B3anmooencresme reHoB



[. MeHaenb — 3a KaXXabi NPU3HaK
OTBeYaeT OauH reH

>KenTbIn UBET rOPOLUUH, Y — AOMUHAHTHbIV
3eneHbIN LUBET MOPOLLUNVH, Y - peLEeCCUBHbIN




OavH reH — oanH 6enok

— HOPMaA; reH paboTaeT —
obpasyeTcs depMeHT, paspyLuatoLLnn
xnopodounn — BUAHbI

* 3erneHbin UBET — MyTaLusd; reH NCMOpPYEH —

doepMeHT He paboTaeT — xJ1IopodUss He
paspyLliaeTcs



Ewe Y.[lapBuH 3Han, 4To

* Oenble KOLKM C roflybbiMun rnasamu -
OObI4YHO rnyxue

»> & '

L{f

®® ©
Blue eyed white .
®
@O

Orange-eyed white  Odd-eyed white
(Yellow and hazel
count as orange)

Lacy (Photo Lori Eilar)



Hadano XX Beka —
«MaKpomyTauunum»




«MakpomyTaymum» y pacteHun




«MakpomyTauum» y Myx




OaOuH reH BrnnUsieT Ha MHorme
NPU3HaKu
e He MOXXeT N1 MHOIro reHoB BNATb Ha
OOWUH NpU3HaK?

 Hayano XX Beka — «HOBOObpa3oBaHUS
Npu CKpeLLMBaHUN



dopma rpebHsa y Kyp

Rose X Pea

-

| ]
Walnut X Walnut

——

} l I R
Walnut Rose Pea  Single

(9) (3) (3) (1)




OkKpacka BOMTHUCTbIX NOMyranynkos

XenTtbih X  CUHUU

BCE 3€JlEHbIE

3/16 3/16 1/16



3a OKpacKy oTBeYaloT ABa reHa!

. AADbD X aaBB

. XenTble CUHME

. AaBb x AaBb

. BCE 3ereHble

¢ A-B- A-bb aaB- aabb

* 9/16 3/16 3/16 1/16



Okpacka bonee pa3HoobpasHa!




Tunbl B3anMoaencTBmnd reHoB

KoonepaTnBHOCTb

KoMnnemMeHTapHOCTb

PeueccuBHbIN 3nncTas

[1OMWHAHTHbLIN 3NnUcTas

Cynpeccus

[Tonumepus...

OTO BCE NOYTU LeJNIMKOM — YCITOBHOCTbL?!
Cwm. ...- Tam Bce anuncTaas!



KoMnnemMeHTapHOCTb

HwpHan  3aknadkd  MHETPYMEHTEI  Cnpaska
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HacnepoeaHWe NpH3HaAKOE NPH KOMNNEMEHTAPHOM B3aHMOLEHCTEHN TEHOB
(Ha NPHMERE OKPACKW UBETKOE ¥ OYLUMCTOMD FOpoWwKa)

o o

AlAbh aaBB

F1:

AaBb

A — OTEEYART 33 CHHTES EECU'BETHEIFEI NpefWeCcTEEHHHER NMIMEHTA — NPONHIMEHTA,

UG MMAGiAr-e YT ST NacandreacouTs



dopmanbHbIN Noaxoa,

* [1pn HaNWM4YMM QOMUHAHTHbLIX anfeneun

A 1 B oKkpacKka LBETKOB KpacHas, npu BCeX
OpYyrux BapmaHTax reHoTurnoB — benas;

« Kaknm byoet pacuiennieHue ot
ckpewmBaHna AaBb x AaBb?

« OTBeT: A-B- = % X % = 9/16 KpacHble,
OcCTallbHble - benble



« Cobakm nopoabl Kokep-crnaHuernb npu
reHotune A-B- nmeloT YepHyo MacTb, Nnpu
A-BB - pbIXYyl0o, Npun aaB- - KOPUYHEBYIO,
NpWn aaBB - CBETMIO-XENTYIO.

OT cKpelymBaHNA YEPHOro CriaHnens ¢
PLIKMM ObIN NONyYeH CBETIO-XEeNTbIN
LLIEHOK.

« Kaknm byget pacuiensieHme no mactm ot
CKpeLLMBaHUS TOro e YepHOro cnaHmens
c cobakon ognHaKoBOro ¢ HUM reHoTmna?



PeLeccnBHbIN 9N1CTa3:
MCTUHHBbIN anbOUHN3M

CC-- — Bcerga anbbunHoc
B- = yepHbIN

bb = KOpn4YHEBLIN

BbCc x BbCc - ?



O yepHbIX : 4 BenbiM :
3 KOPUYHEBBLIM




Tunbl B3anMoaencTBmnd reHoB

KoonepaTnBHOCTb 9:3:3:1
KomnnemeHTapHocTb 9.7
PeueccuBHbIV anuctas 9:4:3
[lToMMHAHTHbIVN 3annucTasd 12:3:1
Cynpeccus 13:3
[Tonumepus...

OTO BCE NOYTU LEJSIMKOM — YCINOBHOCTL!
CM. ...- TaM Bce anucTtas!



Modified Dihybrid F, Ratios

F, Phenotypes

Modified
Organism |Character | 3/16 ratio
1 Mouse cC:Igt agouti albino black albino 9:3:4
’ Squash Color white yellow green 12:3:1
9 Pea Fl%\ll\c/)?r purple white 9:7
4 Squash SLF:F'; disc sphere long 9:6:1
5 Chicken Color white colored white 13:3
6 Mouse Color white-spotted white colored sm:i& 10:3:3
7 Sh;%f:seéd's c:;?gle triangular ovoid 15:1
8 ggnz Color 6/16 sooty : 3/16 red black jet black 6:3:3:4

Copyright © 2006 Pearson Prentice Hall, Inc.



3agada npo YMHbIX N KpacuBbIX
00e3bsiH

« B Knesckom 3o0onapke bbifia BbiBegeHa nopoaa YMHbIX U
KpacuBbIX 00e3bsiH. [1py ckpewmBaHUmM 3TUX 0DE3bSIH C
0ObI4YHbIMK B nokoneHmnn F1 Bce 06e3bsAHbI ObINK
0Obl4YHbIMW. B F2 Habntoganocb COOTHOLWEHME

doeHoTUNoB
45 0b6blYHbIX: 15 KpacuBbIX:3 YMHbIX:1 KpacuBasa n ymHaga
a) [NpegnoxnTte Moaesnb HacnenoBaHUA yma m KpacoThbl.

6) Kakum OyaeTt paclienseHne npu ckpewmsaHnm
rmbpunaga F1 ¢ ymHOM 1 Kpacnson obe3baHOn?

(A.T. KoaneHko)



PelueHune 3agaym npo obes3bsH

1) BeposiTHO, ckpelumBaHue TpurnbpmnaHoe (64 KneTovykn B peLleTke
[leHHeTa)
2) HekpacuBbix (45+3) : kpacuBbiM (15+1)=48:16=3:1 — kpacoTa
HacnegyeTca Kak peLecCuUBHbIN MOHOMEHHbIW Npu3Hak (a)
3) He-yMHbIX (45+15) : yMHbIM (3+1) = 15:1 — 3a ym oTBevaloT aBe
napbl annenen, ymHble — ToSibKo bbcc
4) YMHble n KpacuBble — aabbcc, obbidHble — AABBCC
5) B F2 obbl4Hble — A-B-C- (27/64), A-B-cc (9/64), A-bbC- (9/64)
Kpacusble — aa---- (16/64)
yMHble — A-bbcc (3/64)
YMHagda 1 Kpacusaga — aabbcc (1/64)




[Tonumepuns

 OeHOoTMN 3aBUCUT OT ODLLEero Yymcna
NOMWHAHTHbIX anfenen.

Benbin TéMHO-KpacHBIN
alatazaz A1A1AZAZ
F1 AN
Ala1A2a2 - _,;:'»,_;’;fj{?};;f
KpacHein

A1A1A2A2 ' m\_
= = et /- __1

TEMHO-KpacHbBIW

F2

ATA1AZaZ
Ala1AZAZ




KymMynaTuBHas nonmvepus

Benen TemMHOo-KpacHbI
alalaZa2 ATATAZAZ
F1 — N
Ala1A2az - :
i KpacHsin

A1A1AZA2 f_m'

TEMHO-KPaCHBIA

F2

A1A1AZaZ
Ala1A2AZ

TeMHOBaTO-KpaCtHbIA

AlalA2a2 _— -
A1A1a2a2 m

alalA2A2 kpaGthlﬁ

Alalaza2? B §
alalA2a2 “m

CBEeTNO-KPaCHbIit

alala2a? cm % TN

EBeneii




3a UBET KOXXW OTBeYaroT HECKONMbKO
[eHoB
» Koxa TeMm TeMHee, 4Yem OonbLle obLee
YUCJII0 AOMUHAHTHbIX annenewu
 AABB — yepHas, aabb — 6enas,
TPU OJOMUHAHTHbIX — TEMH.-KOPUYHEBAS,
OBa — KOpM4yHeBasi, OAMH — CB.-KOpUYHeBas

« Kakoe Oyaget paclienneHume no UBeTy oT
ckpewmBaHmna AaBb x AaBb?

* A ecnu reHoB Tpu?



Tak ObiBaeT...

« KakoBa BepOATHOCTb POXOEHUSA
6113HeUOoB C ABYMA KpaUHUMMU
doeHoTUNamn, ecnm reHoB Tpu (LLECTb
anneneun)?




Number of wheat grains

Color

Two loci
(1:4:6: 4:.1)

smber of wheat grains
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TpeyronbHUK [lackand

1
11
121
1331
14641
15101051
16152015061



[Tonnmepna — ocobbin BapuaHT
B3aMMOOENCTBUSA
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3agada npo cobak nopy4ymka
UebypKkoBa

« OTctaBHOM Nopy4mk HebypkoB cKkpelLnBan ABe pa3Hble YNCTbIE
nopoabl cobak. Obe ObIIM OQHOMo M TOro Xe CPeaHEro pocTa.
Takoro e pocTta 6b1n1 U rMbpuabl NEPBOro NoKoneHus. Bo BTopom
NoKoNneHum rmdbpmnaos Obin cobakm cpedHero pocTta (Takoro Xe, Kak
poaUTENN), HU3KOro M BbICOKOro. OTHOLIEHNE Yncrna cobak aTux
Tpex rpynn okasanocb PaBHbIM 6 CPeaHUX : 5 BbICOKUX : 5 HU3KUX
(oencTBuUTENbLHO Takoe, a He 1:1:1). Npeanoxute moaernv,
onucblBatoLLyO0 HacnegoBaHme pocta cobak.

(MoyTtn 200 3agay no reHeTuke)



PelleHne 3agavm npo cobak

* 1) POCT — KONMMYECTBEHHBLIV MPU3HAK ___, MofnUreHHoe

<

HaclegoBaHme

2) 6+5+5=16 —— OUTMOpUOHOE CcKpeLlunBaHue

3) CpeagHuin pocT — ABa AOMUHAHTHbIX annens

AAbb n aaBB, rubpunabl F, - AaBb
4) Twopngbl F, - 5:6:5 = (1+4):6:(4+1)

—

poauTenu

5) Mpun 0 unn 1 AOMUHAHTHbIX annenax PocT HU3KUN, Npu 2 -

cpeaHun, npu 3 unn 4 - BbICOKNN
6

0-1

HU3KUN CPEeOHUN BbICOKUN

2

3-4

Yucno gom. annenen



B3anmocBA3b Mexay reHamMu u
NpU3HakamMun — BaXkHeuLLlagd
npobnema coBpeMeHHOM
[EHETUKU

A He TonbKo oyHOAaMeHTanbHOMN. ..



«Menkne» mytauum: « He bbIno
reo3gsl — NogKosa npornana...»

« ToyeyHas myTayusa reHa nammuHa A/C —
nporepus

neTckad
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Normal Prelamin A Processing

= # RSYLLG === CaaX

AAAANA
—— RS Y LLG === CaaX
C-terminal cleavage ‘

Farnesylation (FTase) ‘

(Likely RCE1 and
ZMPSTE24)
RSYLLG s C -%*

Methylation (IGMT) l sk
i
——— RS Y L LG s C-0CH,
Prelamin A (74 kDa)
Upstream cleavage l
(ZMPSTE24) r— Upstream cleavage
“RSY " ¢
Mature Lamin A (72 kDa) <.
\
o
oo’"z

Hutchinson-Gilford Progeria Syndro

50-amino acid deletion
(==RSYLLGw==)

CaaX

Farnesylation (l-'l’aso)l o e
ot «CaaX

C-terminal cleavage

(Likely RCE1 and l w0
ZMPSTE24)
" )
%
Methylation (ICMT) l Rk
— — ~-——wc ~OCH3
Mutant Farnesylated Prelamin A (67 kDa)
(Progerin)




Hacnepnytotca «no MeHgento» He
Npu3HaKu, a reHobl!

* A YTO Takoe reH?
* A 4YTO Takoe Npu3HaKk?

* [lepBNYHbLIN NPU3HAK OpraHu3Ma — 3TO

benok
eH- > 0enok -> (XMMuyeckaa peakumsa)-> rnpuU3Hak



MexaHn3mbl B3anmoaencTBus
reHoB

* ['eH — yyacTtok [JHK, koTOpLIN OTBEYaET 3a
CUHTE3 ogHou ucxogHowu mornekynel PHK

(eanHULUA TpaHCKpUNumumn)
[eH — npe-MPHK — MPHK — Genok

TPpaHCKpUnuuns CMNanCuHr TpaHCNAUUA

[TpnsHak — ato benok! (gansbTOHN3M,
remodpununa, PeHUNKETOHYPUS,
CEPNOBUAHOKNETOMHAA aHEMUA. .. )



benok (unn PHK) — anemeHTapHbIN

Npu3HaK opraHnama

OHK—— PHK oenok

CoxpaHeHue unm nameHeHne Habopa U cocCmosiHUsI

reHOB 3UroThl
TpaHcKpunuma — NepBUYHbIN TPAHCKPUNT
(npe-nPHK)

CnnancuHr n npoueccuHr — 3penasa MPHK
TpaHCNOPT B KNETKE U NOCTTPAHCKPUMNLMOHHAs
perynaumsa padotel MPHK

TpaHcnauma — obpasoBaHne NoNUNeENTUOHON
Lenu

O6beanHeHue nonunenTuAaHbIX Leneun B 6enok
C YEeTBEPTUYHOWU CTPYKTYPOU

TpaHCNOPT N NOCTTPAHCINALNOHHLbIE
moaudukaumm 6enka — akTMBHbIN 6enok

Somatic cell

DNA
transcription

Primary
transcript

Splicing and other
processing
mANA

Subcellular localization
and posliranscriptional
regulation

Polypeptide

Subunit complex
formation

Protein
|

Protein
modifications

Active protein



MexaHu3mMbl B3aMMOOENCTBUSA

[€HOB

 MexaHn3mMbl B3aMOOENCTBUS FEHOB:

1) [1Ba pepmeHTa KaTanmanpyoT peakumm ogHoro
MeTabosfIN4yecKoro nyTu

2) [1Ba benka y4acTBYIOT B OHOM CUTHalbHOM
nyTu

3) [Be nonunenTuaHbIX Lenu y4acTBytoT B
obpasoBaHuK bernka ¢ 4eTBEPTUYHOW
CTPYKTYpOu

4) INpoayKT OOHOro reHa — akTMBaTop UNnu
penpeccop apyrmx (MakpomyTtauymun!)

5), 6)...7



MexaHn3m HacnegoBaHUS OKpaCKU

« [1Ba dpepmMmeHTa KaTanmanpyroT peakumnn
OOHOro MetTabonmMyeckoro nNyTu

AAbb dab3B
beiikiii Beikii
-\-"ﬂl ,
i 1 ) 3
\-:‘M s '
AaBs

Fl

A-B-
Ly puy pHsie belibie




OOuH reH — ogHa xmMmuyeckas

peakuus
reHbl A B
doepMEHTHI A |§
— (L
HeakTnBHble epMeHTbI a b
f f
MyTaHTHbIE reHbl a b

A-B- - KpacHble, ocTarnbHble — benble

OAuH reH — ogHa peakuus (ctpenka)!



OaOuH redH — ogHa nonunenTugHas
Lenb

e A MHOrme 6enkm cocToT U3 HeECKONMbKUX
nonunenTUOHbIX Lenen!

[1Be nonunenTmnaHbIX LEenu y4acTBYIOT B
obpa3oBaHuKn bernka ¢ YHeTBEPTUYHOM
CTPYKTYpOWU

—> MpU3HaK




benkn ObiBalOT O4EeHb CIOXHbIE...

* 24 MoneKyrnbl BOCbMW pa3sHbiX Oenkos




HacTb MHTEpaKTOMa APOXKeEN

* Bce reHbl B3aMmoaencTeytoT




OOuH reH — ogHa xmMmuyeckas

peakuus
reHbl A B
doepMEHTHI A |§
— (L
HeakTnBHble epMeHTbI a b
f f
MyTaHTHbIE reHbl a b

A-B- - KpacHble, ocTarnbHble — benble

OAuH reH — ogHa peakuus (ctpenka)!



PelueHne 3apau:
«nonycoaepxatenbHbIn» noaxon

» KpacHbIn sipye bernoro, onpenensieT uBeT

@
o

DA

AaBb x AaBb - ?




PeweHne 3anav

* KpacHbIn apye 3eneHoro, onpeaender

LUBeT

AaBb x AaBb?




BO3MOXHbIN MexXaHN3M
DELIECCMBHOIO anncTasa

C B
9~ @



PelueHne 3apau:
«nonycoaepxatenbHbIn» noaxon

* KpacHbIn gpye 3eneHoro, onpeaender

LBET A/.‘
L
- @

AaBb x AaBb - ?




«l'lonycoagepxartenbHbIN» NOAX04

« QOOpaTtHble 3agauu:
[Tpuaymante metabonnyeckmn nyTb, Npu
KOTOPOM pacuiensrieHme B F2 oyaoet 13:3

e 12:3:1 n L.



«l'onycoaepxarenbHbIN» NOOX0A

O~ @—C



ObpaTHble 3aga4u

[1pn ckpewmsaHnm AaBs x AaBe nony4eHo pacLienneHue
no dpeHotuny 9:6:1. Npunaymamnte metadbonmyecknm nyTb C
«UBETHBLIMMY» NPOAYKTAMU, OOBSCHSAIOLWNIN Takoe
pacliennenune. (Ecnu He nony4unTca, npuaymanTte apyrom
MEXaHN3M B3anMOOENCTBUA rEHOB, KOTOPbIN Bbl ero
00BbACHAN).



PeweHune 3agaym N1
O— @
B
(O - @

o - @ @ @ o
Abb = ‘ +© :‘ 3)
aaB- = Q +‘ :‘ (3)
aabb = Q +© :Q (1)



3agada

« Kaknm byget pacuiennieHue npu
ckpewmBaHnm AaBbCc x AaBbCc?

=00~ @



3agada

« Kakmm OyaeT pacuiensieHue npu
ckpewmBaHnm AaBbCc x AaBbCc
(KpacHbIN sipye 3eneHoro n «3abuneBaeT»

ero)?

O Al _



DTN 3aa4n JNIErKO YCINOXHUTb

* TpurndbpuaHble ckpeLmBaHUS:

Kakum oyger
pacuienneHmne oT

CKpeLlnBaHuS
AaBbCc x AaBbCc? B ‘
/

-0 g

Cm. «[Toytnn 200 3apay!»



[lomeHdaeM npaBuna Urpbl

* [1poayKT ogHoro reHa (6enok) MoXeT ObITb
aKTMBaATOPOM UMK penpeccopomM ApYyroro

[eHa
« [lpumep — reH-perynaTop nakTo3HOro ornepoHa.

* [eH C C LA ‘
KoaupyeT _
bernok-penpeccop Q

.

reHa A
- O










[1Ba penpeccopa Toxe ObiBatoT...

A l B e :

—° ®
@

[eH A nogasngdeT reH B, reH B nogasnset reH C n aktusmpyert reH D.
PeueccuBHble annenn He akTUBHbI.

[Mpn akTBHOM reHe C okpacka KpacHas (KpacHbIN LBET Ap4ye 3ereHoro),
Npu OTCYTCTBUM aKTUBHOCTM C 1 akTMBHOCTU D OKpacka 3erneHas,

B OCTanbHbIX cny4vasix — benas. Kakum byget pacuienneHme no uBeTty
oT ckpewmBaHuns AaBbCcDd x AaBbCcDd?



PeweHune 3agaun 5

e @
KpacHble: A---C---- = 9/16 D S Q
aabbC--- =3/64

3eneHble;: aaB---D- = 9/64
OcTarnbHble - benble

‘ 39/64 Q 9/64 Q 16/64




[TpnbnmxxeHne K peanbHOCTH

* bone3Hn obmeHa BeLlecTB 1 Ap.
bnoxmmunyeckne HapyLueHus

* OKpacka LepCcTn KNBOTHbIX

* [eHeTuKa pa3BuUTUA (HanNnpPUMep,
onpeneneHue nona)



«bombencknn dpeHoTUN»

B bombee Obina obHapyxeHa rpynna
NI0AEN, Y KOTOPbIX pa3BuBancsad UMMYHHbIN
OTBET gaxke Npu nepenmBaHnn UM KpoBU
rpynnbl O.

e C yeM 3TO MO0 ObITb CBA3aHO?

* HapylleHne cnHTesa McxogHoro
onurocaxapuaa

http://slideplayer.com/slide/7898777/



http://upload.wikimedia.org/wikipedia/commons/c/ce/ABO_blood_group_diagram.svg
http://upload.wikimedia.org/wikipedia/commons/c/ce/ABO_blood_group_diagram.svg
http://slideplayer.com/slide/7898777/

Chromosome
9q34.1

Chromosome H
19.13.2 h

| Group A
Group B

Group AB

l Group O (H)

Bombay Phenotype

Chromosome 9q34.1 Chromosome 19.13.2
A BO H h

The H antigen gene at 19q13.2 has two alleles. The H
allele is dominant and codes for FUT1 which
synthesizes the H antigen. The h allele codes for an
inactive FUT1 and is recessive. Individuals who are hh
have the Bombay phenotype irrespective to the ABO

alleles they carry

© 2012 Dr Avinash Deo (avinashdeo@gmail.com)



1“1 Hh x I’I1® Hh

Consideration of blood types Consideration of H substance

I < 3 Kl - KN

3/4 form
H substance

m — = 1/4TypeA
1/4 do not form

g :|—-> 2/4 Type AB
H substance

& — 1/4Type B
Genotypes Phenotypes Genotypes Phenotypes

X

_—

Bombay Phenotype: hh masks the
expression of ABO (Epistasis)

Proband

AB A B

Copyright © 2006 Pearson Prentice Hall, Inc.



AnNKanToHYpua N EeHUNKETOHYPUS

» ledoekT depmeHTa homogentisate 1,2-

dioxygenase (EC 1.13.11.5)

; _ 3, 4-dihydroxyphenylalanine L

CO3 + HO =
Citric acid cycle

L Fumaric Acetoacetic
p-hydroxyphenylpyruvic acid i ok i

Fumarylacetoacetic acid

Hnmnentis.ic acid E . o
2,5-dihydroxyphenylacetic acid -



http://en.wikipedia.org/wiki/Homogentisate_1,2-dioxygenase
http://en.wikipedia.org/wiki/EC_number
http://www.expasy.org/cgi-bin/nicezyme.pl?1.13.11.5

AnKanToHypua

fig. 3: Comparison of Colour of Freshly Voided]
Jrine and Urine after 24 Hours 1
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http://upload.wikimedia.org/wikipedia/commons/3/3e/Autorecessive.svg
http://upload.wikimedia.org/wikipedia/commons/3/3e/Autorecessive.svg

Enzymes

Phenylalanine
hydroxylase

Iransaminase

Hydroxyphenylpyruvic

acid oxidase

Homogentisic
and oxidase

DeHUNKETOHYpPUSA

Protein

|
Phenylalanine ———======> Phenylpyruvic acid

" block divertsto || [Phenylketonuria
I (PKU)

Tyrosine 5 /femsmsmsls Melanin

block s>
‘ ¥ block —_ | Cretinism
Hydroxyphenylpyruvic _.
acid b

J Thyroxine

,l block _{ Tyrosinosis |

Homogentisic acid

H block ————~{Alkaptonuria

.v.

| Maleylacetoacstic acid
| |
‘_! Xv

CO; and H;O

[®enmnanaHvH|
CvHTe3 benka QeHnanaHvHoKcmgasa
DeHUNNMpoBYHOrpagHan meuunyulcycuan DeHUNIMOoNI0UHanA
= |
! v l
Mosr MNMeyeHb NMoykw
'HakonneHve) (Hakonnexue) (ebigenerve) [

MeHuNreKOHOBbIE Tena



O
G
O
'
O
T
=
S o
C T
D o
Mr
T

o T
Q. |-
O O
3 O
T

Q

M

=
©

I




Ho rmaBHbIX NMTMEHTOB BCEro Aea
— 3yMenaHuH 1 deomenaHuH

e DyMenaHuH — YepHbIN,
« deomenaHnH — XXenTo-pbiKnn



[TMrMeHTbl NPOn3BOAAT MENAHOLINTbI —
MOTOMKW KITETOK HEPBHOIO rpebHH
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LIBET KOXM 3aBUCUT HE OT KonmyecTsa, a oT
KayecTBa MeflaHOUUTOB
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LIBeT LwepcTn onpenenser
doepMeHT TUpO3nHa3a
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benble KOLWKK ¢ ronydbiMu rnasamm
— He anbbuHoch!!

Lacy (Photo Lori Eilar)




benble KOLWKK ¢ ronydbiMu rnasamm

« W — peuenTtop Ha NOBEPXHOCTU KNETOK
HepBHOro rpebHs, Nnpu JOMUHAHHOW
MyTaLUMN HApYLLEHO BbKUBAHUNE
onpeaeneHHbIX cyononynsaunim KNneTok



[ MaBHbIX TEHOB BCEIrO NATb

Wild type AlA.B/B.C/IC.D/D.S/IS

Black ala . B/B.C/IC.D/D. S S
Albino —/—.—/—. ¢clc .—I—. —/-
Himalayan ala .B/B.c"/c" . DID . ’S S
Piebald ala .B/B.C/IC.DID .s/s
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[ @Hbl, BNUAKOLLNE HA OKPaCKy

BopknByTt? 'eH w

ByoyTt BbipabaTtbiBaTb MUIMEHT?
[eH C

[eH A

Byoyt I?blpa6aTb,13)aTb\ ByaoyT nepenaBsatb Becb
XENTbIN NUIMEeHT MUEMEHT B BONOC?

[eH D

—_— /
/

[dononayTt BoBpemMaA? [eH s

wwC-aaSsD-




OngaTtb anucTas...

* Y nogen ectb AOMUHAHTHbLIW annensb,
BbI3bIiBaOLLWUNA BUTUITUTO —
HENUrMeHTUPOBAHHbIE NATHA Ha Tene. [pyrou,
PELECCUBHbLIW, anmerb Bbl3bIBAET anbOMHN3M; Y
anbbMHOCOB BUTUINUIO HUKAK HE NposiBNAeTcH. Y
MY>X4YUHBI C BUTUIUIO MaTb — anbbunHOC, oTeL, —
HOpManbHbIN. Y €ro XXeHbl KoXa HopManbHas, a
ee oTeLl — anbbunHoc. KakoBa BEPOSATHOCTb, YTO
nx pedbeHok dyaet MMeTb HOPMarsibHYO KOXY?



becnonble KOLKN

« 3a anbbuHM3M oTBeYvatloT myTtauum W
(OOMUHAHTHAaA) U ¢ (peueccuBHas).
CkpelimBatoT Kowek ¢ reHotunamm WwCec.
Kakum Oyget paclyenneHne rno okpacke B
NOTOMCTBE OT TakMX CKpeLnBaHnn?
(HopmarnbHas okpacka Kollek — cepagq,
Mnu aryTn).



CHOBA KOLLKMW. ..

« 3a anbbunHn3m oteevatoT myTtauun W
(OOMUHAHTHAaA) U ¢ (peueccuBHas).
CKpelinBatoT KOLLKY C reHOTUMNOM
WwCcXOPX° 1 koTa ¢ reHOTUNoOM
WwCcXOY. Kakum byaet pacuiensieHne no
OKpacke B MOTOMCTBE OT TaKuxX
ckpelwimBaHnn? (HopmanbHaga okpacka
KOLLUEK — cepas, unu arytm).



[1NnnHHaa 3agadva nNpo Kpbic

Y KpbIC OKpacKka onpeaensaerca reHamu A n B
crieayrowmm obpasom

A-B- - cepaa A-BB-Xentaa aaB- - yepHaga
aaBB- KpemMoBas

[1na nposiBNeHns 3aTUX reHoB HeODX0aMMO
npucytcTeme annens C, ocobu cc -
anbbuHockl. Bce aTu reHbl HacneQytoTcs
He3aBUCUMO. [10TOMCTBO OT CKpeLlBaHUS
YeTblpeX pa3HbIX NIMHUU KpbIC-anbONHOCOB C
rOMO3NIOTHOMN CEPON NMMHUEN DbINO CEPLIM.



(NpogosmKeHune)

B F2 Habnioganuch crnegyrowmne paclienneHus
JInHng
Cep Xent YepH Kpem Anbb

1 3/4 - - - 1/4
2 9/16 3/16 - - 4/16
3 9/16 - 3/16 - 4/16

4 27/64 9/64 9/64 3/64 1/4

OnpenenuTe reHoTUNbl POAUTENBCKNX NTUHUN
anbOMHOCOB



dopmanbHasa 3agada (ans

pa3Hoobpa3suns)

Y aHaHacoB eCTb TpW TUNa JINCTbLEB — C LUMNaMWU
(L), c wunamm Tonbko Ha BepxyLuke (LLUB) n 6e3s
lwunnos (bLU). CkpelwumBaHne YNCTbIX NMMHNN
Oano cnegyrouime pesynberarbl

Pooutenu -1 F2

LB x U LLIB 3WB : 1 W

BLU x LLIB bLU 3bLl : 1LLUB
LELI x U bLU 12611 : 3LLUB : 1

ObbAcHUTE 3TU pe3ynbTaThl U onpeaennuTe
reHOTUNbI POAUTENBCKUX NTUHUN.



Ewe oaHa

* [lpn HeEKOTOPOM CKpeLunBaHUK
paclwienneHnne B F2 deHoTtuny 6bIno
9:3:4. Kaknum byaet pacuiensneHue, ecnu
ocobb 3 F1 ckpecTuTb ¢ ABONHOWU
peLeccuBHOU rOMO3NTOTON?



Fluffy

a/a B/~ C/~ D/~ P/~ s/s
Fluffy is a petstore purchase.

Heather

ala B/~ C/~ D/~ pl/p s/s
Heather is a petsmart purchase.

Heidi

Ala B/~ C/~ D/~ p/p sls
Heidi is the daughter of Horsey and Dawn.

Iris

a/a b/b c¢/ce D/~ P/~ s/s W/w

Iric 1c » notermart ntirecehaceno


http://www.geocities.com/mousedomousery/mice/destiny.html
http://www.geocities.com/mousedomousery/mice/destiny.html
http://www.geocities.com/mousedomousery/mice/fluffy.html
http://www.geocities.com/mousedomousery/mice/fluffy.html
http://www.geocities.com/mousedomousery/mice/heather.html
http://www.geocities.com/mousedomousery/mice/heather.html
http://www.geocities.com/mousedomousery/mice/heidi.html
http://www.geocities.com/mousedomousery/mice/heidi.html
http://www.geocities.com/mousedomousery/mice/iris.html
http://www.geocities.com/mousedomousery/mice/iris.html

[eH aryTu BnmseT Ha
pacnpeneneHne aymenaHuHa




INTERACTION OF MSH AND AGOUTI SIGNALING PROTEIN (ASP)
WITH THE MELANOCORTIN-1 RECEPTOR (MC1-R}

ce-MEH

dysfunctional
MC1-R

ASP

Skin
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Y 3TOro Marnbe4mKka MyTaHTHbIV
peuentop MS1-R




[ eHeTuKa pa3BuUTUA

* Y Opo3odunbl ecTb ABe HE3ABUCUMO
Hacrneayewmble mytaumn. OgHa 13 HU3
Bbl3bIBAET CKPYYMBaAHME KPbINbEB, a
apyraga — nx HegopassuTtue (Takoe
CUNbHOE, YTO CKPYYMBATLCSH YXKE HEYEMY).
CKpelmBaroTcs ABE YNCTbIE NIMHUN,
KaXkgasl U3 KOTOPbIX HECET OAHY U3 3TU
MyTaumn. Kaknm bygeT paciienneHme no
doeHotuny B F1 n F2?



[ eHeTUKa Pa3BNTUA MNMPbI'YHYNKOB

1. Y npbIryHYMKOB €CTb ABE HE3aBMCUMO
Hacrneagyemble pelecCuBHbie MyTauUnun —
oOHa 13 HUX (a) oTBEYaEeT 3a XJ1onaHbe
ylwiamm, a BTopas (B) — 3a UX peaykuuto
(TaKyK0 CUIbHYHO, YTO XNnonaTb YXe
HeyeM). Y HopMarbHbIX MPbIFYYHYNKOB
yLn ocnuHele. Kakmm oyger
paclienneHne no eHoTuny ot
ckpewmBaHna AaBe x AaBB?



[eHeTnKa pasBuUTnA 6pPaKko3ABpPOB

B Hopme y ODpako3siBpoB 3aKkragblBatoTCcAa OASNIMHHbIE
nanbLUbl BMECTE C MeXnasibLueBbiMU TKaHAMWU. 3aTEM
BKJTHOYAETCS nNporpamMmma rmbenm mexnanbLeBblX
KIETOK - Nanblbl OTAENATCA Apyr oT apyra. Mytauus
p+ HapyLuaeT nporpammy rudbenu KneTok (npu aTom y
B3pOcCioro bpakossiBpa nasblbl COEQNHEHDI
nepenoHkamu). lNpn mytauum v+ nanbLbl
penyumpyroTca rnosIHOCTbO. HopmarnbHbie annenu - p-
n v-. Kakum dyoet peHoTunmn4eckoe paclienieHme B
F2 oT ckpelumBaHusa p+p+v+v+ X p-p-v-v-, ecnu
OOMWHAHTHbLIMU ABNAKOTCS a) p+ n v+ ? 6) p+nv-?



OnpepneneHve nona nogen



OnpepneneHne nosna 4yepBent

Y kpyrnoro 4epBsi Caenorhabditis elegans camkn (repmadopoanTbl)
N caMubl MMEIOT pas3HOE YNCIIO MOSTOBLIX XPOMOCOM — Y CaMOK X
age (XX), a 'y camuoB — ogHa (X0). OT yncna rnosoBbIX XPOMOCOM
3aBUCUT B HOPME aKTMBHOCTb B3anMoaencTeyoLwwmnx reHos B, C, D.
Honb-myTauma (nonHaa notepsi pyHkummn) reHa D nnu
ogHoBpeMeHHO aAByx reHoB B 1 D, C u D BbI3bIBaeT NpeBpalleHne
ocoben ¢ Habopom xpomocom XX B camuoB. [ntoc-myTauus
(NoCTOsIHHAA aKTUBHOCTL) reHa D Bbi3biBaeT obpaTHOE
npeBpaLlleHne — ocobm X0 ctaHOBATCA camkamun. Honb-myTauus
reHa C Toxe npespauwiaet ocobeinn X0 B caMOK.

Ecnun coveTtaetca Honb-myTaums B unm C n nntoc-myTtauus D,
BCerga pa3BnBaeTCcs camell.

A) Kak BsanmogenctsytoT npoayktel reHos B, C n D — nogasnatoT
NN akTUBUPYIOT Apyr apyra? B kakom nopsake?

b) NognuwmnTe HasBaHUSA 3TUX MPOLAYKTOB HA PUCYHKE.

B) K kaknm nocnegcrtemam npmsenet nntoc-mytauud reHa C y
ocoben c Habopom xpomocom XX n X0?



Ycnosue 3agayvun 4 (NpoaosrmkeHue)

XX caMKu X0 camupbl




PeweHue 3anaun 4

XX caMKu X0 camubl

B

B nogaenset C, C nogasnsieT D, D HanpaBndaeT pa3BuTue no
«KEHCKOMY» NyTU



PeweHne 3agayn 4
(NnpooonkeHne)

[Tntoc-myTaumns reHa C BbI3OBET
npeBpalleHne ocoben ¢ Habopom XX
B caML0B, a y ocoben ¢ Habopom X0
Ha Non He NOBMUSIET



