Jlekmus Neo5.

N3meHUUBOCTb U ee (POpMBI.

BeHOTUNUYECKaa (MOAUPUKALUOHHAN) U
reHoTUNUYEeCcKas U3MeHYUBOCTb



Hacneocmeennocmsb — 310 ClIOCOOHOCTH KUBBIX CHCTEM
[epeaaBaTb U3 MOKOJCHUSA B OKOJIEHHUE 0COOCHHOCTH
Mop@oJorun, GU3noJI0rud 1 HHANBUIYAJTbHOI0
PAa3BUTHSA B ONpPeACJIECHHBIX YCJIOBUAX CPeabl.

H3zmenuugocmsb — 3TO CIIOCOOHOCTH KUBBIX OPraHU3MOB
NPUOOPETATHL HOBbIE MPU3HAKHU, OTJIHYAKIINE UX OT
POAUTEIbCKHUX (POPM.




MN3MeHuYnuBOCTD

(I)CHOTHHquCKaﬂ: FCHOTI/IHI/I‘IC CKadAa.
HBHdC./led(fmeeﬂﬂd}l Hd€ﬂ€a€m6€HHd}l
MoaAucUKamoOHHAA KoMmOuHnaTuBHas MyTanmuoHHas

OuxroremeTmueckKas



Non-smoked

Moodugduxayuornmnasn

USMEHYUUBOCTID -

M 3MeHUYBOCTh OPraHNU3MOB,
BO3HUKAIOIIAA IIOA BAUAHHUEM
aKTOPOB OKPY’KAIOIIEN CPEABI

Modugpurxauuyu —

q)eHOTI/IHI/I‘IeCKI/Ie N3MCHCHHNA, BOGHUKAKOIIINC HA

OCHOBE€ OAHOI'O M TOI'O K€ I'€HOTUIIA B PA3HBIX
YCAOBHAX CPEABI

smoked




Ceovcmea moduduxauuu.:

He Hacaeayrorca
Hocar rpynimoBou xapakrep

CoorBeTcIBYIOT (paKTOpPAM OKPY’KAFOLIEH
CPEABI U HOCAT aAAIITUBHBIU XAPAKTEP

BoABIIIMHCTBO - KPATKOBPEMEHHBIE

Bceraa o6ycAoBA€HBI TEHOTHUIIOM: IIPU
OTCYTCTBUU OIIPEAECACHHOTO T€HOTUIIA
IIPU3HAK HE MOXKET IIPOABUTHCA HU IIPU
KaKux ycAoBuax!!!



CxeMa BO3HUKHOBEHUA MOAMPUKAITNN:

AHK (rensbi, renoTumn)

v

beaok

v

degoTUuIl



DKcnpeccusnocms — cmenerny peHoTUnNIECKOro IPoABACHUS

IIPU3HAKA IIPU AAHHOM I'€HOTHUIIE

deHOTHUIIBI: OT 0€AOT0 AO TEMHO-CHHETO

aa aa aa aa aa

| eHOTUII OAMHAKOBEBIM- 24



Cxema obmeHa
(peHUNAaNaHUHAG B HOpMme

Pharalaning

Bhbod-bran
barfer

Phenylpyuvic ack

5

Food praten

S5

p -

FKU gana* Ganas In bisynthalic
pattways making THE

i




Cxema
HapyleHuu,
nexawmx B
OocHOBe pa3BUTUA

(PeHUNKeTOHYpUU
(2KY)

Bhbod-bran
barfer

Phenylpyruvic ackd

Pharalaning

5

Food proten

S5

oo foom

Ganas In bsynthalic
pattways making THB




Llenempanmunocnty — uacmoma ¢peHoTUIINIECKOTO IIPOABACHYS

IIPU3HAKA IIPU AAHHOM I'€HOTHUIIE

D eHOTUIIBI

aa aa aa aa aa aa aa aa aa

I eHOTUII OAMHAKOBEBIM- 24

P(meuerpanraocts)=(N denorun/N remorumn)*100%

P=5/9*100%=56%



(marpumep,
HACAECACTBEHHBIE U 9K30T€HHBIE BPO’KACHHBIE IIOPOKU PA3BUTHUA
CXOAHBI I10 (PEHOTUITNYECKOMY IIPOABACHUIO).

B Ficure4.19
Effects of Thalidomide. Taken as a sedative in early pregnancy,
NAN thalidomide proved to be a teratogen with severe effects on embryonic

limb development.

MyTanmuu Bansanue
FeHOTUIIA TEPATOTr€HHBIX
daxTopos

?



Small head

circumference

ITrockas nmepeHocuiia

Ckaaaka BEepXHETO BeKa

Koportkuii HOC

Y3kue CKyAbI

Tonkasa BepxHaAa ryda

L]

Fetal alcohol syndrome. Some children whose mothers drank alcohol during pregnancy have characteristic flat faces (a) that are strikingly
similar in children of different races (b, ¢, and d).



I'emoTUIIMUeCcKas

N3IMCHUNBOCTD

/ N\

KoMmOuHaTtuBHAaA MyrtanmnonHasn




KoMOnmHaTnBHAI N3MEHUYUBOCTD

OOycAaoBA€HA HOBBIMH COUETAHUAMU I'€HOB B reHOTHUIIE 0€e3
N3MEHEHUA CTPYKTYPHI T€HOB.

Mexarnusrot KOMOUHAINUBHOU USMEHYUUBOCHIU,

1. Pexomburnayus zero6 npu Kpoccurnzoeepe
2. Hesaeucumoe pacxosrcoerue xpomocom u xpomamuo npu metiose.

3. Cayuaunoe couemarue Xpomocom npu on.1000meopernun.



Karaccudukanmsa My Tariyii:

I1o ypOBHIO N3MEHEHUA TEHETUUECKOI0 MATEPHUAAA:

1. I'ennwvie (nameHeHNA CTPYKTYPHI TEHOB)
2. Xpomocommsze (13MEHEHUA CTPYKTYPBEL XPOMOCOM).

3. I'enommwre (M3MEHEHUA YHCAQ XPOMOCOM).



1.

SAMEHBL:

nuPHK

Bbeaok

2. Aesaeyuu (svinadenusn) wuyxieomudos —

MPHK

Beaok

1. MeHHbIEe myTaumU

Hopma

(A —G, T—€)
(A~C, T—G)-

GAC AAC CAG

Aeit (e Baa

Hopma

GAC AAC CAG

Aeit (e Baa

uPHK

Beaok

MPHK

Beaok

GAC ACC CAG
A€N BAA
GAC CAG
AeH BaA




3. Uncepuuu (ecmaexu) myxaeomudoe — couz pamru cuumuiéanua.

Hopma
MPHK | GAC AAC CAG MPHK | GAC AAC UCA
bearok | aeti deH Baa bearok | aeri  den
4. (nepesopomst) nHyx1e0mudos -

Hopma
MPHK | GAC AAC CAG MPHK | GAC CAG
berok | aeit deH Baa beaok | aen BaA
J. Mymayu, 06)ca06AeHHAA NEPEMEUSCHUEM MOOUALHBLX

2EHEMUUECKUX IAEMEHINO0E6 (MPaticno30r06). DgPgexmom m.o.

— 06AA0NAIOM DEUCNBUE HOPMAALHOLO AANEAL U COOMEEINCINGYIOULELO
npusnaka.



Cxema
HapyleHuu,
nexawmx B
OocHOBe pa3BUTUA

(PeHUNKeTOHYpUU
(2KY)

Bhbod-bran
barfer

Phenylpyruvic ackd

Pharalaning

5

Food proten

S5

oo foom

Ganas In bsynthalic
pattways making THB




I'en peHMAaAAAHUHTUAPOKCHAA3BI

yeAaoBeka. Ha cxeme YKa3aHa

AOKAAM3AITNA MYTaI_II/Iﬁ B Pa3HBIX

3K30HAaX rega AT

(ipm Bcex myrtarmmax (6oaee 200)

BO3HHUKAET 00oAe3Hb — DKY —
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2. XPOMOCOMHDBIE MYTALIUN

Y\

ACACHI/II/I (BBIHaAeHI/I}I) R Tp AHCAOKAITNN

I/IHCCPHI/II/I (BCTaBm)’ (oOmeH yuacTKamMm

HNus cpcun (HCPCBOPOTBI) xpomocon)

\_—"

TpaHCHOSI/IHI/II/I = IIepeMeIeHUA YIaCTKOB XPOMOCOM



E

Aeaermsa
(BBIITAACHUE) (repesoporT)

HuBepcusa

HNuceprmua

PAHCAOKAIIUA

-
:

(BCTaBKA) (mepemernenme)




CuHAPOM «KOINAYBETO KPUKA» - ACACITUA

KOPOTKOTO IAeua 5 xpomocomsl, 46, XY, 5p-

u chat syndrome

} Deletion
A

a5

' L Normal 5 Deleted 5
uc. 174, CUHAPOM XPOMOCOMBI Sp-—.

Dotorpadus 1:00e3H0 MMpeocTaBiIeHa Figure 15-30 Onigin of cil du chat syndiome. This human
1-pom 1. Subrt. syndrome is caused by the loss of the tip of the short arm of
one of the homologs of chromosome 5.




* I'loauni0udus —

YBEAMUYEHHE YHCAA XPOMOCOM,
KPATHOE TaIIAOUAHOMY
Ha0opy. Kapuorum 3n, 4n, 5n
H T.A.

IToAaunmaouaMA UCHOAB3YyETCA
B CEAEKIINU PACTCHUU U

IIPUBOAMT K ITOBBIINICHHUIO Figure 15-12 Diploid Jef) and tetraploid {right) grapes.
[Copyright Lecnard Lessin/Peter Arnold Inc.]

YPOKAUHOCTH.

* I'emeponaoudus (aneynioudui) —U3MEeHEHUE YHCAA
XpOMOCOM, He KPaTHOE raliAOuAHOMYy HaOopy. IIpu arom HabOp

XPOMOCOM B KAETKE MOJKET OBITH YBEAMYEH HA OAHY UAU
HECKOABKO XpOMOCOM (HOAMCOMUU. mpucomus - 2n + 1,
mempacomua — 2n+2) NAM yMEHBIIEH HA OAHY XpPOMOCOMY
(MmoHOCOMUA, 2n-1).



Cunapom Aayna: 47, XX+21

Nondisjunction

Gametes

Non-viable

Offspring

Trisomy 21

1:650-800

HOBOPOXKACHHBIX

Incurved finger

Single palmar
("simian”) crease



1/46

ol tirths
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1290

Keqoaol Down synd e per numi

12900 11600 171200 1/280

-~
-
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A ol mathes (years)

Flgure 15-13 Maternal age and the production of offspring
with Down syndrome. [From L. S. Penrose and G. F. Smith, Down’s
Anomaly. Little, Brown and Company, 1966.)




Cunapowm Ilaray, kapuorun 47, XX+13




Cunapom DaBapaca, 47, XX, +18

1:6000 HOBOPO’KAEHHBIX




Cunapom tpucomun X — kapuorun 47, XXX

1:800-1200 HOBOPOKAEHHBIX AEBOUEK




Cunapom Kaaitndearrepa, 47, XXY

1:400-600 HOBOPO>KAECHHBIX MAABYUKOB

Cunopom Kaavingpeavmepa
Kapuorun 47, XXY -.

Figure 5.19 47, XXY karvotype in Klinelelter syndrome (courtesy of
Dr Lorraine Gaunt and Helena Elliott, Regional Genetic Service,
St. Mary’s Hospital Manchester)



Kapuorun 45, X0.
Cunopom Tepnuepa.

OcHOBHBIE CHMIITOMBI:
OTCYTCTBUE MEHCTPYaIIHII,
HEAOPA3BUTHE BTOPUIHBIX
IIOAOBBIX IIPU3HAKOB. AUCreHe3us
TECTUKYA: HAAUYYE BHYTPEHHUX
JKEHCKHUX IIOAOBBIX OPIraHOB IIPHU
OTCYTCTBUM 9A€MEHTOB AUYHUKA,
HApYy>KHbI€ ITIOAOBBIE OPTaHBI
OoucekcyasbHbl. OTpHUIIATEABHBIN
IIOAOBOM XpPOMATHH.




Mosauxu — ocodbn, y KOTOPBIX
KAETKH HECYT Pa3ANYHBIU

I'€HOTUII.




Mo3zaunusm, 18 Mo3zaunusm, 21 Mo3zaunusm, 20



