[ eHeTukKa.
Jlekuma 5

1. TeHotun. [eHom. KapunoTtun.
2. [€eHOMHble MmyTauuu.

3. [eHHbIn banaHc. KomneHcauusa nos
reHOoB.

4. IOBonwounua reHoma.
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* [eHOM — HAOOp reHoB, XapaKTEpPHbIN ONS
OaHHoro bmonorunyeckoro smaa (B

ransiongHom Habope). Hanpumep, reHom
YyenoBeka.

e [eHOoTUN — HAbOp reHoB (annenen)
OAHHOro opraHusma (B gUnNionaHoOM
Habope). Hanpumep, reHoTun nayneHTa.

* KapuoTtun — Habop Xxpomocom (B
aunnongHom Habope). icnonb3yeTcsa Kak
Ons Buga, Tak u ans opraHn3ama



MexaHn3MblI nogaepxaHnAd NOCToAHCTBA
KapnoTtuna B pAAy NMOKONEeHUun
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HepacxoxpgeHne XpoMOCOM
B Meno3e JaeT HapyLleHue BO
BCEX KrneTkax NoToMka
(reHepaTtuBHaga MyTauus).

HepacxoxgeHue npmn Mmtose
OaeT HapyLleHWe TONbKO B
NOTOMCTBE AaHHOW KIETKU
(comatudeckaqa mytauums).

Takon opraHn3m HasblBaeTCaA

«MO3alK».
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HapyLleHuna pacxoXxgeHna XpoMmocoM B
aHadase MMTo3a nnm mMenosa
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HapyLleHna Konnyectesa XpOMOCOM
B KQpuoTune HasblBaloT
reHOMHbIMU MyTaLUaAMN



[ @eHOMHbIe MyTaLuK

e

[Nonunnongmna kK-n —
KpaTHOE n yBeJfinieHue
UJiin ymeHbLlleHue
YUCJ1a XPOMOCOM

K =1 - rannonaus

K = 2 — HOpMa

K = 3 - Tpynnonauns

K =4 - TeTpannongms
N Tak ganee

N

* AHeynnoungus
(reTeponnonanmn)

2n+k, rae k¥n -
HeKpaTHoe n
N3IMeHeHne 4ymclia
XPOMOCOM

2n + 1 - Tpucomus
2n + 2 - TeTpacomums
2n — 1- MOHOCOMMUSA
2N — 2 - HyNnMcomMus



[Tonunnonans



[Tonunnonans

* Y pacTeHUN NpUBOAUT K YBENMUYEHUIO
pa3MepoB BCeX YacTen Tena
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Y XXMBOTHbIX U YernoBeka NpuBoguT
K rmoenu nnoaa
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[Tpn Tpunnongmm (3n) xapakrtep
HapyLLleHUA 3aBUCUT OT TOrO, YbUX
XPOMOCOMHbIX Habopa ABa, a YbnX OOUH

~

2 OT maTtepun +
1 OoT oTUA —
nnon
BbIrNAANT
HOpMaribHO,
HO nNraueHTa
HeOopasBuTa

e
\ p.

2 Habopa oT oTua + 2
1 OoT maTepu —
MareHbKUU nnoa,
HO OYeHb bonbLiagd
nnaueHTa,
BO3MOXXEH
Ny3blpHbLIN 3aHOC

[My3bIpHbIA 3aHOC



AHeynnongus



AHeynnongnn — UsMeHeHue
KonmyecTtBa OTAENbHbIX XPOMOCOM

« ABcontTHOoE BONbLUMHCTBO 3MOPUOHOB C
aHeynrnonaneun nornbaeTt Ha paHHUX CpoKax
bepeMeHHOCTMW.

 UeM MeHbLLE reHOB B XpOMOCOMeE, TEM
BEPOATHEE, YTO NNo4 C aHeynnongmen
OOXWUBET OO0 poXaeHud.

« HapyweHnsa pas3Bntus Bcerga 3atparmatoTt
MHOIMe opraHbl U TKaHU



MprmMmepHOe KonmM4yecTBO reHOB B XPOMOCOMaX YernoBeka

Chromosome Total number of gene loci
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Reproduced wich permission from NCBI GenBank™ OMIM Starcistics.

November 2004.



ECTb CBA3b MeXxay 4aCTOTOW
aHeynnouaun n Bo3pacTtoMm MaTepu

Maternal age as effect on Trisomy 21
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CuHapom

HayHa-
Tpucomusa 21

Growth failure ‘Broad flat face
Mental retardation _JSlanting eyes

B, " _—" |Epicanthic eyefold
Flat back Of head - " Y a.l \a iﬂ" Short nose

——§ ew
Abnormal ears = é’f@ x@ i fﬁ ‘Short and
Many "loops” —%, broad hands

on finger tips Small and
Palm crease /
Special skin

arched palate
ridge patterns

Big, wrinkled
tongue

Unilateral or bilateral

absence of one rib

Dental anomalies

Congenital hear ” H " “ ll
disease

Enlarged colon “ n i n &3 “ L]

L} B "0 " 12

Intestinal blockage

Umbilical hernia

Abnormal pelvis S _ , “““ IXRAM  xxun
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Fig. 3.2 View of the feet in an adult with Down syndrome show



XXepowm JlexxeH
p. Jerbme Jean Louis Marie Lejeune

LESSING

Kepowm JlexeH

OBbACHMN CMHOPOM
[ayHa kak Jui‘c‘;f\‘;‘;i‘j’:,‘:;;,\,b
XpOMOCOMHyl'O el Doctoe - Father
aHOManuto.
Takxke onucan ppaHLLY3CKNIA AETCKMIA BpaY, FeHETUK

CUHAPOM KOLUAYbero flara

26 noHa 1926

poxaeHus:
KPpnKa — UHOIda €ero MecTto npuropog Mapwxa nog
Ha3blBAOT poxaeHusi: HassaHueM MOHTpYX
«CUHOPOMOM fata cmepTu: 3 anpens 1994
NexeHnay. T S

CMepTH:



peKoMeHayo

®unum Anssapo Macropa & AnTtoHno Haxappo
Nona flyaxsac / Nabno MNuuepa
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CuHpapowm [laTay, Tpucomms

13



Tpucomuna 13 — cuHagpom [laTay




Tpucommna 18 — cMHOPOM
JaBapaca
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CuHapom 3aBapaca, TPUCOMMS 18

‘CTona-kavyanka



AHeynnonaum no NosfioBbIM
XpOMOCOMaM He NpuBOAOAT K
TAXENbIM HapyLUeHUAM pa3BUTUA
bnarogapst cnocobHocTn X
XPOMOCOMbl 0Opa3oBbIBaTb
Tenbue bappa



o XXeHwunHbl XXX nnu
MY>XUMHbI XYY 300pOBbI U HE
OTNMYalTCA OT OObIYHbLIX
nogeun.

* XO — cuHapom
LLlepeLueBckoro-TepHepa

o« XXY — cuHApOMm
KnanHgenTtepa



CuHgpom WepeleBckoro-TepHepa, 45,X0

Short stature |

s Characteristic
Low hairline = facial features

) Fold of skin

A Constriction
Shield-shaped t \ \ of aorta
thorax e Poor breast
Widely spaced il development
nipples E —=
Sho':tened e | GOV
deformit
metacarpal IV V \ i
g

Small | et il Q Rudimentary
fingernails R .’,i!;: ovaries

Gonadal streak
(underdeveloped
gonadal

Brown spots (nevi) . | 3 structures)

No menstruation



[1nog ¢ cnHapomMmom
LLlepeLieBcKkoro-TepHepa




CuHpgpom KnanHdgentepa (bonee ogHon X
- Npu Hanu4un Y)

YKeHcKknn Tmn oBOs1I0oCEeHUSA U
rmHeKomacTus




[TposiBrieHmne cnHOpoOMOB MOXET ObITb

CBA3aHO C.

° MOJSIHON TPUCOMUEU/MOHOCOMUEN BO BCEX
knetkax. [lpumep 3anuncu kapuotuna: 47,XY,
+13 (cuHapowm [lartay);

e Mmo3an4vHoun chopmon. Hanpumep, 50% 46,XX:
25%47 XXX 25%:25%45,X0

° TpaHcnokauuoHHou chopmoun. Hanpumep, 46,
XX, rob14/21 (TpaHcnokaumoHHasa dpopma
cuHapoma [layHa)
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[ToHaTHNe o reHome  reHHOM
banaHce



Pasmepbl reHoMa pa3sHbiX BUOOB

10
10°
10°
107
10°

3,3010° nap
HYKNeoTUAO.
B
ranfonaHom
Habope

KniweyHas
nano4ka
(6akTepus)
aposoduna
narywka
4yernoBek




Knaccugukaumna rnocrieaoBaTeflbHOCTEN 1
reHOB B reHOMe

e [locnepoBaTtenbHocTu AAHK e [eHbl
1. YHukanbHble —ogHa konua 1.  YHUKanbHble («TeHbl
Ha reHom DOCKOLLUMY) — ogHa
2. YMepeHHO nosTopgaroLmecd — KOMNWA Ha reHOM.
0ECSATKN — COTHM Konuii. 20% Hanpumep, reH rpynnbi
reHoma (B OCHOBHOM, kpoBu ABO 1 ece npoune
HeKogMpyoLLe NoBTOpPbI, HO I(\ﬁ"e"F-I 325*2”)“ Ha 33K0Hb"
N HEKOTOPbIE FeHbl) ACHA.
3. BblcokonosTopsowmnecd — llosTOpsoLNeECs
TbICAYN — COTHU TbICAY KOMUI («reHvb' AOMALLHETO
X03AUCTBa») —

(catrennutHaa [QHK) — bonee
10% reHoma (reHoB He
COOEPXKUT)

Hanpumep, reHbl T-,
PPHK, reHbl rMcTOHOB,
TYOYrMHOB.



Ponb NMnoBTOPOB HE BIMOJIHE ACHA — BO3MOXHO,

BVl,D,bl NOBTOPOB. CTPYKTYpHasA. OHM 0BbIYHO NOKanu3yTcs B

LEHTPOMEPHbIX N TENTOMEPHbIX panoHax
d. TaHOEeMHble Xpomocom. Beiasnatorcs npu C-okpacke (Ha

0. AncneprupoBaHHble CTPYKTYPHbLIN reTepoXpoMaTuH)

Interspersed




[loBTOpAOLIMECSH
reHbl Ha Npume
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OpraHusauuns knacrepa
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[103a reHa — 4Yncrno Konmm B reHomMme
NN reHoTune.

OAQHO 13 CBOWUCTB reHa —
0031POBAHHOCTL AEeUCTBUA: MPU3HaK
BblpaXXeH TEM CUSbHEE, YeM DonblLUe

reHOB B reHoTune

Tak, Koxxa TeM TemMHee, Yem bonbLue Jo3a annens A
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[eHHbLIN BanaHc — HanNnM4ne B reHoTune CTPoro
ornpeanerieHHoOro Ynclria o3 KaXaoro reHa.
(OcobeHHO BaxeH Ans YHUKanbHbIX FTEHOB — «TEeHOB
pOCKOLLII/I»). OTO MOXHO CDABHUTL C

OTCYTCTBMEM WNU Cpasy Tpemd
Ha4anbHUKaMu (perynatopHbiMu
reHammn)

eLe napou posifien B

ManeHbKoV |<|3apT"'p :




[loaTOMY HapyLleHne reHHOoro
banaHca NpuBOAUT K MOpPOKam
pPa3BUTUA, KOTOPblE Mbl BUONM
npn HecbanaHcUpoOBaHHbIX
XPOMOCOMHbIX Y TEHOMHbIX
MyTaUUaX, a TakxKe rnpu
TOYKOBbIX MYTaLIMAX BaXKHbIX

YHUKAJIbHbIX TEHOB.



OgHako aHeynnouaum no X unn Y
XPpOMOCOMaM He NMPMBOAAT K rpyObIM
HapyLleHnaM. Y— CrnMkom mana, a X

cnocobHa BbIKMYaTLCS, 00pasyH

Tenbue bappa.

OTO NpUMeEpP KoMMNeHcaLuy HapyLleHni
reHHoro banaHca



CxemMa Mo3an4yHoOM nHakTuBaumm X-
XPOMOCOMbI Yy CaMOK MIEKONUTAKOLLMNX

3NUroTa

onacTouucTa

NHaKTMBaLUS
oAHON n3 X-
Xpomocom Ha 16
CYTKW pasBuTuUda —
criydyanHasa u
HeobpaTmas
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AnnenbHoe
UCKNIOYeHMe Ha
npumepe reHoB X
XPOMOCOMbI

X-cuenreHHas peLeccuBHas

MyTauns — aHriMapoTU4ecKas

aKTOOAEpManbHasa gucnnasuns
OMIM 305100, Xg12-gq13

PacnpeneneHne NoToBbIX Xenes y
MOHO3UIOTHbIX ONM3HELIOB, reTEPO3UTOTHbIX
Mo reHy aKToaepMarnbHOW aucnnasun




IBOSIOUMNA reHoMa

B oCcHOBE - reHHble, XPOMOCOMHbIE
N reHoMmHble MyTalunu



HoBble reHbl BO3HUKAKOT B
pe3ynsrate myTtauumn
MCXOOHOro reHa



- [eH A1 c ncxogHomn
[MpenkoBbIn

reH H v | > (%) | > @ pyHKLMEN
A | 49 _ HepaboTtatowmn
2 v (0008989 ncesporeH
- | | —— [0 ®| -
o s w [eHA2c ron, HO
aynnukaums @ @ © APy

6nnakon dyHKUnemn
A. [losierieHue Ho8kIx 2eHo8 rnymem Oyrnukauuu rnpeodKkosozo
2eHa U rnocriedyrowux mo4ykosbix Mymauuu ®

—-(‘ (1 Brv—y h— — - b | — [
| { |

YacTb reHa 1 / [lYacTtb reHa 2 AlHacTtb rena 3
———t fr— L—C e | | —

[eH C HOBbIMU PYHKLMAMMA
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OBOSOLUMSA NTOOMHOBLIX FrEHOB LWS1a NyTEM
aoynnukauun, TpaHcnokauun U TOMKOBbIX MyTaunmn
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B pes3ynkraTe BO3HMKINM reHHble ceMencTBa (KnacTtepbl) Ha
pa3HbIX XpOMOCOMaXx

CrpoeHuve Knacrepos rmoOMHOBLIX FreHOB
Yyenopeka

E wlC wo wyoa o2 ol ©

’ | B B | . ’ ’ O Kracrep

Xpomocoma 16

y VB o P
’ ’ [ =2 | = & B xaacrep

Xpomocoma 11

0 10 20 30 40 50 Tmc. n.n.

MwornoouH
Xpomocoma 22




IBONOUMA reHOB, OTBeYarLWmMx 3a CUHTE3
3PUTENBHBIX MMTMEHTOB LUNa TakkKe NyTem
Oynnukaumm n TOYKOBBIX MyTauUUN,
npuBeaLwnX K 3aMmeHe aMUHOKUCIIOT B
benkax-dpepmMmeHTax



OBOSOLNA reHOB, OTBEYaLNX 3a CUHTES 3PUTESIbHbLIX MNTMEHTOB

Autosomal -chromosomal
Blue Green

426 530 552 557
5
g
A
<

500 600

Wavelength (nm)

A. Genes for photoreceptor proteins
in rods

Cytosolic

Extracellular

1. Blue/Rhodopsin 75% 2. Green/Rhodopsin 41%

Ancestral gene Years ago
oo} 700 Mio

500 Mio

Time

~—— 30 Mio

Y 1IN N O .
Rhodopsin  Blue Green Red

B. Evolution of genes for
visual pigment photoreceptors
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Ha npeabigyliem cnanae obino BUOHO, YTO KpacCHbIN U

3€J1

eHbI reHbl AMBEeprnpoBan COBCEM HEAABHO,

NO3TOMY KPaCHO-3€elleHasd CJienoTta BCTpe4daeTCAd 4acCT1o

HopMankHeie - D - -

BapmnaHTbl YNCIla

—— D — D —

KOMUM reHos Ha X
Xpomocome

— S —— NS SRS —— e —

Mater- D .
nal b 2 HepaBHbIM KpOCCVIHI'OBep KakK BHyTpl/l,
chromo-

somes | ——IE—S——  TaK U MeXay reHamu

—> Green blindness

— D D S Normal
PasnuyHble — R —— Red blindness
CbOprl — —»— Red-green blindness
AalibTOHU3Ma

— - B —Fas Red-green blindness

—teseasans —l—E»— Red blindness

_ ‘[)olctaoﬁ

2. Examples of different consequences of
unequal crossing-over



OBOMIOLUMS XPOMOCOM NPUMAaTOB — BUAHbI
pobepTCOHOBCKast TpaHCNOKaLUusa N NHBEPCUS
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Chromosome S

NM=-=Human
C - Chimpanzee
G = Gorilia

C. Evolution of chhromosomes O = Orangutan

Chromosome 2







