N3meHUmBOCTb - (PyHAGMEHTasNlbHoe CBOUCTBO

XKXUBOIro
N3meHYUBOCTb - CNOCOBHOCTb OPraHU3MOB NpuobpeTaTtb

HOBbIE MPU3HAKU NOA BITUAHUEM YCJ'IOBMljl cpeAabl
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MoaupukaumoHHas UIMeHYUBOCTD

®aKTOpLI Cpeabl

EcTb
n3meHeHus

LlenocTHbIV opraHu3m




Hopma peakuuu - noa KoHTponem reHotuna

feHOTUN |

|

"eHoTuNUYeckas MoauopukaumoHHas
U3MEHUYUBOCTb U3MEHUYUBOCTb

PeHOTUN - 3TO pe3ynbTaT B3AUMOAECUCTBUS

reHOTUNA U BHELWHUX YCI10BUM




SBONFOLUUOHHOE 3HAYEeHUEe HOPMbI peakLuu

LLinpokas Hopma peakumm Y3Kkaa Hopma peakumm

Konu4yectseHHbIe npusHaku BN dusmonoruveckue
KayecTBeHHbIE NPU3HAKU NPU3HAKK

['loBbiwaet
npucrnocobuTesibHbl e
BO3MOXHOCTU

OpraHu3ma;

CoxpaHeHue U
npoLseTaHWe suAa.




MoavmpukaumoHHaa N3MeHYUBOCTb




BapuaumoHHas kpusas

PacueT
cpeAHero 3HayeHus
npu3sHaka (M)

M = Z(vp)/n
M =17.3

rAe n - YUCno usmepeHum
(BapuaHT)

14 15 16 17 18 19 20 V

BapuaHTta (v)

YacToTa
BCTpeYaemocTu




HacneacteeHHas w3MeHJYUBOCTD

KombuHaTtueHas MyTaumoHHas
MN3meHeHUsa reHOTUNA BO3HUKAFOT B N3meHeHUa reHoTunNa BO3HUKAOT
pe3ynbTare nepexombuHaumnu B pe3ysnbTare MyTauuu.
XpOMOCOM B npoLiecce NONOBOro
pPasmMHOXeHUs

*rpoLecc KpoccuHrosepa, NpoTeKaroLymis
B NpoO¢ aze nepBoro MerioTU4YeCcKoro
AesieHus;

* ABJIeHWe He3aBUCUMOIrO PacxXoxaeHus
XpOMOCOM B aHa¢ ase nepsoro
MeOoTUYECKOro AesieHus;

CrnyyariHoe covyeTaHue ramet rnpu
OnJI0A0TBOPEHUU.



MyTauum U ux NpUYUHLL

Buabr usnyyeHui
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MyTaumm U ux NpUUUHSLI

f+=* NHCOCH, be3spemeHHUK

KONXMUMH BbI3bIBAET -
KpaTHoe yBenuyeHue

4ymMcna XpoOMOCOM FreHoOMa
(nonunnouwauo)

U aHeynsouauko -
U3meHeHUe Ymcna
OTAESIbHbIX XPOMOCOM










Knaccuopurkaums mytaumm

['eHOMHbIe
AHeynnouaus

CuHapom [ayHa
TpUcomums

no 21 nape
XpPOMOCOM

OunnovaHeie u TeTpannouaHsie
cemeHa pxu

MyTaHTHbIE POPMBI SUMEHS ‘ nweHULbI




» [oTepA HYKNeoTWa0e

» YNBEOEHWE HYKNeOoTWA0E

» BCTaBKa HYKNeoTHA0E

MameHeHWe NopaaKka Yepeao-
BAHWA HYKNEoTWI0B

N3MEHEHWA CTPYKTYPLI MreHa
(FeHHBbIE MYyTAaLMM)

OBMEH YHACTEAMM MEXOY
ABYMA HETOMOMNOTMYHBIMK XPOMOCOMA MU
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TpaHCNoKaL MK

MoeopoT Kakoro-nuAo ydacTka
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YMeHeWeHWe aunnouaHoro Habo-
pa ¥pomocom B 2 paza

}

o
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MNoTepa unu AobBaeneHue 0aHOM
MNKU HECKONBKWX XPOMOCOM
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MNonunnonama

KpaTHOe yeenuyeHue OCHOBHOID
(rannNoWAHOro) Yucna ¥xpomMocom

NepecTpOrKK reHoma
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NMEHEHMA YMCNE XPOMOCOM  VI3MEHEHMA CTPYKTYPBI XPOMOCOM




» [oTepA HYKNeoTUA0E

» YOBOEHWE HYKNeOoTWA0E

» BCTaeka HYKNeoTUA0.

IaMeHeHWe NnopAdka Yepeo-
BAHWA HYKNEoTHA0B

N3MEHEHUA CTPYKTYPLI FeHa
(FeHHbIE MYyTAaLMM)

OBMeH YHaCcTEaMK MEXOY
ABYMA HETOMONOTMYHBIMM XPOMOCOME MK
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MoeopoT Kakoro-nubo ydacTea
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l Aynnukaum  IHBEPCUM

YOBOeHWe KaKkoro-nubo ydacTea
¥POMOCOMBI
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(XpOMOCOMHBIE abeppauuu)

MoTepA kKakoro-nMbo ydacTEa
¥POMOCOMBI

HexeaTku
(aeneuuu)

MyTauum
= =
0COM  3MEHEHWUA CTPYKTYPLI XPOMOCOM

DA 1A

YMeHeWeHWe aMnnouaHoro Habo-
, arexes



MyTtauum - cnyyauHsle HapyweHus OHK

«3ameHa OCHOoBaHUA>»> U «CcABUI PAMKU>»

Tun MYTAHUUOHHOrO cobbITUA

MyTaumsa reHa

MyTacusa reHa

3ameHa HeyKTeoTuaa

MyTauur _eHa

Casur pamku geneuuven

MyTauusa areHa

CABUr paMKuU BCTABKOMU

3ameHbI Nap OCHOBAHUWU




X TpaH3uumm:
- 3aMeHa nypuHa Ha nypuH;

- 3aMeHa NUPUMUAMHA HA NUPUMUAUH
AT = 'L T,A =y LT
LU = AT LT = TA

X TpaHBepcuu:
- 3aMeHa NypuHa Ha NMUPUMUAUH;
- 3aMeHa NUpUMUAUHAG Ha NYPUH.
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CvHTe3 benka OeHnanaHVHoKcaasa

MeHINMpoBUHOrpaaHan MeHNyKCcycHas MEeHUIMOSIOYHAS
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3amMeHa rnyTaMmmHOBOMW KUCHIOTbI B Lien BanMHOM

|

AHOManNbHLIN reMornoouH
[ ]

CiﬂOBVID,HAiJOPMA 3PI/ITPOLI,I/ITOB

BuicTpas rubens Ckneunsz
CepnoBuaHbIX Kneta
KIneTokK Hapywe

N KpOBOOOp:Z

AHEMUWUA




Heneuusa - sBua XpOMOCOMHOU MyTaLUU, BBIPAXAHOLLLEUCS
B HeXBATKe HEKOTOPOro y4YacTKAa XpOMOCOMBI

ASBEC DYEYF-GH T A B CE FGH
4 3 ) 3 )

Aynnukauma - BUA XpOMOCOMHOU MyTaLUUU,
BbIPAXAFOLLEUCa B YABOEHUE y4acTKa
XPOMOCOMbI
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CuHapom MapgaHa

MyTaHTHbIX reH

v

HapyweHue pa3Butus

(obmeHa)
COeAUHUTENTbHOWU TKaHU
BbI‘B; BbiBuxm
XpycTanuka W MOABLIXU
rmasa B cycTaBax
OnunHHbIE
7
TOHKUe
NMopoku nanbLubl Crtpagatot
KnanaHoB cocyAabl

cepaua



CnuHanbHaa atpogpus




[eHOMHbIEe MyTauuu

Hopma
AdunnouaHbiv

opraHusm (2n = 6)

AHeynnouaus:

1. MoOHOCOMUK

2. Tpycomuk

3. TeTpacomuk







AHeyI'I.ﬂOM,qVISI — USMEeHeHUe HucJsia XPOMOCOM 3a c4HYem dobaesieHusi unu
nomepu omaoesibHbIX XPOMOCOM.

CUHOPOM OAYHA 2n+1 (47 xpoMocom)

3adep)xka yMcmeeHHO20 pa3eumusi, MOHUXXeHHasl CornpomueJsisieMocmab
60s1e3HsIM, 8POXKOEeHHbIe cepOeYyHbie aHoOMasluu.
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[eHOMHbIE MyTaUUU MOHONMOUAHLIX OPraHU3MOB

Hopma
Ffannoua (n= 3) %

TTonunnougus

meea (00 B8 geg
e OO0 B0R0 S0




HapyweHus, ceasaHHbIE C paA3sNUYHLIMU TUMNAMMU
aHeynnouauu y 4Yesnoseka

Yactota cpeau
XpoMOCcOoMbI CuHapom HOBOPOXAEHHbIX
AyTOCOMbI
Tpucomus 21 HayHa 1/700
Tpucomusa 13 TTaray 1/5000
Tpucomus 18 Sasapaca 1710000
TTonosbre xpomocomsr (XKeHLWMHbL)
XO, moHocomus TepHepa 1/5000
XXX, Tpucomus
XXXX, TeTpacomus TToHUXeHHas 1/700
’ NNOAOBUTOCTb

XXXXX, neHTacomus




HapyweHusa, cega3aHHbIe ¢ pa3snUUYHBIMU TUNAMU

aHeynnouwaum y Yenoseka (NpoaonixeHue)

Xpomocomer

CuHapom

Yactota cpeau
HOBOPOXAEHHLIX

TTonosbie XpOMOCOMET (MYXUYUHBL)

XVV, tpucomus Hopma 171000
XXV, Tpucomus
XXVV, TeTpacomms KnatiHgenbTepa 1/500

XXXV, TeTpacomus

XXXXV, neHTocomus

XXXXXV, rekcacomums




OcHOBHbIE MeToAbLI U3yYeHUs
HacneACTBEHHOCTU YesnoBeKa

Buoxumuueckum

LlutoreHetuveckuu

BbnuvsHeLuoBbLIU

FeHeanoruveckum

TTonynaumoHHbIU




CKpUHUHroBbIe UccneaoBaHUs




D unaffected malo | | I hemophiliac male

O unaffected female carrier fomala

Edward
Duke of Kent

Victoria
Princess of
Saxe-Coburg
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Albert Victoria
Prince Queen
of Saxe- of England
Coburg-Gotha
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Edward VIl | Alexandra Leopold Helen Louis IV Alice several Boatrice
King of of Denmark Duke Princess of Grand Duke of Princess unaffected Prince of
England of Albany Waldeck-Pyrmont  Hesse-Darmstadt | of Hesse chidren Battenburg
prosent British l L l
royal family - - - A =
(unaffected) O o —D L_] “ ) 3 [ Ij_
Victoria Ellzabeth Alexandra | Nicholas Il Frederick Ernest Mary Irene  Alexander Alfonso | Victorla Leopold Mau
Mary Tsarina of Russia Victoria Albert X Queen
of Spaln
carrler
daughter l ] | v |
and @) @ @) (@) | Ll 7]
hemophiliac o r ,
grandson Olga  Tatlana  Marla  Anastasla Alexis Alfonso  Juan Beatrlce  died  Marle’ Jalm
Tsaravitch Crown In
Prince Infancy




HacneaoeaHue nona npu HepacxoxaeHM nonosbix

XPOMOCOM

. HopmanbHbl | [amMeTa camMoK, BO3HUKaloLLMe
OPMAABHDIE | o ramerhl NPV HEPaCXOXKAEHVMN MOMOBbIX
TaMeThl CaMOK XPOMOCOM

CaMIIOB
X XX X0
X XX (1) XXX (3) X0 (5)

Y XY (2) XXY (4) YO (6)

(1) - yudenoseka - geBouka, y Apo30duribl — camka.

(2) -y denoBeka - ManbyuK, y Ap030uUSibl — CaMeL,.
(3) -y Aaposodhunsl — ManoXusHecrnocobHas «cBepxcamkay

(4) -y denoBeka — mMane4nk ¢ cuHgpomom KnamHdoensrepa,
y Op030unIibl — XKU3HECNOCOOHasa camka.
(5) - y yenoBeka - geBo4ka ¢ cuHgpomom TepHepa,
Yy O0p030unibl — CTEPUIIBHBLIN CaMELL.
(6) - rnbenb 3UroTbl




HacneposaHue no X-xpomocomHomy tuny

[femoopunuma -
X" - 3poposbiif reH
X" - reH remopunuu




CornacHo 3BONIFOLUUOHHBIM

npeAcTasneHUuam
PGBHOOGPGSMZ PasHoobpasue
e (PeHOTUNOB
PasHoobpa3ue PasHoobpa3ue
reHos reHoTUNoB
A dedddgdg
MyTauum 1 - TTT 3akoH MeHpens

2 - pekOMbUHauma reHos
3 - CryYamHoOCTb B
ONNOA0TBOPEHUU



