I.

[TosiBiieHUE TPETHEW XPOMOCOMBI B 2 1-11
nape BbI3bIBACT Do1e3Hb /layHa,
KOTOpasi COMPOBOXKIAECTCS HAPYIICHUEM
YMCTBEHHOI'O Pa3BUTHsA, MEHbIIEH

POJOJLKUTEIIBHOCTBIO KU3HU (KaK
npaBuiio, He Oobie 30 ner),
YMEHBIIIEHUEM Pa3MEPOB TOJIOBHI,
MJIOCKUM JIMIIOM, KOCBIM pa3pe30oM a3
U Jp. IpU3HAKAMU




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




XPpOMOCOMHBIC MYTAllUU, UJIA XPOMOCOMHBIE MEPECTPOUKH
(a0eppaunn), BBIPAKAKTCH B U3BMEHCHUM CTPYKTYPhI XPOMOCOM

BHympuxpoMocoOMHbIe Mymayuu MexxpomocoMHasi
| : [ : | mMymauyusi

HopmanbHas
XpomMmocoma

YTpara HNeneuun %D.ynnukauml MuBepcusn ﬁTpchnoxauvm

=]

AR|IS|IW[(XE\m|m|lon|>
B B S

R|SE(Ww|xmMmB(n|w| o0n|>

= Is|w|X|[|lw|a|mm||o|>

AR S|WE—|XEMBO|"|m| 0>

A WINQ|[R|S|WIXmMmB3|n|m|(on|>

A|S|W[(X(m|BD




M3BeCTHBI XpOMOCOMHBIE a0EppaIiiy pa3HbIX TUIIOB:

HéexeamKu — 9T0 IIOTCPSA KOHICBBIX YH4ACTKOB XPOMOCOMBI,

Oenennu (del) — BbIIaeHNE YIaCTKA XPOMOCOMBI B CPEJIHEUN €€
4acTH;

oynauxkauuu (dup) — JIByX- WIM MHOTOKPATHOE MOBTOPEHHUE
HaOOpa TI€HOB,  JIOKAJIM30BAHHBIX B OIPEICICHHOM Y4YacCTKE
XPOMOCOMBI;

ungepcuu (inv) — IOBOPOT ydacTka xpomocoMmbel Ha 180°, B
pe3yJbTaTe YEero B JTOM Y4YaCTKE TE€HBbl pACIIOJOXKEHBI B
MOCJIEA0BATEIABHOCTH, OOPATHOM MO CPABHEHUIO C OOBIYHOM;

mpauciokayuu (t) — NepeHoc ydacTka K JIpyroMy KOHILy TOH K€
XPOMOCOMBI JTUOO K APYror, HErOMOJOTHYHON XPOMOCOME.




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

* YTpara e e

e Nleneuns . - )
(7 W

e flynnankaupsg -—L -

* CnmusiHmne- e [ oo




3AMNCH XPOMOCOMHbIX
MY TALLIA

Habop
NoNnioBbIX N3meHeHuSs YyacTtByOowume
XPOMOCOM  XPOMOCOM PEervoHbl
!—H | | | | |
(q34;q11)

|
46, XY, t (9;22)
At |

OOGOwee Pacmvmbposléa aHoOManum

HYNCJ10 XPOMOCOM

t - TpaHcnokauusa, q - ANIMHHOE NMIeYo XPOMOCOMBbI,
P — KOPOTKOE MNi1ie4o XPOMOCOMbI




['EHHBIE WITN TOYHEYHbLIE MYTAL U
(TPAHCI'EHALNI)

I'ennvie, unu moueunvie, mymauuu (mpanczeHauuu) 3ampasusarom
CIMPYKMYPY CAMO20 2€HA U SAGIANOMCS pPe3yibmamom UMeHeHUs
HYKIEeOMUOHOU  nociedosamenvHocmu  monexkyaol  JHK 6
onpeoeneHHOM Y4acmKe XpoMoCOMbl

H3meHeHne nocinenoBareibHOCTU a30TUCTBIX OCHOBAHUU B JIAHHOM I'€HE
BOCIIPOMU3BOJAUTCS TIpU TpaHCKpunuuu B CcTpykrype HUPHK w
MPUBOAAT K W3MEHEHUIO MOCJIEIOBATEIbHOCTH AMHUHOKHUCIOT B
MOJUIIEOTUIHON LIETTU

CylLlIeCTBYIOT pa3Hble THUIIBI TE€HHBIX MyTallMi, CBA3aHHBIX C
dobasnenuem, svinaderuem WIN nepecmaHo8KoU HYK1eomuoos B TEHE.

I710:

AYIJIUKALAMA,

BCTABKH JIMIHEHN NMapbl HYKJICOTH/A0B,
aeJienuu (BbInageHue napbl HyKJI€0THI0B),
HHBEPCHUH,

3aMEHbI Map HYKJICOTHI0B




IIpubmM3uTEIBHAS YACTOTA

boaeann Y HOBOPO3>K/I€HHbIX

MDubpo3 MOYEBOTO I1y3bIPs 1/1600 nereit 6esioit pachbl

Mpinteunasi guctpodgpus /lomeHa 1./3000 MayibYUKOB
(cuensiennas ¢ X-XpoMoOCOMOii)

Boaesnp loie 1/2500 eBpeeB AlIKeHa3MH,
1/75 000 apyrux

Bosnesup Teii-Cakca 1,/3500 eBpeeB AlIKEHa3H;
1,/35 000 apyrux

[TlepBuuHas nenro3ypusi (Jlo6pokaye- 1/2000 eBpeeB AlIKEHa3MH,;

CTBEHHAas1) 1/50 000 apyrux

Knaccuueckasi remopuius (edexr 1,10 000 Ma/iIbYUKOB

daxTopa VIII ceeprbiBaemoct kpoBu) | (cuensennas c X-XpOMOCOMOIi )

(DeHUJIKeTOHY PUs 1/5000 upnan/aues, KeAbTCKOro
IIPOMCXOKAEHMS;
1/15 000 apyrux

IlucTuHypus 1/15 000

MeraxpoMHasi JIeHKOAUCTPOhu 1/40 000

lanakTo3eMus 1,/40 000

CeprioBHAHO-KJIE€TOYHAsE aHeMUs 1/400 adppoamepukannes (u eure yame

B cTpaHax 3anajHoii AQpuku)

B-TasacceMusi 1/400 cpean HEKOTOPBIX IMOILYJIALMH
Cpein3eMHOMOPbS




CeprioBHUIHO-KJIECTOYHAS aHEMHUs (CHHOHHMMBI: S-reMOnIOOMHONAaTHS,
CEpHOBUIHO-KJIETOUYHAA OO0JIE3Hb, APEMAHOLMTO3, JpenaHOoUTapHas
aHEeMHUs]) — TeMOINIOOMHOMATHS, IIPOTEKAIOIasi C TIeMOJIUTHYECKOU
aHEeMHUEH, i1 KOTOPOM XapaKTEpHO HAJIMYHUE B KPOBH CEPHOBHUIHBIX
SPUTPOIUTOB U MEPUOAMYECKAS 3aKYIIOPKA UMHU MUKPOIUPKYJISITOPHOTO
pycia B pa3IMYHBIX OpraHax M TKaHsAX (OCOOCHHO C 3aMEAJICHHBIM
KPOBOTOKOM).
rmytTamMmumHoBas KUCNoTa — BaJiUH

Normal Missense Mutation

Partial DNA Sequence CCT GAG GAG ‘;—?‘; ﬂ? GlAl«C':l
of Beta Globin Gene: GGA CTC CTC ~ GGA CAC CIC

Partial RNA Sequence: CCU GAG GAG CCU GUG GAG

Hemoglobin Molecule:

Red Blood Cell: ‘
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Mymazenvt (mymazennvie axkmopst) — 3mo akmopvl, cnocooHbvle
8bI3BIBAMb MYMAUUU

Pa3iaunuaror:
IK30Mymazenvl (XUMHUYECKHUE, OMOIOTUYECKUE, (PU3NISCKUE);

IHOOMYMA2eHbl — HAPYLICHUS PEIUIUKAIMM, TPaHCKPUIILUU,
TPAHCIISIUM, peapaluu, FTeHbI-MYyTaTOPHI.

MyTareHHble (hakTon.bl

*Bce BuabI *Pa3nuunbie *Bupychsl,

U3JTy4EHUsI XUMHYECKHUE TTOJIBHKHBIE

(MoHU3UMpYIOLLIEE, BeulecTna (cou (MOOMIIBHBIEC)

yIbTPapuOIETOBOE TSIKEJIBIX METAJUIOB, r€HETUYECKHUE

U ap.) ANKWIHNPYIOLIIUE 3JIEMEHTBI
COC/IMHECHUS,

HUTPOCOCIAHUHCHUWS,
HCKOTOprC KHUCJIOTHBI U
p.)
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bymara Maexewr aac Cemmey
Y

K ¢pusuueckum mymazenam OTHOCITCS
pa3JIMYHbIC BUIbI U3TyYCHUU, TEMITEPAT
BJIQYKHOCTB U JIP.

OcHOGHbBIE MEeXAHU3MBL OCUCMBUA:

HAPYIUIEHUE CTPYKTYPhI TEHOB U XPO)

00pa3oBaHKE CBOOOIHBIX PATUKAIIOE g
BCTYHAIOIINX B XUMHUYECKOE
B3aumoneucteue ¢ JJHK

ramma

Pa3pbIBbl HUTEW aXpOMaTUHOBOIO BE
JIEJICHUSA

Haubonee omacHo jaja yenoBeka Anbpa, bera m I'amma wuznydeHue,
KOTOPOE MOXKET MPHUBECTU K CEPHE3HLIM 3a00JICBAHUSIM, T€HETHUCCKUM
HapylmieHus U gaxke cmeptH. CTeneHb BIMSHUS paJguaiii Ha 3J0POBbE
YyeJ0BEeKa 3aBHCUT OT BHJA H3IyYCHMS, BPEMEHM M 4YacTOThl. OmHOM
anb(a-yacTULbl MOXKET XBaTHUTh, YTOObl YHHUYTOXXHUTH >KMBOM OpraHu3M
WJIA TIOBPEAUTH OIPOMHOE KOJIMYECTBO KIIETOK.



HenctBrue YO jydyel KaK MyTareHOB COCTOUT B TOM, YTO OHU B3aUMOAEUCTBYIOT C MOJIEKYJIAMU
HYKJICMHOBBIX KHCJIOT W MOIVIOMIAIOTCA UMHU, OCOOEHHO JIyYd C JJIMHHOW BOJHBI 260 — 280 HM.
[Tomagasi B MOJIEKYJAy HYKJIEMHOBOM KHCIOTBHI, OHM TMOIVIOIIAIOTCS BXOASIIMMHU B €€ COCTaB
OpraHNYeCKUMHU OCHOBaHUSIMHU. OKa3ajloCh, YTO TUMHUH, ypaluil, [IUTO3UH 00JI€€ 4UyBCTBUTEIbHbI
K yIbTpaHroIECTOBBIM JIydyaM, YeM aicHUH U TyaHuH. [Ipu oomyuennn Y®-iiyyamu AB€ COCEHUE

MOJIEKYJIBI TAMUHOB COEJUHSIOTCS IPYT C IPYTOM B TIapbl, 00pa3ysi Tak Ha3bIBA€MbIE TUMHHOBBIE
JTUMeEPbI.

Oxor

nepsown
cTeneHun

InnaepMnuc
Aepma

Noaxoxuo-
»upoBsas
KnetTyHarka

Oxor
BTOpPOMW
cTeneHu

InuaepMuc
Aepma

MNoaxoxHo-
“upoBan
KneTHarxa

Oxor
Tperben
cTeneHu

InuaepmMuc
Aepma

MNoaxkoxuo-
»uposas
Kneryarka



XMMUNHECKNE MY TAI'EHDI

Xumuueckue mymazeHnvl ObLIIN OTKPBITHI 035KE (PU3UUECKUX

[IppopUTET  OTKPBITHS  XUMHUYECKHX  MYTAr€HOB  IPUHAJICKUT
COBETCKUM HUCCJIEI0OBATEISAM

B 1933 . B.B. CaxapoB mnony4yus MyTaluu IyTEM JICUCTBUS M0/, B
1934 . M. E. Jlo0ameB — NpuMEHssT AMMOHM M

B 1946 r. coBerckuii renetuk U.A. Pamomopt oOHapy XKW CHIBLHOE
MYTarceHHO€ ACHUCTBUE (POPMAJIMHA U 3TUJICHUMUHA, a aHIJIMNCKAs
ucciaenoparenbHuna L. Ayapdax — unpura




13BECTHO MHOXXECTBO XMMUYECKUX MYyTareHoB:

npupoaHble oOpraHM4Yeckue U HeopraHMyYeckue
BellecTBa (HATPUTbI, HATPATbI, ankanouasl, FOPMOHbI,
dhepmMeHTbI 1 Ap.)

NPOAYKTbI NPOMbILLJIEHHON nepepadboTku

NPUPOAHBLIX COeAUHEHUN — YA, HedPTY;

CUHTEeTn4YeckKune BelleCTBa m MHCEKTULNODbI,
nectnunabl, nueBble KOHCEPBAHTDbI, JIEKAPCTBEHHbLIE
BeLLECTBa,

HeKOoTOopbIe MeTabonuTbl OopraHn3mMma 4erioBeka -
KOPTUKOCTEPOMOHbIE, MOJ10Bbl€ TMOPMOHbI

Hurparer u HUTPUTSL
HuTpuTer ucnonbsytotcs B Kavectee
Ao6aBoK NpU NPoU3BOACTBE KONBACHBIX
U pI6HBIX U3aenuid. TTosTomy bonbue
BCEro HUTPO3AMUHOB ObHapyxeHo B:

* KOIMYEHBIX MACHBIX MPOAYKTax U Konbacax - Ao 80
MKT/KI

* Conerou n Konyerou perbe - Ao 110 mrr/kr
* CbIpax, KonyveHsix cbipax - Ao 10 mrr/kr
* COJIEHO-MAPUHOBAHHBIX N3AeMax - Ao 12 MKr/Kr




BENOJIOIMMYECKUE MY TAI'EHbBI

K ouonoczuueckum mymazenam OTHOCST BHUPYCHl, HEBHPYCHBIC
apa3uTapHble areHThl (MHKOILIA3MbI, OaKTepuu, MPOCTEUIIINE,
TCJIbMUHTHI)

Bupychl BBI3BIBAKOT KAK I'€HHbIe, TAK M XPOMOCOMHBbIE MYTAIIMH,
BBOAS OIPEHACICHHOE KOJIMYECTBO COOCTBEHHOM I'€HETHYECKOM
MH(OpPMAIMM B TEHOTHII KJIETKHU-X031MHA

[IpoayKThI KU3HEAECIATENbHOCTH MAPA3ZUTOB JEUCTBYIOT KAaK XUMUYECKUE
MYTareHbl

Bupycsl, bak Tepun

I'e1bMHHTBI

AKTHHOMHIIETHI
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Komymazenovt — mokcuueckue geujecmea, Komopble Camu He 8bl3bl8aom
Mymayuu, HO CYUeCMBEHHO UBMEHAIOM GIUAHUE MYMACeHHbIX
gpaxkmopos puzuueckou, XumMu4eckou u OUON02ULECKOU NPUPOODbL.

KOMYT&I‘CHBI — CHMHCPI'UCTBI MYTAI'CHHBIX (baKTOpOB.

KoMmyTareHamMu SIBJISIFOTCSI BEIIECTBA, HCIIOJNb3YEMbBIE B IHILEBBIX
no6aBkax, kocMeTruke, CMC, nekapCTBEHHBIX Mpenaparax.

Toxcuueckue BEIIECTBA IIPUBOJISAT K MOJIU(UKALIMOHHOM
M3MEHUYUBOCTH U U3MEHAIOT HOPMY pEakiMu. BMecre ¢ MyTrareHamu
OHU CIOCOOCTBYIOT YBEJIMYCHUIO TEHETUYECKOI0 IPy3a YyejioBeKa.

I

‘ d
)
‘ el -




Aumumymazeubl —  OuonocuuecKu axKmueHbvle eeujecmed, geeoenue
Komopblx 6 KJIlemKYy npenimcmeyem oelicmauo MYymdaceHo6

K BemecTtBaMm, 3alyINAONIUM KIETKY OT HWOHU3UPYIOIIETO U3JIIYYECHU,
OTHOCSITCH:

COCAMHCHUA THOJIOBOI'O psald: HUCTCHUH, TUCTHUH, INCTAMHUH

pa3IMYHBIC CEPOCOMCPIKAIINE BEIIESCTBA: aMMOHHUS JUTHOKapOamar,
THOMOYEBHHA

(hochopuaIpoBaHHBIEC THOJIBI
OMOaKTHBHBIC BEIIECTBA: THCTaAMHUH, CEPOTOHUH

U Jipyrue (IULepos1, IPOIUICHIIMKOIb )

IlyTu CHUKCHUSI KOHIICHTPAIMI BPEeIHbIX BeIIECTB:

co3aHue 0€30TX0AHbIX TeXHOJIOI Hi;

nepexoj OT XMMHYECKHX CPeACTB 00pbObI B CEJIbLCKOM XO3sliCTBE HA
O0e3BpeaHbIe OMO0JIOTNYEeCKHUe;

CO3JJaHHEe YCTOMYUBBLIX COPTOB PACTEHUH, HE TPEOYHIIUX XHUMHUYECKHX
CPEeACTB 3alMThI;

BbISIBJIECHHME MYTAareHOB B OKPY KaIoOIlleH cpe/ie M X U3bATHE .




[OMOJIOIM'MHECKUE PALObI B HACJIEACTBEH
NSMEHY/BOCTW (SAKOH BABUJTIOBA)

M3BeCTHO, YTO MYTUPOBAaHUE  IIPOUCXOJAUT B
PA3JIMYHBIX HAIpPaBJICHUSAX, OnHako 3TO
MHOT000Opa3ue TTOTUUHSIETCS OIIPEACIIEHHOU
3aKOHOMEPHOCTH, OOHapykeHHOH B 1920 romy
H.A. BaBujioBbIM

[Ipy cCpaBHEHHMM NPHU3HAKOB pAa3JIUYHBIX COPTOB
KYIbTyPHBIX ~pACT€HHH M ONM3KMX K HHM | . ~C0 - r
OUKOPACTyIIUX BHAOB OOHAPYKWJIOCh MHOIO 1887-1943
OOIIMX HACIEACTBEHHBIX N3MCHCHMUH.

BABHAOB

DTO 1MO3BOJIMJIO BaBuioBy cQopmMynupoBaTh 3aKOH 20MO102UYECKUX
PA006 B HACIIECICTBEHHON M3MEHUYMBOCTH: «BuUbl U pOJibl, TEHETUYECKHU
OJIN3KHUE, XapaKTEPU3YIOTCA CXOAHBIMHA psSJaMHd  HACJEICTBEHHOM
M3MEHYMBOCTH C TAaKOW IIPABUJIBHOCTBIO, YTO 3Has psja (popM B mpeaeiaax
OJIHOTO BHJIa, MOKHO IPEABUICTh CYIIIECTBOBAHUE MapalICIbHBIX (POpM

y APYTUX BUIOB U POIOBY.
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H./. BaBunoB ykazaj, 4TO TOMOJIOTHYECKHE PAAbl YACTO BBIXOAAT 3a
pEeACbl POAOB M Jaxe cemencTB. KoporkomanocTe oTMedyeHa y
MPEACTABUTEIECH MHOTUX OTPAAOB MIECKOMUTAKONIUX: Y KPYIHOTO
poraroro CKoTa, oBell, co0ak, yenoBeka. AJTbOMHN3M HAOIIOIACTCS BO

BCEX KJIacCaX MO3BOHOYHBIX KUBOTHEIX.
3aKOH TOMOJIOTMYECKHX PSAJIOB MO3BOJSICT IIPEABUIACTH BO3MOKHOCTH

MOABJICHUSA MYTAallUW, €II€ HE H3BECTHBIX HAYKE, KOTOPBHIE MOTYT
UCIIOJIb30BATbCA B CEJICKUUUA IJId CO3MaHUs HOBBIX ILEHHBIX IS

X034MCTBa (POPM.

ExXvana
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3aKOH 20MO0102UUECKUX PAOOE 6 HACTEOCHEEHHOU U3IMEHUYUBOCHIU
umeem npAMoOe OMHOWICHUE K U3YYeHUI0 HACe0CHEEHHbIX 00J1e3Hel
yenoeexa. Bomnpocbl Je4eHUs W TPODUIAKTHKHA HACIEICTBEHHBIX
3a00JICBaHUI HE MOTYT OBITh PEIICHBI O€3 UCCIEIOBAaHUI HA )KUBOTHBIX C
HACJICICTBEHHBIMA AHOMAJIWSIMH, NOJOOHBIMHU BCTPECUAIOIIUMCS Y
yenoBeka. ComnmacHo 3akoHy H. M. BaBuiiona, myranuu, aHaIOrMYHbIE
HACJICJCTBCHHBIM  OOJIE3HSIM YEJIOBEKAa, JOJLKHBI BCTPEYAThbCA Y
KUBOTHBIX. JIEHCTBUTEIBHO, MHOTME€ MYyTallu¥, OOHApYyKECHHBIC Y
KUBOTHBIX, MOTYT CJIYXKUTh MOJICJISIMA HACJIEACTBEHHBIX OO0JIE3HEN
yeiaoBeka. Tak, y cobOak HaOmogaeTcs reMo@uius, clelieHHAas ¢
MOJIOM. AJILOMHHU3M 3apPETUCTPUPOBAH Y MHOTMX BHJIOB T'PBI3YHOB,
KOIIEK, co0aK, y psjga BUJAOB MTUI. MoaensiMu 1 HW3YYEeHUs
MbIIICYHON AUCTPO(PHUM MOTYT CIYKUTh MBIIIM, KPYIHBIA POraTbii
CKOT, JIOIIAJY; 3MUJICNICHH — KPOJHWKH, KPBICHI, MBIIIN, AHOMAJIMA B
CTPOCHUH IJla3a - MHOTHME BHIbI I'PHI3YHOB, COOAKH, CBUHBU WU JIPyTHUE
*uBOTHbIe. HacnencTBeHHbIMU 00J€3HSIMH OOMEHAa, TaKHWMH, Kak
OKMPpeHHue U AMadeT, CTPaJgaroT MBIIIIH.

KpoMe yxke HW3BECTHBIX MYTAllUMd IIyTEM BO3JEHUCTBUS MYTareHHBIX
(aKTOPOB MOXKHO MOJYYHUTh y Ja0OPATOPHBIX KMBOTHBIX MHOT'O HOBBIX
AHOMAaJINM, CXOJHBIX C TEMH, KOTOPBIE BCTPEYAIOTCS Y YETIOBEKA.




3a OTPOMHBIE 3aCIyTu nepen
YEJIOBEUECTBOM PEIININ YBEKOBEUHUTH
71a00paTopHYIO MBIIIIb B
AKajgemMropoake HoBocudupcka.

[TaMATHUK, CHMBOJIMYHO COBMECTUBILIUU
B cebe oOpa3 1abOpaTOpHOM MBI U
YYEHOr0, Pa3MECTUIM HEMOJAJIECKy OT
NHCcTUTYyTa 1UTOJOTUM M TI'E€HETHUKHU
Cubupckoro OTJICJICHUS PAH.
bpoH30Basi JBYXMETpPOBasi CKYJIBIITypa
M300pakaeT yY4YEHYH) MBbIIIL B OYKax C
HAaKUHYTBIM  Ha  IUICYM  TIJIATKOM,
BSDKYIYI0 Ha cnidnax ens JIHK.

¥ v Ex
Co3garenu KOMIO3UIIUA HE 0€3 IoMOpa MOSICHSIOT: MBIIIb U300pakeHa B
MOMEHT HAy4YHOTO OTKPBITHS, U B €€ B3INIAAEC MOXKHO ITPOUYUTATH
OpUOJMKEHUE  CYACTIMBOIO  O3apeHMs. MpbIlka, 10  3aJyMKe,
pacmojoXuiiacb B IIEHTPE TaK HA3bIBAEMOro  OHOJIOTMYECKOIO

KBapTaja AKaJIeMIopoaka.
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[ eHeTU4YeCKuu rpys

MHoOXecTBO XpOHUYECKUX BonesHen YenoBeka ecTb
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 ;}_oaa AllA TeHeTU4YeCcKnx
nocnencTeusa cocraenser 1 I'p.




feHemu4eckul e2py3 — 3amo Yacmb HacsiedcmeeHHoU
usMeH4yueocmu nonynsyuu, onpedodessirowas
rnosieJieHUe  Op2aHU3MO8 CO  CHUXEHHbIMU
npucnocobumesnibHbIMU NMPU3HaKamu

C Te4yeHnem BpeEMEHU B NOnyndumn HakanJimnBarOTCH
BpeAdHble pelueCCuUBHbIC MyTallMN, HOCUTETTAMN
KOTOPbIX ABJTAKOTCA retepo3uroThbl

Cen4yac reHeTUYECKUIN rpy3 YenoBeKka onacHoO BbICOKUMN.
Tak, 4ernoBe4yecTBO MMEET:

200 MIH reTepo3nroTHbIX HoCcUTeNen
reMmorrnoouHonaTumn,

5% - reHa mykoBuMCLUMO033a,
3% - reHa BpOXXOEHHOro rMnoTnpeoaa,

3% - 6boresHemn XxpoMOCOMHOM
HecTabunbHOCTY,

2% - PEHUNKETOHYPUMN.




B uenom adppekTbl reHeTUYECKOro rpysay
HEJ10BEKA BblpaXeHbl B 3BOJIIOLLIMOHHO-
reHeTN4eCKNX ABJTIEHUAX

banaHcUpoBaHHOIO NMOIMMOPOU3MA;

neTanbHOCTY;

CHUXXEHHOU (pepTUNBLHOCTW.




Ha ocHOBE ITOCTOSIHHO MPOTEKAIONIUX MyTalliil U 0TOOpa FT€HOTUIIOB MPHU
JUIMTEILHON DHBOJIIOIIMU YEJIOBEKA B MOIMYJSIHUIX COOPMUPOBAIICS
OaJIAaHCHUPOBAHHBIN MOJIUMOP(U3M - ABJICHUE, KOTA B MOMYJIAMH
NpeacTaBjJeHbl ABe WK 0Oojiee (opMbl ajuiejied OXHOIO TIeHa,
NPUYEM YACTOTA PEAKOro ajljiejs cocraBiser He MeHee 1%

[IoCKOJIbKY = BO3HMKHOBEHHE  MYyTalluki —  PEIKOE  COOBITHE
(1 x 1077), To 9acTOTy MyTaHTHOIO ajulens B Homymanuu oosee 1%

MO>KHO OOBSICHUTD TOJIBKO KaKUM-TO CCJICKTUBHLIM
NPCUMYIICCTBOM ITOIo aJjijacjid i1 OpraHu3Ma H ITOCTCIICHHBIM
HAKOIIVICHUCM B PAAY IIOKOJIECHUU IOCJIE €ro MOSIBICHUA

IIpumepaMu 0AJJAHCHMPOBAHHOIO MOJMMOP(U3MA SBISIOTCS TPYIIIIBI
kpoBu ABQO, pe3yc, TIeHbl MYKOBHUCIH/103a, (HEHUIKETOHYPHUH,

IICPBUYHOI'O I'CMOXPOMATO34a
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| eneTnueckoe MHOro0Opa3ue 4YeaoBeKa OCHOBAHO HA OaJIaHCUPOBAHHOM
noauMopduzmMe, (POPMUPOBABIIEMCSI B TCUEHHE JIECSITKOB M COTEH
ThICAYECIIETUN.

Takoe ™mHoroodpasse — OCHOBA Pa3BUTHSA YeJOBEKAa Kak
OHMOJIOTHYECKOT'0 BH/A.

BeposTHOCTh BOBHUKHOBEHUS M (DUKCAIIUKY B IOMYJIALMSIX KaKOM-JIHOO

MyTallUd € = ITIOJOXUTEIBbHBIM  O(PPEKTOM ~ B  DBOJIOLMOHHO

OTJIAXKEHHOM~ YE€JIOBEYECKOM OpPraHM3ME CYILIECTBYET M B HACTOSIIIEE
BpeMsi, HO OHa KpalHE MaJia.

[IpakTuyeCcKy HOBbIE MyTallMU BCETJA 1al0T OTPUILIATEIbHBIN A(PDEKT.
K saddexram MyTalmOHHOIO rpy3a OTHOCHUTCS JIETAJbHOCTH, KOTOPAas

NPOABJISAETCH THOEJLI0 raMeT, 3HMIOT, JMOPHOHOB, ILJIOJ0B,
CMEPTHIO JeTeH.

Haunboee HHTEHCUBHO JIeTaJIbHbIC 3%(1)61@51 BblgameHH B YEJIOBEYECKUX

HOIYJISALUSIX HA ypoBHe 3uror. [IpumepHo 60% 3uUror mnoruodaer Jio
VMILIAHTAIUH, T.€. 10 KIMHAYECKHA PETUCTPUPYEMOMN OEPEMEHHOCTH.

Hcxonbpl  BCEX KIWHUYECKH Balje%I/ICTpI/IpOBaHHBIX OEpEeMEHHOCTEN
Il)aCHpelIeJI}HOTC}I CIEAYIOIMM 00pa30M: CIIOHTaHHbLIE a0OPTHl —
5%, mepTBOpOKACHUSI — 1%, KUBOpOXKICHUS — 84%.

N3 1000 >XxMBOPOXKAEHHBIX JIETEH HE MEHEE 5 YMHPAKOT B BO3pACTE JI0
rojla I0 NPUYMHE HACJIEIACTBEHHOMW IIATOJIOTWM, HECOBMECTHUMOU C
KU3HBIO. TakoB 00BEM  JIeTaIbHOIO Trpy3a  MyTallMOHHOU

M3MEHYMBOCTH B TOMYJIIUSIX YEIOBEKAa C MEAUIMHCKONM TOYKH
3pEHUS.




YBejinueHre TeHEeTUYeCKOr0 rpy3a — oIacHoe SsIBJIeHHE, T.K.
€CTECTBEHHBIM OTOOp JJIS YEJIOBEKa MOXKET YTpPaTUTh 3HAUYCHHUE
HaIMpaBJISIONIEro (paKkTopa dBOIIOIHH.

EcTecTBEHHBIM OTOOpP OrpPaHWYMBACT POXKACHUE JIETEM TOJBKO C
HECOBMECTUMBIMH JIJIS )KU3HU MTOPOKAMHU.

M3MEHUYMBOCTh Yy OOJBIIMHCTBA JIIOJECM MOYTH HE MOPOXOAUT
€CTECTBEHHOIO  OTOOpa. BcieactBue 3TOro  reHermvyeckas
ajanranusa NONYJSUUA 4YejloBeKAa K 3arpsA3HEHHI0 Cpeabl
MyTareHamMu He NMPOMCXOAMT.

VYBEJIMUCHHUE B YEJIOBCUCCKHUX IMMOIYJIIMAX  KOJIHMYCCTBA  CJIIYYACB

HACJIEICTBEHHBIX AaHOMAJIUH, MICUXUYECKUX OTKJIOHEHWH,
OHKOJIOTMYECKNX  3a00JC€BaHWW, QJKOTOJW3Ma W  HApKOMaHWHU
BBI3BIBAET 3aKOHOMEPHYI0 OOECHOKOEHHOCThb, T.K. COIJIACHO C
KOHIIETIIIMEN TeHeTudeckoro rpy3a [. Memnepa cymecrByer
BO3MOKHOCTH BBIPOK/ICHUS Y€JI0BEKA KAK BU/IA.




OcHoO8HbIe xapakmepucmuku

MymayuoHHOU U3MeH4Yueocmu =

1. MyTaUMOHHbIE U3MEHEHUS BO3HUKAKOT BHesanwo
1 B pe3ynbTare y opraHnama nosiBNATCS HOBbIE

CBOUCTBA.

2. Mytauun HacnegyrTcs v nepenarTcsa u3
NOKONEHUS B NMOKOJIEHMUE.

3. Mytaummn He UMeKT HanpaeJIEHHOro
Xapaktepa, TO eCTb Henb3d OOCTOBEPHO cKa3aTb,
Kako UMEHHO reH MyTUpyeT no BO34eNCTBUEM
MyTareHHoro doakropa.

4. Mytauun MoryT ObiTb NMONE3HbIMA UMK Bpe,u,HuMM
ANS OpraHn3mMa, JOMUHAHTHBIMU UK
PELIECCUBHbBIMM.




dakTop 3aIUTHI MPOTUB HEOIATOIPUATHBIX MOCIEACTBAM I€HHBIX
MYTalldl - HAPHOCMb XPOMOCOM 8 OUNIOUOHOM Kapuomune
COMATUYECKUX KIIETOK DJyKapuoT. llapHocTh ajesied TeHOB
IPENITCTBYET (DEHOTUITNYECKOMY MPOSBICHUIO MyTallMi, €CJIM OHU
MMEIOT PELECCUBHBIN XapaKTED
OnpeneneHHbId BKJIAJ B CHUXCHUE BPEIHBIX IOCJIEACTBAM TEHHBIX
MyTallui BHOCHUT SIBJICHUE OSKCTPAKONMUPOBAHUS TE€HOB, KOAWPYIOIINX
KA3HEHHO BAXXHBICE MAKpPOMOJICKYJIbl. OHO 3aKIOYacTCd B HAIMYHAMU B
T€HOTHUIIE HECKOJIBKUX JIECSITKOB, & MHOIA U COTEH UIACHTUYHBIX KOIHUHI

Takux TeHOB. Ilpumepom wmoryr cayxute reHbl pPHK, TPHK,

TMCTOHOBBIX O€JIKOB, 0€3 KOTOPBIX JKU3HEACATCIBHOCTh JIO00M KJIETKU
HEBO3MOKHA.

CyIl1eCTBEHHOE 3HAUYCHUE UMEET  TaKXke (PyHKLIMOHAIbHAS
HEpaBHO3HAYHOCTh 3aME€H aMMHOKHCIOT B mnojunentujae. Eciu HoBas u
CMEHsIEMasi aMUHOKHCJIOTBI CXOJIHBI 110 (PU3UKO-XUMHUUYECKUM CBOMCTBAM,
M3MEHCHHUS TPETUYHOM CTPYKTYphl M OHOJOTMYECKHX CBOMCTB O€jKa
HE3HAUYUTEIIbHBI.




yKenato Bam Kpenkoro reHeTu4eckoro
_ 300p0OBbA




