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JIEKUMST Ne 4
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2eHemu4eckou uHgopmayuu. B3zaumodelucmeue
2eHoea.
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JIEKUMST Ne 4
Tema: OpeaHuU3MeHHbIU YPOB8EHb Op2aHuU3ayuu
2eHemu4eckou uHgpopmayuu. B3aumodelucmeue 2eHos.

BOIIPOCBbI:

1. [Ipedmem, 3a0a4yu U OCHOBHbIE NMOHSIMUSI 2eHeMmuKu.

2. MoHozeHHOe yHacnedosaHue. MeHdenupyrowue npuU3HakKu.
MoHoz2eHHbIe 60s1e3HU.

3. B3aumodeucmeue asnnesibHbiIx 2eHos8. [leHempaHmMHocmb U
aKcrnpeccusHocmb 2eHo8. SleneHue nneuomponuu.

4. MHo)xecmeeHHbIU annenu3sMm. eHemuka 2pynn Kpoeu 4esioeeka,
3Ha4YeHue 0J1s1 MeOUUUHBI.

5. B3aumoodelicmeue HeasinesnbHbIX 2€eHOoa8. lMonu2eHHoe
Hacsie0o8aHuUe KoJlu4eCmeeHHbIX NMPU3HaKos.



1. [lpedmem, 3a0a4yu U OCHOBHbIE MOHSIMUSI 2eHemukKu.

[eHemuka - Hayka O HacsiedcmeeHHocmu U
u3MeH4yueocmu op2aHU3Mos.
AHmMporno2eHemuka usyyaem sieJ1IeHusl

HacsiedcmeeHHOCMU U U3MeH4Yusocmu y HeJi08€eKa.

3adayu ceHemuku

2. [lo3HaHue 3aKkOHOMepHOcmel HacsieGcmeeHHocCmuU u
U3MeH4yueocmu:

a) 8bISICHEeHUe CMpPYyKmMypbl 2eHOMa;
6) usyyeHue MexaHU3MO8 aKmueauuu 2eH08;

8) u3y4yeHuUe MexaHU3MO8 rnepedayu u peanusayuu
HacneocmeeHHOU uUuHcboobmMauuu



2. M3bickaHUe nymeu npakmu4ecKo20 UCIoJ1b308aHUSs
amux 3aKOHOMepHocmeu:

a) 8 cesieKyuUUu pacmeHuU U XUBOMHbIX;
6) 8 MeOuyUHCKOU 2eHemuke;
8) e nonyssAyUOHHOU 2eHemukKe;

2) 8 MOJIeKYISIPHOU 2eHemuKe (2eHemu4eCcKoU UH)XeHepuu).



OCHOBHbIe NOHSIMUS 2eHemuKu

HacnedcmeeHHocmb - amo  ceolicmeo
op2aHuU3Moe repedasamb IO Hacsieocmey
npusHaku u ocobeHHoOcmu pa3eumusi ceoemMmy
nomomMcmeay.

N3mMeH4YUBOCMbL - 3MO c80lUCME0 Op2aHU3MO8
U3MeHsImb HacsieOCmeeHHble hakmopbl U UX
rnposiesieHue 8 rnpouyecce passumusi op2aHuU3Mos.
B pe3ynbmame u3MeH4Yus8oCMU rpoOsi8sISIIOMCS
pasnu4yusi mexody ocobsimu e npedesiax OOHO20
euda.




[eH - eduHuya HacreocmeeHHocmu

daHHO20 ripu3Haka. 'eH npedcmasesisiem coboli
ompe3ok ™Mosniekyn [HK, komopass Hecem
UHghopMayuro o nepeuvyHou cmpykmype b6erika,
a makxe o HYKJ1eOMUOHbIX
nocsniedoeamesnibHocmsix mPHK u pPHK.

'eHomun - COBOKYNMHOCMb ecex
HacsiedcmeeHHbIX ¢akmopoe opaaHu3ma. B
6osiee y3KOM cMbIcsie, 2eHomun - 3amo Habop
2eHoe OuniioudHo20 Habopa  XpPOMOCOM.
FeHomun siesisiemcsi HacsiedcmeeHHoU
rnpoz2pamMmMoll pazsumusi op2aHuU3ma.




deHomunmn - coeOKynHoOCmMb 6HYMPEHHUX
u 8HEWHUX  MPU3HaKoe op2aHu3ma.
dopmupyemcsi nod esiusiHUeM 2eHomuna u
ycsioeull HeuwHeU cpeosbl.

[ eHOM - cOBOKYynHOCMb 8Cex 2eHO08 8
rnosioebix, KjiemkKax, m.e. 8 2arJ/IOUCHOM
Habope xpoMocoMm.

['eHOhOHO - cOBOKYNHOCMbL 8CeX 2eHO8 Y
ocobell KOHKpemHoU nonynasayuu usau euoa.




AllbmepHamueHble T[pPuU3HaKu - 3mo Trpu3HaKu,
rnpPomMueornosiIoXHbIe rno ceoemy 3Ha4YeHUr
(HanpumMmep, 3esiIeHbIU 20POX - XesimbIiu 20pPOX,
2o0s1y6ble e2na3a - kapue a2n1a3a u m.o.).

ArlinesibHble 2€Hbl - 3MO 2€eHbl, PacrioJyIOKeHHbIe 8
OOUHaKoebIX Mecmax (JIoKycax) 20MOJI02UYHbIX
XpOMOCOM U  oOmeeyarwuwue 3a  pasleumue
aJlbmepHamueHbIX NMPU3HaKose.



MHoxecmeeHHbI€e asifiesiu - 3amo cyuecmeosaHue
6os1ee, yem d8yx asisiesiel 0OHO20 2eHa (mpu, Yyembipe U
m.o0.). MHoxecmeeHHble assiesiu MnosiesIIloMmcsi @
pe3ysibmame Mymauuu e npedesiax 0OHO20 U mMoO20 e
2eHa.

[omMo3umbI - 3mo op2aHU3Mbl, Y KOMopbIx 8 oboux
20MOJI02UYHbLIX XPOMOCOMax Haxo0simcsi OOUHaKoeble
annesnibHble 2eHbl (AA, aa). OHU NPodyuupyrom mosibKO
o0uH mun 2amem( A unu a).

femepo3uz2ombl - 3MO Op2aHU3MbI, ¥ KOMOPLIX 8
20MOJIO2UYHbLIX XPOMOCOMax Haxoo0simcsi pa3Hble
annesnbHble 2eHbl (Aa). OHu npodyyupyrom dea murna
2amem (A u a).



OCHOBHbIe TepMUHbI TEHETUKHU

 [EH - egnHnua HacnegCcTBEHHOCTN AaHHOIo Npu3Haka,

- HecyLUMn NHpopmMaLno O NepBUYHON
CTPYKTYpE K&-'l’k'éeTHoro Derika (KoTopbiv o0ycraBnmBaeT NPOABIIEHNE
KOHKPETHOro npu3Haka B opraHmame) nnum PHK '

1 reH — ok. 3000 nap

'EH —> BEJIOK > TPU3HAK | HYKn.
feHoMm = 3x10° nap.

- eJMHnLa TpaHCKpUnuuMmn y npokapuot HYKI.
 [IPU3HAK — eguHnua duoxmmmyeckon, Mopdosiorm4eckon,
don3nonorn4eckon ANCKPETHOCTN.
» TEHETUYECKWN KO/ — cTporas nocrnenoBaTenbHOCTb TPUMNIIETOB
«CroBapb KOOOHOB» Hykneotnaos B Monekyne HK

Y

onpepgenser | MOCNEAOBATENLHOCTL BKITHOYEHNA AK
B CUHTE3e nonunenTugaHom Lenu.

Peanusauna reHeTu4eckoro (@HCKWHLD MaTPUYHbI

Kopja L ©
(3KCnpeccus reHoB) EchnﬂuD
P npoueccsl




Pa3BuTtne npeacraBneHnn o
MaTtepuanbHOU npupoae reHa

[bezaop
1865 Merders [eHbl — rge-To B KIieTKe
Konew XIX [eHbl — B aape
— Hau. XX Ap
Tomac
1927 Mopaat [eH — y4aCTOK XpOMOCOMbI
O. 3eepu

[€H — y4acTOK MOoNneKynbl

1950-e | Ox. YomcoH MHK

®. Kpuk




UcTopuna OoTKpbITUA reHeTU4YeCcKoro

KOodad
[eoprun AHTOHOBUM [[amoB

(1904-1968)

DU3nK-TeopeTuk

1954

CdopmynumpoBan

npobnemy Koga v
NpeanonoXun ero
TPUMNNETHOCTb.




AJIJIEJIA — aneTgpHaTUBHbIE (POPMbI 04
HO paBHble ero 3Ha4yeHus. A i a.
JIOKYC — mecTofionoxeHune annens B X{

HOro reHa. OnpenenstoT|oanH NMPU3Hak,

omMocome. AnnenbHbig reHbl nexart
B OOHWX U TEX Xe JIOKycaX roMONOrMyHbIX XpPOMOCOM.

[

OOMUHAHTHBIN A

ATNENY |
[ PELIECCVBHBIV  a

]

PyHKUMOHaNbHada akTUBHOCTbL annens
HE 3aBucuT o1 Hanunuua gpyroro
annens OaHHoro reHa

OnpenendaeTr peHoTUN Kak B
romo3urotHom (AA), Tak n B
reTepo3nrotHom (Aa) CoCTosiHUM

bOvHrLIMoOEANEHAG AKTURHOCTE ANNenga
‘r]lll\H'lvl TOAI TRAT TCATT GCAITVT PITART IN VT W WAd IJ I 170

NPOSIBNSAETCA TONbKO B OTCYTCTBUE
ApP-
(AoMnHaHTHOrO) annens gaHHOro

[WaYNEs]

OnpepensieT eHOoTUN TOSTIbKO B
FOMO3UITOTHOM (@a) COCTOAHUN




NOMWHaHTHbIE

Mbic Ha
JINHUM pocTa
BOJ1OC

‘/-;

-

AMKn Ha -‘;, E -

wekax 4 . —+— BecHyuwkn
CBoboaHas i fMka Ha
nopgbopoake

MOYKa yxa

Bono-
CcaToCTb

Be3Bo-
NOCOCTb

PeueccuBHble
,~‘ PoBHas
g

, NIMHKUA pocTa
BOJIOC

Het
Mpupocuwasn
BECHyLUeK MOYKa yxa
OTtcyTtcTBMe Kpyrbiii
AMOK

noabopoaok



IOMWHaAHTHLIE

PeueccuBHbIe

TEMHbIE CBETIblE
LiBeT BONnocC
Hepbhkue pbbkue
CTpyKTypa BONoc BblOLLIMECH npsiMble
BonocatocTb Tena cuIbHas cnabas
LIBET KOXM YyepHas benas
cepble nnu
LiBeT rnas Kapue
ronybble
Cpok obnbiceHUs paHHee nosgHee
AMNKaHTyC
(MOHTIONbCKNN Hanu4une OTCYTCTBMUE

pas3pes rnas)




[OMUHAHTHbLIE

PeueccuBHbIe

BrIM30PYKOCTb HOpMarbHoe
OcTpoTa 3peHus
0anbHO30PKOCTb HOpMarnbHOEe
Yuwin nonoyxue npuxaTtble
Mouka yxa cBobogHas npupocLuas
[yObl TONCTblE TOHKME
BennyunHa rnas bornblune MareHbKue
PecHuubl OJINHHbIE KOPOTKNE
PocT HU3KNU BbICOKUH
[1aBneHne rMNepToOHUS HOpManbHOEe
Cnyx HOpMarsibHbIN BPOXACHARA

rmvxoTa




AN o [ Jdunnouva } Aa

[ FOMO3UIOTA ]| FETEPO3UIOTA

CooepXuT 2 nAeHTUYHbIX annens CogepXxnT 2 pasHbIxX annens

AOaHHOIO reHa B roMOJ10ITM4YHbIX OAaHHOIo redHa B roMOJ10IN'M4YHbIX
f%émweeﬁewﬂﬂe%aee%mHos Opm%%)gn_ax

PEHOTMHIT — coBOKYNHOCTbL BCEX MPU3HAKOB OpraHM3ama,
pasBuBalOLLMXCH

Ha OCHOBEe reHoOTUMNa B NpoLiecce OHTOreHe3a B pesyribrare
B3aMOOENCTBUA

opraHM3amMa C BHeLlUHeln cp OHTOreHes

BHELLUHASA cpeaa

IKCIIPECCUBHOCTD — cteneHb BblpaXXeHHOCTU NpU3HaKa npu peanusauum
reHoTuna B pasfinyHbIX YCNOBUAX Ccpeabl.
HOPMA PEAKLIUN — npenensl (rpaHuLbl) U3BMeHEHUS deHOoTMNa NPpU KOHKPET-
HOM reHoTune B 3aBUCMMOCTIN OT YCINOBUN Cpeabl.



-

CNOCOOHOCTb (CBOMCTBO) OpPraHM3MoB

HacneacTBeHHOCThL MMOBTOPSTH B PSAY MOKONEHWIA

sigepHas

!

NHK xpomocom

CXOOHble
_ MPU3HAaKW.
a4 I
LuTOonna3maTrmyecka
A
\ )

OHK mmntoxoHapun wm nnactug

AanuekneTky — aHomanum mutox. HK nepepatotca

No MaTEPUHCKOWN NUHUN

* HacCIJl. anOCbl/lﬂ 3PUTESIbHbLIX HEPBOB (toukosas myraums)

* cuHgpom [Mupca (aHemma, nopax. BHYTP. OpraHos,
paHHAAa rmbenb)

* npu 6. lNapkKnHcoHa — MyTauun (geneuns ) MUTOX. JHK B

KrneTkax 6asanbHbIX rAHINEB U AP. (cpalueHne HIDKH.




HacnepoBaHue

)

4 N
He3aBMCUMOE

cnocob nepenayn HacneacTBEHHOM MHPopMaL MK
(reHOTUNA) N Ha ee OCHOBE MPU3HAKOB N CBOWUCTB.

AP A AT-OC- - O 1O M ALA

UTIYCTLCI AT ITUA TTHAalviv, FTOKanmM3oBaHHbivitiitHa

pasHbIX Napax roMosIoOrMYHbIX XPOMOCOM U Npu
Meno3e He3aBMCMMO 4p. OT Ap.

MeHOeneBCcKoe
k )

4 N
cuenneHHoe =

MOpraHoOBCKOe

P: AaBB
G: AB, aB, AB, aB

pacxoasaLLuMncs

lﬁ

N

BfameTbt:
—(B—
N rameT = 2, N — 4YnCro retTepo3nroTHbIX reHOoB

onpegensaeTcs reHamMmu, rIokann3oBaHHbIMU Ha
OAHOW Nnape roMonorMYHbIX XpOMOCOM U Mpu
Meno3e rnonagarT B raMeTy BMeCTeE.

U )

a N
cuenrieHHoe C

NoJyioM

N

A @
B—-@ P: AaBs
@ @ G: AB, aB

oripeaendeTcd reHamin, JfiokaJimnaoBaHHbIMU Ha
NOJ1I0BbIX XPOMOCOMaXx




[JU,LI,VI I1CJIDURNVIA
CkpewmBaHune dopm,

[ MOHOrMépuagHoe

no 1 nape anneneu
(no 1 ansTepHaTnBHOMY
MNPU3HaKY)

qQTJINYalOLLNXCA

auruopugHoe

MO 2 Napam anmenen

(Mo 2 anbTepHaTUBHbLIM

npu3HaKam)

| 3. MeHgena = 3. eauHoobpasus
rmébpunaoB | nokoneHus

| 3. MeHgena = 3. eauHoobpasus

rmébpunaoB | nokoneHus

NMPU3HAaKOB Y
rmopugos

-3 Viergens =3 pactieneHns

[1lpaBuio YNCTOTLI FAaMeT

[T 3. MeHaena = 3. HE3aBUCUMOTO
HacrnegoBaHUA NPU3HAKOB =
HEe3aBUCUMOIo

KOMOMHUPOBAHUS

AHanunaunpytoulee

CKpellvBaHune
anga onpegeneHnd YACTOoThbl

OOMWHAHTHOW poanTENbLCKON
ocobu

. A a

- Aa, Aa aa, aa

A a
P: QQX &a)
G: AA a a

F: Aa, Aa, Aa, Aa




3adKOH NieHAgenA = pacuiernineHus

eAnHoobpasus npusHakoB y ruépuaos I
P: AA x aa P=F1: Aa x Aa Mpw
Xentas 3eneHas xenTtas Xentas Henon
OKpaCKa oKpacka OKpacka  OKpacka HOM
T WE@ @@ | e
@ () /
. Aa (xenTas okpacka) 2: AA, Aa, Aa, aa
by
[9) St reHOTMT] n )KG.HTaﬂ OKpaCKa
acka doeHoTUNA
Llumonoau4yeckasi ocHoe8a: NONHO .2
[Mpn cnuaHun eanHOro Tuna M PaclwenneHue

raMeT OT FOMO3UITOTHOW MaTepu OOMWH reHotuna 1:2:1

N eOuHOro Tuna ramet ot “poBaH n oeHotuna 3:1
nn

FOMO3UrOTHOro OTL.Aa BO3MOXHb Llumonozuyeckas ocHoea:

TOTIBKO TETEPOIUTOTHBIC [Mpn obpasoBaHUM raMeT MENO3OM

rmopuabl

HabnogaeTcs pacxoxageHne
AOOMUHAHTHbIX N PELIECCUBHBIX annenemn c
nocnegywmm nx CriIMsHUEM B 3UTOThbl
No 3aKOHaM BEpPOATHOCTM.



I'Ipaeuno qucmombl caMem = OUNCKPETHOCTN anneneun

Annenu y rudopuaos | NoKoneHns ocTaroTCcs TakKUMU Xe, KaK y poanTenen,
OHW HE N3MEHSIOTCS NOCNe COBMECTHOro npeodbiBaHMNA B rMOpnaHOM

P: AA X
G: @ @
F1: Aa

P=F1: Aa X

G: W@ @@

F2: AA, Aa, Aa, aa

opraHusme

Y reTepo3unroT NposBnsAeTc AOMUHAHTHbIN
NPU3HaK, ogHaKo peLeCcCUBHbIN annersnb
He ncyesaeT U He U3MEHSIeTCS.

Llumosno2u4yeckasi ocHoea:

[1Ipn menose B rameTy nonagaeT TOSMbKO @—
1 XpoMmocoma 13 roMmonIorM4Hon napeil, @
cogepallas Tonbko 1 annenbHbIU rex



lll 3. MeHOess1 = 3. He3aBUCUMOrO HacneaoBaHUA NPU3HAKOB =
3. He3aBUCUMOIro KOMOMHNPOBaAHUA FreHOB

P. AABB x aaee @ @
KeJlTble 3eJ1eHble
(A ( Bﬁ Ha Pa3HbIX
rmagkue MOPLWMNHUCTbIE 2 A
G: @ & @ B
(A
(@ B
F1: AaBe xentble rnagkue
[amerbl OEHOTUNbI W rEHOTUNGI
P=F1: AaBe x AaBs w \
J aB ab
G \
@O OO !
AB AaBB AaBb
<:> @ <:> @ )Kenmw rnammm x(enrbm rnanmm WENTbIA naKui WENTHIA FMaKARA
Ab AaBb Aabb
F1-9A B XenTble rnagj. XEnTbii rnanxum XENTbIA Mopmnnncmm WENTbIA kA )Kembm MOPLHHCTbIA
3A_@e KenTble MopLL. ( B \ AaBB AaBb X 2088 aabh
— WENTbIA kWA KENTuiit K 3eNEHbI K 3ENEHbIA MK
3aaB_ 3eneHble mMag. - = i o
1 ab AaBb Aabb aaBb aabh
aaee 3€rieHble XENTLIA Tnagkwit WENToIA MOPLUMHACTBIA | 3eNeHbIA rmagKui 3eneHbM MopluV\HV\CTbM
MOPLL,.

<>
ﬁ) ®

!

@ @



Llumonozu4yeckasi ocHoea lll 3akoHa MeHdesisi:
XpOMOCOMbI, @ C HUMU U annenun, riokann3oBaHHbIE B pa3HbIX Napax

FOMOJSIOMMYHbIX XPOMOCOM (T.€. B HErOMOJSIOMMYHbIX XpP.), NPy Menose
KOMOWHUPYIOTCA CryYanHo

(r
¥ |
['ameTsl () }D @/LS

p ><




MOpaaHOBCKOG = cueryieHHoe P: DDff Hh

PUISHEROE, Df
onpenenstoTca reHamu, rnokannm3oBaHHbIMY G: @—@—@ H
Ha 1 nape roMosorMYHbIX XPOMOCOM. @_@_@ Dfh

» CuenneHHble redbl NonaaatoT B raMeTy BMeCTe. |

* [eHbl 1 XpoMOCOMbI OOpa3yroT rpynny cuensieHus

* Yucno rpynn cuenneHnst paBHO rannongHoMy Habopy XpoMOCOM.

« Cnna cuennexHusa HaxoamTcsi B obpaTHOW 3aBUCUMOCTU OT PacCTOAHUS
Mexay reHamm

« HapywaeT cuenneHue KpOoCCUHroBep — 0OMeH MeXxay roMmonormyHbIMm

yu.
HECECTPMHCKUX XpomaTug — obpasytoTcsd peKOMOUHAHTHbIE
—KPOCCUHIOBEPHbIE “Yncno KpoccuUHroBepHbiX doopM X
rEHb 100

%
o s /0
* Yactota pekombnHaun = Ob6uiee 4Ynucrno NoToOMKOB

e EagnHnya pekombuHauun = 1 mopraHnga — 1% KpoccuHroBepa



HacrnedoeaHue npu3Hakos, cuenseHHbIX C MOJIOM.

« HacnegnoBaHue Npu3HaKoB, KOTOpble ONpeaensoTCsa reHamu, XX — M
roKasnim3oBaHHbLIMW Ha NOSOBbLIX XPOMOCQMaX.
) P CKIi.: - nTWLIbI, 6aboykm, LAY = XK.
e XX — romo(MOHO)rameTHbIN Nos (KeH.) ObIGb
* XY —reteporameTHbIn Nosn (Myx.) - NPSIMOKPbINbIE, KYKM,
* Y yenoBeka MnosioBble XpOMOCOMbI — 23-srayapa XX — X.

« X 1Y XpoMOCOMbI pasnuyHbl: No dpopme - X- metaueHTpuyeckaa | XO =M.
- Y- aKkpoueHTpun4yeckas

no pasmepy — X > Y
NO KONMYecTBy reHoB - X > Y

Y4yacTtok X-XpOMOCOMbI, HE UMEKLLMIA roMmoriora y Y- xp.

\_aé/ \A\ FoMonorMuHbie | | TeéHbl 4aHHOro yyacTka
‘ YYaCTK npeactaBneHbl y XY TONbKO

X Yy 1 annernem- reMmanroTHOE COCTOSIHUE.

h Y XY npusHaku, onpegensiemblie
A reHamm 3Toro y4yacTka, NposiBfarTCH
Jaxe B peLeccUBHOM COCTOSIHUN




3aboneBaHus '-IeHOBeKa Hacne.qyeMble CLl,eﬂﬂeHHO c X-XpoMocomMou

e [1anbTOHU3M
[[emodounma

PaHHee obnbiceHune

CTOonKMN paxuT

Boresme X Y- 300po8blii MyX4uHa
obycrnoeneHa h
" | peueccuBHbl | | X Y - 6051bHOU MYyXYUHa
M H H
- X X - 300poeasi XeHWUHa
—annenemM—
h _h
X X =—6osibHas XeHWUHa
H h
X X - 30opoeast )XeHU,uHa-
——————————HOocumensHuya——
BOITE3Hb ¥ H Y_6 5
0ByCrioBneHa , — 60/1bHOU MY)X4YUHa
AOMUHAHTHbI X Y -300poesbili MyX4uHa
M H H
L annepem— 1 | X X — 6osibHasi XeHWUHa

h

X' X h "~ 300poeast KeHWUHa

H

X X h— 60/51bHas XeHWuUHa




PDIRAVINIUARLEVILIT 3a nNpu3HaKk oTBeYatoT
annenuv 1 napbl = 1 BMH ariJiesim pa3HbiX nap =
reHa: TEHOB pa3Hble reHbl.
[ AnnenbHble = HeannenbHble =
MOHOreHOMHbI€ NONMMUreHOMHbIE
) (1. KomnnemeHTapHoe
1. doMnHmnpoBaHmne .
) | B3auMogeincTeue
[2- [ papyanbHoe b 2. 3nucTa3 }
Oencreue y N
3. CBEepXAOMUHMPO- | (3. Nonumepus
BaHMe ) L
4. MHOXXeCTBEHHbIN
TR, ) 3aBUCYIMOCTb HECKOTNbKMNX NPU3HAKOB

oT
OIHOIO reHa.

~

[5. KogommnHmnpoBsaHue v
) [TnenoTponua =

. MHOXXECTBEHHOE OeNCTBUe
6. JleTanbHble
reHbl




« AxoHgponnasuga —

OOMUHAHTHasA MyTauus C peLecCcuBHbIM neTanbHbIM 3ddeKkTom

y Yenoseka. BbiaBaHa HegopasBUTNEM XPSLLEBOU U KOCTHOWN TKaHEN.



axoHaponnasunm
€CTb Y MHOTUX
BUOOB

MaH4KUH http://forum.academ.org/



[MnenoTponusa — 3To AeCcTBUE OOHOIo reHa Ha

HEeCKOJ1bKO CbeHOTVII'IVI‘-IECKVIX NMPU3HAKOB.

MpoAayKT chakTUYeCKU KaXxgoro reHa y4acTByeT Kak NpaBuno B
HEeCKOJNIbKUX, a UHOTAA U B O4eHb MHOIMX npoueccax, oopasyrowmx
MeTabonnyeckyr ceTb OpraHM3Ma.

* [eH pbbKNX BONoc obycnosnuBaeT 60ornee CBETNYH OKPaCKy KOXWU U NosiBlieHne
BECHYLLEK.

e  ®eHunketoHypus (PKY), 6onesHb, Bbi3biBarowwas 3agepXXKy YyMCTBEHHOIo
pa3BUTUA, BbiageHne BOSIOC U MUTMEHTaLUIO KOXMW.

 PeueccuBHas myTauusa B reHe, KoagMpyrLliemM CUHTE3 rMoOUMHOBOW YacTu

B remorriobuHe (3ameHa ogHON aMMHOKUCNOTLI), Bbi3blBaloLwass CeprnoBUAHYHO
copmy apnTpOUNTOB, UBMEHEHUSA B cepaevyHO-COCyaANCTON, HEPBHOMN,
nuweBapuTesibHOU U BblAeNnnTesibHON CUCTeMax.

ApaxHoOakTunus, Bbi3biBaeMas AOMUHAHTHOU MyTauuen, NPoABRseTCA
OAHOBPEMEHHO B U3MEHEeHUAX NanbueB PYK U HOI, BbIBUXaX XpycTarivka rriasa u
BPOXAOEHHbIX MOPOKax cepaua.

e [anakto3zemwus, Bbi3biBaemMasi peLecCCUBHON MyTauueun reHa, KoampyroLiero
cdepmeHT ranakroso-1-coccarypuanntpaHcdepasa, npmBoauT K cnaboymuio,
LUPPO3Yy NneYeHn u cnenote.



[1NenoTponHbI AOMUHAHTHBLIW FrEH YenoBeKa —
cuHapom MapdaHa e

= KpanHe BbICOKUWU POCT

“ «May4ybU narnbubl»

= nedpeKkT pa3BuUTuUA Bcen coegunHun-

TENbHOWU TKaHW |
" BbIBUX XpycTanuka

" BpOXXOEHHLIN NOPOK cepaLa

¥ NeHeTpPaHTHOCTb HernosHasa (ecTb
300POBbLIE HOCUTENW reHa)

» ['eH kogupyeT oMb punnumH — 6enok,
. coeMHUTENLHOW TKaHU




[1NnenoTponHble reHsbl

* brnokupyet murpauuto
CTBOSOBLIX K. MeflaHOUNTOB
(MMIrMEHTHbIX KIETOK) K KoXe

& * B Hopme cnyxoBble peuenTopsbl

Q @ BO3HUKAIOT U3 TEX XKe
o CTBOJIOBbIX KITETOK, YTO U
3 MenaHoLUTbl — UX OTCYTCTBME

BIIEYET ITyXOTY.

ren W ( White ) kowek — ° '€H dnucTatnien — apyrve
Oenblii UBeT, ronybble rnasa, [EHbl OKPACKW Ha €ro ¢oHe He
rnyxoTa NPOSABMAOTCS



[1] [ JoMuHnpoBaHu J 9

e papgyanbHOCTb

raYV. TRIAOQ FALIND NAO2AIANADD Ilf\

HUV \ 2 i =) 4 A IGI—IG HUOVIPUDG |\

orHoe HenonHoe = } JHaocnepM YYY VYVYy VYyy yyy
L ) TRYHOE —lcog-BUFTA—
cl>eHCiTI/II'IbI DOMEXYTOUHB! AnnenbHoOe UCKIMoYEeHne —
Aa=AA BbIKIMoYeHne 1 X-XpoOMOCOMbI Y

— CBepXOOMMANPOBaHNE = XX
E reteposunc = rmbpuaHas

ARAMNIIILINADTL

‘ OomMmuH. dpeHoTun Aa > AA

Ha IX xpomocome — 3 annengd
reda | : 1%, 1B, 1° (= j).

\i MHOXGCTBeHHbIb&Eﬂ&{M:"M [pynna | [eHoTUN Ar AT

‘ MyTaumn 1 rena’] |wepcu | O
[ pynnbl KpoBu

-FKFC (ﬁonpm()

|O|O (ii) o a P

5 KogoMMHMpOBaHUe A |A|A IAIO(?LI, MrAnpOBaHn
o
[TposiBNneHne B retepo3nNroTHOM =
; i B BB (B(O B a
NPpU3HaKoB 00ouX anneneun 1Pl 171
i I IV_AB | AB AB |-
garibhbleIe bl _| *CepnoBuaHo-KneTo4Hast aHeMusl
B romo3nrotHomMm coctogHuu NnpnBOOAT eTanaccemuns
K HEXKM3HECNOCODHOCTN 3MOpMoHa «BpaxnnakTens




HenonHoe JOMUHMPOBAHWE Y HOPKK




4. MHO)XecmeeHHbIU annenu3m. FeHemuka 2pynn Kkposu
4yesioeeKka, 3Ha4eHue 0151 MeOUUUHBbI.

Cucmema epynn kposu ABQO Hacnedyemcss no muny
MHOXECMBEHHbIX arnneneu. B npedenax amou cucmemsl
ecmpedaemcs Yyemebipe peHomuna: epynna I (0O), epynna Il (A),
epynna Il (B), epynna IV (AB). KaxObii u3z amux gheHomurios
omnu4yaemcs crieyugbudeckumu  bernkamu - aHmMumenamu
(Haxo0ssmcs 8 J3pumpouumax), U aHmuz2eHamu, KOmophblie
cooepkamcsi 8 CbiIBOPOMKe Kpo8uU.

YcmaHoereHo, 4mo  4Yembipe  2pyrirbl  KPOoB8U  4eslogeka
obycrioerneHkl HacredogaHueM mpex assernel 00Ho20 2eHa (IA,
IB, 10),

IA, 1B- oomuHaHmHsble annenu , 10 - peueccusHbIU anners (i).
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[pynnbl kposn ABO

908

Onwurocaxapug H —
dvyko3a
A YyacTb, OAUMHAKOBasA y

BCeX rpynn KpoBwu

I'anakrosa
leH | kogupyeT

N-aueTHJArIIK03aMHH doepmeHT,
MoaudnumnpyroLwmnn
0a30BbIN

N-aueTnﬂra.ﬂamoaamnﬂ
onurocaxapupg H

AHTUreHHble AeTepMUHaHTbLI rpynn Kpoeu ABO — 3TO onuro-
caxapuabl Ha NOBEPXHOCTU 3PUTPOLIUTOB N APYIUX KINETOK



KoMmnnemMeHTapHOCTb (vnu KOMMMemMeHTapHoe
B3aMmogencTtBue reHoB) MpodABIsieTcsA Toraa, Koraa
NeucTBMe OOHOro reHa AonosiHsAeTcsA AeucTBUueMm
apyroro, T.e. pgna  d¢gopmMmupoBaHMA  NpPU3HaKa
HeO6XOﬂMMO HaJimnume B reHoTumne AByX AOMUHAHTHbLIX
HealJieJibHbIX NreHOB.

KoMmnnemeHTapHoe B3auMMOOEWCTBME TEHOB Yy 4erioBeKa
NPOABNSAETCA Npn POPMUPOBaAHUN 3PEHUSA U Cliyxa: pa3BuUTue
HOpMarnbHOro criyxa oOycnoBneHo ABYMSA OOMWHAHTHLIMU
HeannenbHoelMM reHamm D wn E, u3 kotopbix oanH (D)
onpefenser passutue ynutkn, a gpyron (E)- cnyxosoro
HepBa.

HopmanbHbi cnyx umeroT nwoanm ¢ reHotunom: DDEE.
DdEe, DDEe, DdEE. Imyxune niogn nmerot reHotunel: Ddee,
ddee, ddEE, ddEe.



1. KoMmnnemeHTapHOCTb

CBO€ro

B3aunmogencraue 2-x

86 —

HeannernbHbIX FEHOB
npuBoaANT
K MOSAABMNEHUIO HOBOIO

aaB_ - dpeHoTun 1 (Oenble uBeTKN)
aaee — peHoTUn 1 (benble LuBeTKN)
A B - HoBbIU (peHOTUN (KPaCHbIE

| LIBETKW)

npu3Haka.

* HoBoobpasoBaHue

A_88 - peHoTUN 1 (po30BUAHLIN rPebeHb)
aaB_ - peHOTMN 2 (CTPY4KOBbLIN rpeDEHD)
aaee - eHotTMn 3 (NpPOCTOM NINCTOBMA.MP.)
A B -HoBbIU (peHOTUN (OpEXOBUAHLIN IP.)

E,EyI'VIX NMPU3HaKOB

* HoBbIN NpU3HaK — pe3ynbTaTt B3auMoLeUCTBUS

(N pazBuTHe YNNTKN N CIyXOBOIro HepBa)
B ee — rnyxota
(N pasButne ynnTkn, He pasBuUT CITyXOBOWN HEPB)
eeE_ - rnyxorta
(N pa3BuTne CrnyxoBoro Hepsa, He pa3BuTa

PP |
YANTKS)



KoMnnemeHTapHOCTb:

doopma rpebHs
Y KYP

[1Ba AOMWHAHTHbIX
reHa!-AuB

[1pocToun



2. dnucrtas — 3TO YrHeTeHMe OAHUM HeansenbHbIM
reHom (anuncrtadvyeckum) OenNCcTBUA OPYroro HeasnnenbHOro
reHa (runocraTtu4eckoro).

Hanpumep, cyuwectByeT peakmm a3nuctatudyeckum reH (o),
KOTOPbIK B TFOMO3UrOTHOM peueccuBHoM (dpd) cocTossHUMU
noaasnsieT BCe AOMUHAHTHbLIE ansienu, onpeaensoLwme rpynnbl
KpoBu. BcneactBue 3TtOoro y nwoaeMm € reHotunom - o,
deHOoTUNNYECKN NPOABNSIETCH NepBas TONbKO rpynna KpoBM.

Hanpumep, y nogen ¢ reHotunom lAl ¢ 6yaer nposBnatbes |
rpynmna KpoBW, T.K. aKTUBHOCTb reHa la Onokupyertcsa reHom-
cynpeccopoMm ¢, KOTOpbIU NPOABNAET CBOK aKTUBHOCTbL B
roMO3UMroTHOM peueccuBHoM coctosaHuu . lNepBaa rpynna
KpoBU OyaeT NPoABNATLCA Yy NoAen C TaKUMU reHOTUNaMM:

IAIAdd; IAidd; IBIBhdd; IBidd; IAIBdD



dnuncTas B3anmogencrtene reHoB, Npm KOTOPOM OoAdHa napa
HeannenbHbLIX reHOB NoAaBNAAET NPosBieHnNe

OPYIron.

[eHbl NnogaBUTENN = ANUCTATUYECKNEe, Cyrnpeccopbl, UHTIMOUTOPBI.
[NopaBnsieMble reHbl = rmnocTaTnyeckme.

[1OMUHAHTHbIN 3NUCcTa3 PeueccunBHbIN anncTas
C —4epHagda OKpacKa NepPbEB Kyp
— anucTaTndeckuin red anst C A — cepas oKpacka LUepCcTn MblLLen
dd, ccD _ - 6benas okpacka a — 4YepHas OKpacka WepcCTu
C_dd — YyepHas okpacka nepbeB Kyp B - CHOCO6CTByeT NMPOABJIEHANIO A
C _ - 6enas okpacka nepbeB @— anuctatmdeckun and A u a
_@ A B _ - cepas okpacka

aaB_ - yepHag okpacka

A_Cd\(;), aa — 6enas okpacka




OkKpac 30/10TUCTbIX PETPUBEPOB:
PELIECCUBHbIN 3MUCTATUYHbIN TEH €

B — 4epHbIN ____ee — 30M0TUCTbIN
b — KOpVI‘-IHeBbIVI (MackupyeT reHoTun no reHy B)




E- noJrinreHas

[1esaTenbHOCTb HECKOMNBKMX CXOAHbIX rEHOB onpeaenseT
pa3BUTNE KONMUYECTBEHHOIO NpM3Haka (AMLEHOCTHOCTH
HacneacTBeHH || Y KYP, >KUPHOCTN MOJOKa Yy KOPOB, OKPAaCKN KOXU Y

OCTb yerioseka)

[ToninMepHbIe reHbl, AEUCTBYOWME Ha OOUH U TOT Xe Npu3HaK, 06o3HavatoT
OAvHaKoBOW OyKBOW, pasHble annenv — uugppamum BH13y byks (A, A A a,)

[TMrMeHTaumsa KoXu

\a-eﬂltey%emw%

R— TeH KpacHOUW OKpacCKm
aHOocnepma 3epeH

nweHnbI

r — reH 6enomn okpacku

[eHOTUNbI paCcTEHUN:

R,R,R,R, - KpacHas okpacka

1
R1r1 R2 r.2
R,R,r,r, [-po3oBas okpacka
r1 If'1 R2R2
R,R,R,r, — cBeTno-kpacHas

r,r,r,R, — bnegHo-po3so.as

A-TrHATES

MeRaHHWHa CMHTE3a
AonMMEpHbIX TeHa——  enannia
KOHTPOMUPYHOT anbouHochl
KONN4eCTBO
P.P.P,P,P.P.P,P,-TemHbilt

p1p1p2p2p3p3p4p4 - CBET/bIN
P.p,p, - MynaTbl

P1PP,p,P;

rrrr — Benag okpacka
17122 r~



omm mpuanax



1. Cepo-ronybon 2. 3eneHbin, opexoBbin 3. Kapun

Iridial melanocytes
and melanosomes

TRENDS in Genetics

2 TUNa NUrMeHTa — 3yMenaHuH (YepHbIN) U
cheomenaHunH (XKenTo-KpacHbIN)

Pa3nunyuns B LUBeTe rnas — Pa3HOE HNCIIO lNMuirvieHTHBLIX
rRanyIn B KInertkax n pa3Hoe Kornn4ecTtBso nnMrMeHTa B HUX.

Yncno cammnx KneTok — MenaHouuToB — O4MHAaKOBO.



[ @Hbl, BIdlOLWME Ha LUBeT rnas

e Xpomocoma 19 — EYCL 1 - onpepensier
ronyoblie — 3erieHble

e Xpomocoma 15— EYCL 2 — ronyOble —

Kapue (BKnag B UBeT rnas 3Toro JfioKkyca
— 74%)

CukseHc JHK obHapyxun 35 annenewu
nocneaHero reHa, 6 U3 KoTopbiX — 3aMEHb

dMWHOKUCIIOT.
TRENDS in Genetics Vol.20 No.8 August 2004



U3MeHYMBOCTb — LBOUCTBO KMBbIX OPraHN3MOB I |/|06peTaT: OTIMNYUNA [OT

pcoben Kak CBOEro syaa.
N3meHYnBOCTb
PeHoTUnnyeckas
B [HeHaCJ'IeLI,CTBeHHa}
9
MoanUKaLMoHHa OHTOreHeTn4yecka
MYyTaLUMOHHas KoMOMHaTuBHasa . .
KombnAaomss BHEetHHaS
‘ MyTaLmm N heuhés OHTOreHes
4SS rOBep Hopma
2. He3aBncmMmoe peakuuu
pacxoxaeHue

XPOMOCOM B rameTbl
3. CnyYamnHbIn XxapakTep

[EHOTUIT

Y
> A ®EHOTUM



