BBepeHue B reHeTUKY. 3aKOHOMEPHOCTU
Hacsneao0BaHMA NPU3HAKOB. 3aKOHbl MeHpaens.
dopmbl B3aumopenucrsua reHos. CuenneHHoe

HacnepoBaHue. [eHeTUKa nona. UMMyHOreHeTUKa




BBepgeHue B reHEeTUKY.
3aKoHbl MeHaens.




* [eHeTUKa — HAaYKa O HaCneaCTBEHHOCTU U
M3IMEHUYNBOCTMN.

* HacnepncrBeHHOCTb - CBOMCTBO OPraHM3mMoB
nepegaBatb NPU Pa3MHOKEHNN CBOU
NMPU3HAKMN N 0COOEHHOCTU pa3BUTUSA
NOTOMCTBY.

* 3MeHYNBOCTb - CBOUCTBO OPraHM3MOB
npnobpeTaTb HOBble NPU3HAKN, CBOUCTBA U
0cobeHHOCTHM B nNpouecce UHAMBUAYA/IbHOIO
PA3BUTUA NOA, BANAHUEM BHELUHUX U
BHYTPEHHUX GaKTOPOB.



OCHOBHbIE NOHATUA FTeHeTUKU

leH — AUCKpeTHasa eAMHMNLA HAacNeACTBEHHOCTH,
npeactasaatowas cobom yyactok monekynol [AHK,
KOHTPO/IMPYIOLWMNIN CUHTE3 onpeaeneHHoro benka u
onpeaenAoLwmin BO3SMOXKHOCTb Pa3BUTUA OTAENbHOIO
NpPU3HaKa.

[eHbl HaxoaAaTca B Xpomocomax. KaxKablih reH 3aHMMaeT B
XPOMOCOMe onpeseneHHOe MecTo — JIOKYC.

[eHOTUN — COBOKYMHOCTb reHOB OpraHM3ma.

®eHoTUN — COBOKYNHOCTb NPU3HAKOB OpraHmn3ma.

[eHOM — COBOKYMHOCTb BCEN FrEHETUYECKOU MHPOPMaLUK
knetku (AHK, 3akntoyeHHana B ranaomnaHom Habope
XPOMOCOM M OpraHonaax).

leHodOHA — COBOKYMHOCTb FEHOB NONYAALUMN.



AnnenbHble N HeannenbHble reHbl

Pa3/inyHble COCTOAHUA reHa,
BO3HMKAlOLME B pe3ynbrate MyTaL i
Ha3bIBAOTCA annenamu. [eH moxet
MUMEeTb OT OZIHOIO A0 HECKOJIbKUX

[EeCATKOB annenen. armarm
OJHOTO

HCcalllICIILHBIC
l'rl'HbI

Ho! B reHoTMNe ntoboro AMnaonaHoro eria
OpraHM3ma HaxogATcA ABa annens

Ka*Kaoro reHa. PacnonoXeHbl OHU B

OAMHAKOBbIX TIOKYCaX rOMOJIOTMYHbIX

XpOMOCOM. TOMOJIIOTHYHEIC

AnnenbHble reHbl — 3TO reHbl SPOMOCONE!
PaCNOOXEHHbIe B OAMHAKOBbIX y4aCTKax
rOMOJIOrMYHbIX XPOMOCOM M

KOHTPOIMPYIOLLIME Pa3BUTME OLHOMO

NpU3HaKa.

HeannenbHble reHbl- 3TO reHbl
PACcNo/IOXEHHbIe B pa3HbIX y4acTKax
XPOMOCOM N KOHTPOUPYIOLLME pa3BUTUE
Pa3HbIX MPU3HAKOB.



JOMUHAHTHbLIU N peLecCUBHbIN FeHbl

= [lna noboro reHa
OPraHMU3M MOXKeT
o06napaTb TONILKO ABYMA

Gene loci Dominant annenaMmm -
allele
ms/ AOMUHAHTHbIM U
C_3C - T 1 7 P PeLEeCCUBHbIM.
= JIOMMHAHTHbIA reH —
Hambosee CUNbHbBIN U3
P a b napbl, NPOABNAETCA
Recessive pol, 1P Y
allele rubpunaa, ob6o3HavaeTca
Genotype: PP . Bb NPONUCHOM (3arnaBHoON)
Homozygous Homozygous Heterozygous 6yKBOM (A)
for the for the v
dominant allele recessive allele - PELI,ECCI/I BHbIU —T€EH,

KOTOPbIM MEHEee BbipaXKeH
NPV CKPELLNBAHUN;
0603Ha4YaeTca CTPOYHOM
(manown) 6yksow (a)



f[omo3UroTbl U rete PO3UTOTDbI

1A

Ecnn B roMmONOrnvHbIX
XPOMOCOMax HaxoaATcA
OJMNHAKOBbIE a//Ie/IbHble FeHbI
(nMbo noOMUHAHTHbIE, NTMbO
pPeLeccuBHbIe), TO OPraHn3m
Ha3blBaeTcaA 20Mmo3u2o0mHbim (AA
MW aa) N YUCMOAUHEUHbIM.

ECAn B roMONOTrMYHbIX
XPOMOCOMaAX HaXoAATCA pa3Hble
annenn oagHoro reHa, To OpraHu3sm
Ha3blBaeTCA 2emepo3U20MHbIM
(Aa).



[OMO3UroTbl U reTepo3uUroTbl

AnnenbHsle redsl
Heannen bHBIE M HEI
l a

[OMONMOrHYHBIE
XPOMOCOME [eTepo3UroTHRIA OpraHuaM
[OMOSHTOTHEIW OpraHH3N FOMOZHTOTHRIA OpPraHuzm

no JOMHHAHTHOMY NPpH3HaKy No peueCcCHEHOMY NpU3HaKy



[103a reHa B reHoTMNE

N
1 Tunbl HacnhegoBaHUA & @
L reH
] -, 1 ren
L1 |
o1 e ke
MoHoreHHoe [MonureHHoe |}, 2ren
1 ABOMHaA Ao03a HeckonbKo ABOMHbIX A03 ,‘/‘JI
ayTOCOMHOEe CuenseHHoe C NoAoM
/\*
/R CuenneHHoe ¢
CuenneHHoe ¢ y .
LOMMWHAHTHOE peLeccmBHoe X-XpOMOCOMOI ~XpomMocomon

! — T,

NPOMEKYTOHHOE NOMUHAHTHOE peueccuBHoe




'Mbpuausaumsa

* [nbpuamsauma— cKkpelwmBaHue pasHbIX BUAOB PAaCTEHUN UK
XMBOTHbIX B pe3ynbTaTe KoToporo obpasytotcs rubpuabi.

* B0O3MOXHOCTb MCKYCCTBEHHOIO MNOJIy4EHMA TMOpPNA0B BNepsble
NpeanosoxKnn Hemeuknin y4éHbin P. Kamepapuyc 8 1694 roay.
BrnepBble MCKYCCTBEHHYO rMbpmnan3aunto ocyLwectsun
aHIMNCKMM capgosoa Tomac ®anpyanng, ckpectms B 1717
rogy pasHble BnAabl rBO34UK.

Myan. ubpud XoHopukK. [ubpuod Mynapa.

aAowadu U ocnaa XOpbKa U Mbpna, MyCcKyCHOM YTKK
espornelicKoli HOpKU N AOMALLHEN YTKU

Maymkom. [ubpuod
causbl U abpukoca



TuUnbl CKpewmBaHU

[Mpmep MOHOrMOPUOHOIO CKPELLMBaHNS

rode « o2

raMeTbl A A

F

1
Aa Aa
1:0 1:0

inin inia

MoHormbpuagHoe cKkpewmBaHume —
CKpelLnBaHue poanTesibCKknx ocoben,
OT/INYAOLWMXCA NO OAHOM nape
anbTepHaTUBHbIX Npu3Hakos (AA c aa)
Hanpumep LBET LUBETKOB, CEMSAH,
dopma cemsiH, N1040B

AurnbpuaHoe ckpewmBaHme —
CKpellnBaHue poanTesibCknx ocoben,
OT/INYAIOLLMXCA NO ABYM Napam
anbTepHaTUBHbLIX Npu3Hakos (AABB ¢
aabb) Hanpumep useT 1 anmHa Bonoc

MonnrnbpuaHoe ckpewmsaHme —
CKpeLLuBaHMne poanTeENbCKMX ocoben,
oT/InYatomxcs bonee yem nNo Asym
napam npuU3HaKoB

[Mpumep AUrmbpnaHoOro CKpeLmBaHus: YePHbIN/KOPUYHEBLIM U KOPOTKNUW/ONNHHBIN

11



TUnbl CKpewmBaHUM

AHanusupyoulee CKpeLLmBaHue -
CKpelmBaHMe opraHMama ¢ HeM3BeCTHbIM
reHOTMNOM C 0COBbO FOMO3UTOTHOM NO
peLeccMBHOMY NPU3HAKY.

CMbICN aHaNM3MNPYIOLWETrO CKpewmnBaHUA
3aK/II04YAETCA B TOM, YTO MOTOMKM OT
aHa/IM3MPYIOLLLETrO CKpeLWmnBaHmA
06Aa3aTeNBHO HECYT OANH PEeLLeCCUBHbIN
annenb oT «KaHanu3aTopa», Ha GoHe
KOTOPOro AO0/IKHbI NPOABUTLCA annenn,
NOJIy4EeHHbIe OT aHANN3NPYEMOTO
OpraHmn3ma.

AHanunsunpytollee ckpelwmBaHme
No3BonAeT onpeaenmTb reHoTUN U
COOTHOLIEHMe rameT PasHoro TMna,
obpasyembix aHa/IM3MPYyeMoit 0cobblo.



TUnbl CKpeLwwmBaHUN

P * Bo3BpaTHOe cKpeliMBaHue —
ﬁm_; '5-._ _'_'ﬂr__';
‘E'WEEJ g i CKpeLlumBaHue rmbpuaa c

OAHUM U3 poauTeneu

) - —'H"—_f'd_t Marker-assisted backcross strategy
P x <
-

Aa | C‘,: Y @:} X # Parental generation (FO)

| |nbred target strain
'll-- :II - - _h:‘_-‘- _.T
: o | _-} ."-f- i I e
x ) ._}h,{:l_ - el ot

':.':l d P F1
Qfﬂﬁr:: th;‘; 7 @Oz X #Q

]
T Aa (P 4 backcross
ED}; EDZ 10 males for autosomal genome

scan with 96 polymorphic
markers #Oz X !Q N2

Pick 2-3 "best” males as breeders
] 3 backcrosses
® MeTOﬂ,OM BO3BPATHOIO CKpewnBaHUA
Repeat genome scans

yy4yeHbleé MOryT CO34aTb COPT C HYXKHbIMU ; and breeder selection
NPU3HaAKaMW, HTO MOMOTIaEeT NOAYHUTDb bonee

|9 [V [V N5 congenic mouse
BbICOKWI ypO’Kal. Pa3BuTne ycTomumBOCTU K
6onesHam. PazpaboTka HOBOro reHoTMnNa.

ne,.-"muiahun 1
interest

] outcross




TUnbl CKpeLwmBaHUN
AA @x @ AA
|
PO 9P -
|

Yucraa IMHMA — rpynna opraHM3mos,
MMEIOLLIUX HEKOTOPbIE MPU3HAKMW,
KOTOpPble NOJIHOCTbIO NepeaatoTcs
NOTOMCTBY B CU/IY FEHETUYECKOM
OAHOPOAHOCTU BCEX 0coben.

CKpewmBaHne YUCTbIX TIMHUN —
CKpewmBaHMe, NPN KOTOPOM
poauTenbckme ocobu c onpeaeneHHbIM
dbeHOoTMNOM NPOUN3BOAAT NMOTOMCTBO C
TaKMM e GeHOTUNOM KaK Y poauTenemn.

[MponcxoamnT B cnydae, Korga NMOTOMCTBO
HacneayeT oAMHaKOBbIe anienn ot
poauTenem n3 NOKONEHMA B MOKOJIEHUE
6e3 u3MeHeHUM.






3aKoHbl I. MeHaensa

r. N. MeHOenb

OCHOBHble 3aKOHOMEPHOCTH
HacnepoBaHUA NPU3HAKOB 6binun
OTKPbITbl aBCTPUMUCKUM Buonorom u
6otaHnkom lperopom MoraHHOM
MeHpenem.

MeHaenb npoBoAaua ONbITbl HA TOPOXE U
chopmynmpoBan 3aKOHbI,
o6bACHAIOLWME MeXxaHU3m
HacnepoBaHUA, U3BECTHbIe HAM KaK
«3aKoHbl MeHpena».

CoobuieHune o cBONX nccneaoBaHUAX OH
caenan B 1865 rogy B paborte «OnbiThbi
HaAa pacTUTe/IbHbIMU rMbpnagamm»



MepsbiK 3aKoH MeHaena —
3aKOH eaAnHo0b6pa3ma rtbpmnaos NepBoro NOKOEHMA

MpusHak leH |TeHOTUN Mpu ckpewmBaHumn
Hentbin ropox A AA, Aa roMO3UTroTHbIX
3eneHbln ropox a aa ocobei,
HMENTbIE JENeHble OTanUaI.OLu'MXCﬂ no
P: O AA X 7 aa OoAHOM nape
d/1IbTEPHATUBHDLIX
G- @ @ NPU3HaKoOB, BCe
NOTOMCTBO NEepPBOro
NOKOJ1IeHUA
F Aa eAMHOO06pa3Ho, KaK
mEnTic no ¢peHoTUny, TaKk u

100% eamnHoobpasue no reHoTuny.



Bropou 3akoH MeHpena —
3aKOH pacwenaeHmna Npu3HaKoBs

Mpu cKkpewmsaHUU ABYX reTepo3nroTHbiX ocoben,
aHAIM3MpPYyeMbIX NO O4HOU Nape aNbTepPHATUBHDbIX
NPMU3HAKOB, B NOTOMCTBE Habatopaerca pacwienneHume
no ¢eHotuny 3:1, no reHotuny 1:2:1.

P: © Aa x /7 A3

G

F



TpeTun 3akoH MeHaena - 3aKOH HeE3aBMCUMOTO
Hac/e40BaHUA NMPU3HAKOB

NMpusHak leH feHOTUN
Hentbin UBET ceMAH ropoxa A AA, Aa
3eneHbin LuBET CEMSAH ropoxa a aa
lnagKasa popma cemsaH ropoxa B BB, Bb
MopuwmnHuctaa popma cemsH ropoxa |b bb




TpeTnit 3akoH MeHpaena - 3aKoOH He3aBMCMMOIo Hacl1e40BaHuUA

P oud x @< npvsHakos
M¢BB aaflll NMpu cKpewmBaHMM  FOMO3UTOTHbIX
OpPraHM3MoB, aHa/IM3UPYEMbIX NO ABYM
(wnn 6onee) napam anbTepHaATUBHDbIX
F N ;/ NPU3HAKOB, OTMe4YaeTca egnHoobpasue

1

o rubpuaos B NepsomM MOKONEHUU: BO

W naBEN T PHA P ’
mmm BTOPOM MOKONEHUM Kaxpaaa napa
d' NPU3HAKOB HacneayeTcA He3aBUCMMO

1
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O6pasel peweHnA 3a4a4M Ha MOHOrMbpuaHoe

CKpewluBaHue

[eH wectmnnanoctu (B) gomuHMpyeT Haa reHom natunanocTtu (B). etn,
POX¥AEHHble OT bpaKa reTepo3mnUroTHbIX Cyrnpyros, UMET MATb Ma/ibLies.
CKONbKO MasbLeB Ha pyKax y cynpyros? Kakosbl 6yayT reHOTUMbI U

deHoTMNbl NOTOMCTBA?

NpPU3HaK reH reHOTUM
LLIEeCTUNaNoCTb B BB, Bb
NATUMNANOCTb B bb




[eH wectnnanocTtu (B) gomuHMpyeT Hag reHom natunanocTtu (B). Aetn,
POXKAEHHbIE OT OpaKa reTepo3nUroTHbIX CYnpyros, UMelT NATb Ma/jbLEB.
CKONbKO NanbLEeB Ha PyKax y cynpyros? KakoBbl OyayT reHOTUNbI U
deHoTUNbI NOTOMCTBA?

NpPU3HaK reH reHoTun
LLIeCcTUNanocTb B BB, Bb
NATUNANOCTb B bb
P: ?Bb x J4Bb
Lectun LUeCcTumn
G: d: 3:1
° @ I 1:2:1
F1: BB, Bb, Bb, bb
wecTunn wecTunn wecTunn NaTumn

OTBeT: Ha pyKax y cynpyros no 6 nanbues. [eHOTUNbI NnotomcTBa BB, bb, Bb.
75% BEPOATHOCTb C WECTbIO Nnansbuamu, 25 % - ¢ NaTbto



O6pasey peweHna 3a4a4m Ha AMrmbpunaHoe cKpewmuBaHue

3apayva: CBeTNoBOMOCLIN Kapernasbii My)XXYMHa U3 CeMbU, BCe YSIeHbl KOTOPOU UMenu
Kapue rnasa, XXeHUs1ICA Ha ronyoorna3ov TeMHOBOJIOCOM XeHLMHe, MaTb KOTOPOM Obina
cBeTnoBonocon. Kakon peHOTUN MOXHO oXuaaTtb y AeTen?

Mpu3Hak reH reHoTUn
Kapue rnasa A AA, Aa
fonybble rnasa a aa
TemHble BONOCHI B BB, Bs
CBeTnble BONOCHI B BB

G: aB, aB AB

F1: AaBs AaBB
Kap. TeM. Kap. CBeT.

no d:1:1
nol:1:1




dopmbl
B3aUMOAEUCTBUA FeHOB




B3anmoaencrema annesnbHbIX reHOB:

* [lonHoe goOMUHUpPOBaAHMUE:
rno ceHomuny - 1:2:1
no ggeHomuny - 3:1

* HenonHoe AOMUHUPOBAHMUE:
rno ceHomuny - 1:2:1
rno goeHomuny - 1:2:1

* KopomunHuposaHue
* CBepxaoMuUHUpPOBaHUeE
* AnnenbHoe UCKNIOYeHue



[flonHOe pgoMmuHUpoBaHUe -

3TO BUA B3aUMOAENCTBUA aNNie/ibHbIX reHOB, NPU
KOTOPOM AOMMHAHTHAA annenb nogasnser (mackupyer)
nposAB/eHUE peLeccCMBHOro annena u, No3Tomy, U
reTeposnroTbl, U AOMMUHAHTHbIE TOMO3UTOTblI
deHOTUNNYECKM MMeoT AOMUHAHTHbIN NPU3HAK.
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& X &
AA aa

Mamersi: @

Ny ¥

{
S
Aa

00Ha annens 2ena (peyeccuenasn) noo eauUAHUEM
OOMUHAHMHOU QNJ1e/1U HE NPOACNIACMCA 6
¢henomune



[lonHoe pgomuHUpoBaHUe

» IIpumepsl: Y yenoBeKka Kapuu LBET IJ1a3 IIOJIHOCTHIO
JOMUHUPYeT HaJ, TOyObIM, pe3yC-II0JI0KUTEJIbBHOCTh —
HaJl pe3yc-OTPULATEIbHOCTHIO, IIPABOPYKOCTh — HAJ|

JIEBOPYKOCTBIO U T.JI.

-————




HenonHoe gomuHupoBaHue

3TO TaKaAa popma
B3aMMOAEenUCTBUA
annenbHbIX reHOB, NP KO-
TOPOM reTepo3nroTHble
ocobu nmeroT npomeKy-
TO4YHbIN PeHOoTUN NO CpaB-
HEHUIO C POAUTENBbCKUMMU
OpraHM3mamu, 1 CBA3aHO
3TO C TEM, UTO AOMMUHAHT-
HaA annenb He NONHOCTbIO
nopasnfaeT Agencreue pe-

uecCMBHOrro annensa.
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KogomuHuposaHue

. . AJ0 B0
BMA, B3aMMOAEUCTBUA P: Q 17 x O B
annenbHbIX reHOB, Npu

KoTopom ¢peHOoTUN G: , ,

reTepo3mnroT OTINYaAETCA KaK
oT $eHOTMNA rOMO3UroT No

. 1AIB A[0 B0 010
NOMMWHAHTE, TaK U OT Fioo 12 17 it Il
deHOoTMNa roMmo3uroT no vV Il Il |
peLeccusy, U B peHoTUne rpynna rpynna rpynna rpynna

retepo3snroT NnpucyTCcTteyroT 25% 25% 25% 25%

NPOoAYKTbl 060MX reHOB.
MeHbl A n B JOMUHUPYIOT Hag O,

UmeeT mecTo npu HO He NoAaBnAOT APYr ApYra - KOAOMUHUPYIOT.
dopmuposanuum IV rpynnbil \ . )

Kposwu cuctembl (ABO) y CGIME)

YesnoBeKa. {1/ )




CeepxaomuHupoBaHue

dopma B3aumoaencTsmaA anneNbHbiX FeHOB, NPU KOTOPOWU

AOMMWHAHTHbIN reH B reTepo3nMroTHOM COCTOAHUM NPOABASAET
cebsa cmnbHee, yem B rOMO3UTOTHOM.

Hanpumep, npodoaxcumenobHOCMb ¥U3HU y Opo30¢hunvi:
AA — HOpMAAbHAA NPOOOAHUMENbHOCMb HU3HU

Aad — ysesnu4yeHHaA npooonxumenbHOCMb ¥U3HU U 8bICOKASA
na10008UumMocmeob

aa — 1emdasabHbIU Ucxoo




AnnenbHoe UCKAOYEeHuUue

AnnenbHbIM UCKAOYEHUEM HA3blBaeTCA OTCYTCTBME UM
WHaKTMBaLMA O4HOro U3 Napbl reHOB; B 3TOM C/ly4yae B
deHoTHUNe NpUcyTcTBYEeT NPOAYKT APYroro reHa.

Mpumepom annenbHOro NCKAKYEHUA
ABNAETCA MHAKTUBALMUA OAHOrO U3 anneneu,
PacnosoXKeHHbIX B X-XPOMOCOME, YTO CBA3AHO C
nepexoaom oaHoM n3 X-xpomocom B
cnupannsoBaHHoOe cocTofaHue (Tenbue bappa).
MpoucxoanUtT y romorameTHOro rnosia Ha PaHHUX
3Tanax oHToreHe3a. lpouecc cnyyamHbin B
Pa3HbIX TUNAX KJIETOK UHAKTUBUPYIOTCA pasHble
nX X-XpomMmoCOMbI, YTO B C/ly4yae
reTepo3UroTHOCTU MOXKET NPUBECTU K
MO3au4YHOMY NPOAB/IEHUIO NPU3HAKA.

Tensue Bappa




B3anmopaeucresma HeannesnbHbIX reHOB:
* KomnaemeHTapHOCTb

* 3NUCTas:
NOMWHAHTHbIX 3nucTas: 9:3:4
peueccusHbIM anucTas: 12:3:1; 13:3

Nonumepwna:

* KYMYNATUBHAA - 1:4:6:4:1
* HeKymynatTusHaa — 15:1
Mnenortponus



KomnaemeHTapHOCTb

KomnnemeHTtapHocTtb (OT naT. KomnaemeHmym —
AonoJsiHeHMe) — TaKoe B3aumoaencrame
Hea/N/1eNIbHbIX FeHOB, NPU KOTOPOM O HOBPEeMeHHOoe
AeucTBUe ABYX AOMUHAHTHbIX reHOB Pa3HbIX JIOKYCOB
AAET HOBbIU Npu3HaK. KaXkablit U3 AOMUHAHTHbIX
reHoB, KOTOpPble Ha3biBalOT KOMMNJIEMEHTaPHbIMMU,
MOXKeT NPoABAATLCA CAMOCTOATENIbHO, €C1N APYroim
Haxo4UTCA B peLLecCUBHOM COCTOAHUMU, HO UX obLee
NPUCYTCTBME B 3UroTe obycnaBamnsaeT HoBoe
COCTOAAHME NpPU3HaKa.

[Mpumep KommnaemeHmMapHo20 delicmaus 2eHo8 —
Hacneo0o8aHUE OKPACKU OrepeHuUs y 80/HUCMbIX
nony2auyuKkos .
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INUCTas

dopma B3aumoaencTeua HeannesbHbiX reHOB, NPU
KOTOpPO# 0gHa napa reHoB nogasnser (He gaer
NnpoABUTbLCA B peHoTUNE) ApYryro napy reHos.
[eH-nogaButenb

Ha3bIBaOT 3MUCTAaTUUYHbIM (3NUCTATUYECKUM),
noaaBaAeMblv reH — rMnocTaTu4HbIM (TMNoCcTaTUYEeCcKum).

Ecnn anuCcTaTUYHbIN reH — A0OMMUHAHTHbIU, TO 3NMUCTa3
TaK}Ke Ha3biBaeTca A0MUHAHTHbIM. PacwenneHue no
deHoTUNY NP AOMUHAHTHOM 3NMNCTAa3e MOXKeT UATU B
oTHoweHuu 12:3:1, 13:3, 7:6:3.

Ecan anncTaTtuyHbIN reH — peuecCuBHbINU, TO 3NUCTa3
Ha3blBaeTcA peueccMBHbIM, U B 3TOM Cly4yae
pacwenaeHue no ¢eHoTUNy MmoxKeT bbiTb 9:3:4, 9:7, 13:3.



NncTtas AOMUHAHTHDbIN

[MpMmepom AOMMUHAHTHOrO 3NKUCTa3a ABNAETCA
HacneaoBaHMe 6eno OKPaCcKU NAoA0B ThiKBbI. [Tpy aTOM

reH B oTBevaeT 3a KenTyo oKpacky NaoaoB TbikBbl, b —

3eNeHyo0 oKpacky; | — anucTaTnyHbIn reH, noaasnseTt B u b,
BbI3bIiBaA 6e/yl0 OKPaACKY; reH i Ha GopmMMpPoOBaHNE OKPACKMU

B/IMAHNA HE OKAa3blBAdET.

' 1
F1 WwYy

- D ©® O

12W__ _ : 3wwY_ 1 wwyy

wwyy

43 IB Ib iB ib

IB 1IBB 11Bb liBB liBb
6enan 6enaa | 6benasn 6enan

Ib IIBb lIbb liBb libb
6enasn 6enana | 6enasn 6enasn

iB liBB liBb iiBB iiBb
6enan benaa |entaa| enTtaAd

ib liBb libb iiBb iibb
6enan benaa |)entaa| 3eneHasn




9nNunUcTas peLeccuBHbLIN

[Mpnmepom peueccMBHOro 3NUCTasa ABIAETCA
HacnenoBaHne 6e10M OKPaCKK WePCTU Yy mbilien. MNMpn aTtom
reH A oTBe4YaeT 3a CEPYI0 OKPACKY LWEPCTU, @ — 3a YEPHYIO
OKpacKy, | — He oKa3bIiBaeT BIUAHMA HA NPOSABAEHUE
NPU3HaKa, i — 3NUCTaTUYHbIN FeH, NOAaBAAIOWMNA reHbl Au a u
BbI3bIiBalOLWMM Benyro OKpacKy.

IA la iIA ia
1A IIAA lIAa liAA liAa
cepasa | cepaa | cepasa | cepasn
=3 7 la l1Aa llaa liAa liaa
9/16A B_ 3/16 A_bb  4/16 aaB_: aabb CEpaA | HepHaAa | cepaa | HepHaA
iA liAA liAa IHAA iiAa
cepaa | cepaa | benaa | 6enasn
ia liAa liaa liAa liaa
cepan |4yepHasa | benasa | 6enasn




[MMonnmepumn

3TO BMA, B3aumoaeucTsmusa Asyx u 6onee nap
HeanneNbHbIX FreHOB, AOMUHAHTHbIE anfenn KoTopbIX
OAHO3Ha4YHO BAMAIOT Ha pa3BUTUE OAHOTO U TOrO Ke
npusHaka.

MonumepHoe aeiicTBUE reHOB MOXKeT
6bITb KYMYNATUBHBIM U HEKYMYNIATUBHbIM.

Mpyu KYyMmynATUBHOM NONAUMEPUN UHTEHCUBHOCTb
3HaYeHUA Npu3HaKa 3aBUCUT OT CYMMMUPYIOLLEro
AEeUCTBUA FeHOB: Yem 6onblue AOMUHAHTHbIX anneneu,
Tem 6onblue cTeneHb BbiPa*KeHHOCTU NPU3HaKa.

Mpn HEKYMYNATUBHOMU NOIMMEPUUN KOTUHECTBO
AOMMHAHTHbDIX af1eNeyn Ha cTeneHb BbIPaXXeHHOCTU
NnpuU3HaKa He BJIUAET, U NPU3HAK NPOABAAETCA NpwU
Ha/IMuMM Xota 6bl OAHOTrO U3 AOMUHAHTHbLIX aNNeneun.



KymynsiTuBHas nonimmepus

* AABB — Herp
AaBB, AABb — TemMHbIA Mynar
AAbb, aaBB, AaBb — cpeiHuin mynar
Aabb, aaBb — cBeTnibIi mynar
aabb — 6enbIn.

Mpumepom ABNAAETCA UHTEHCUBHOCTb Hac/1e40BaHUA OKPACKU KOXHbIX MOKPOBOB
y uenoBeKa. B reHome yenoBeKa ecTb 4 NOAMMEPHDbIX reHa, OTBEYaloLWMUX 3a 3TOT
npusHaK. B reHoTUNe Bce OHM NpeacTaB/ieHbl B ABOWHOMN A03e — 0AHA B MaTEPUHCKOMU
Xpomocome, apyras B OTLOBCKOU. lMpucyTcTBME B reHOTUINE BOCbMU A0MUHAHTHbIX
annenen obycnaBaMBaeT MakKCMMa/bHYIO MUTMEHTALUIO, KOTOPaA XapaKTepHa ANA
adpUKaHCKNX HerpoB. MonHoe OTCYTCTBUE AOMMHAHTHbLIX anneneim npuBoauT K
MWHMUMa/IbHO NUrMeHTaLUK, XapaKTEPHOU ANA eBponeonaoB. PasHoe KOAnuecTso
AOMMUHAHTHDbIX anneneiu, Konebawuweeca ot 8 ao 0, obecneumBaer pasHytO MHTEHCUBHOCTb

OKPacKM1 KOXMW. 2



HekymMmynsaTuBHas nonumepusi

Y nactywbsen cymkn (Capsella bursa) TpeyronbHas
dopma nroga KOHTponupyetca nonureHamu A, n A,,
Kpyrnas popma — nosiMreHaMmu a, u a.

« A —TpeyronbHasa popma nnoga
* a-— oKkpyrnasa popma nnoga
PAAAA, X a;aaa,
F1 A;a;Aa,— TpeyronbHasa popma
F2 9 A;-A, - TpeyronbHas
3 A; — a,a, - TpeyronbHas
3 a;a; — A, - TpeyrosnbHas
1 a;a;a,a, - okpyrnas

HeKkymynatnsHaa nonmmepua nmeet MmecTo nNpu HacnegoBaHUU
$dopmbl NN0A0B NACTYLbEN CYMKMU.

40



Mnenotponus

MnenoTponna —BO34enNCTBME OAHOIO reHa Ha
npofAB/aeHUEe HECKONIbKUX NPU3HAKOB.

MnenoTtponHoe aencTeme reHOB nmeer
buoxmmunueckylo npupoay: oguH 6enok-pepmeHT,
obpasyrowmninca nog KOHTPONAEM OAHOIO reHa,
onpeaensier He TO/IbKO pa3suTue AaHHOro NPU3HaKa,
HO 1 BO34EeMNCTBYET HAa BTOPUUYHbIE peaKunmn
6buocuHTE3a ApPYrnx NPU3HaAKOB U CBOMUCTB, Bbi3biBaA UX
U3MeHeHue.

Pleiotropy

Multiple

Single
traits



Mnenotponus

Mpumepom nneimotTponuun anaerca cuHagpom MapdaHa

MpuunHoun cuHgpoma MapdaHa aBnaerca AOMUHAHTHAA MyTaLMA reHa,
KOHTPOMPYIOLEro 04HOBPEMEHHO POCT, AJIMHY Nanbues, popmupoBaHue
UHTeNnNeKTa n popmy Xpycraaumka.

Ona yenoBeKa € 3STUM CMHAPOMOM XapaKTepPeH KOMNJIEKC CaeayoLwmx
NPU3HAKOB — BbICOKUI POCT, O4EHb AJIMHHbIE TMOKuMe («nayubn») nanblbl,
NOBbILWEHHbIU MHTENNEKT, 6AN30pPYKOCTD.

CuHgpom Mapihana

MyTaHTHbIA TeH

|

Hapywenuna pa3euTna
(obmeHa)l
COCAHHUTENbHON TRAHH

/ N\

BbIBHX BbIBHXH
XPYCTanuEa W NOABBIBHXH
masa B CycTaBax

ANHHHbIE nopokn
H TOHEHE KnanaHos
nansysi cepaua

cTpapawt
cocynei

htip://Tall.by



CuenneHHoe HacneaosaHue




UccnepoBaHUA reHETUKOB NOKa3asJiu, YTo YnC/io
XPOMOCOM M YNCI0 NPU3HAKOB HE OAUHAKOBO:
NPU3HAKOB B AECATKU pa3 bonblue, uem
XpOMOCOM, a, CNeaoBaTeNibHO, B KaxKA0N nape
XPOMOCOM NIe}XUT He O4Ha napa reHos, a
AECATKU N aaxke cotHu!l!

BcTaet BOonNpocC: KaK HacneayTca NPU3HAKMY,
KOTOpPble KOHTPOJIMPYIOTCA FeHaMU, NeXKalwnmm
B OAHOW Nape romo/IorMyHbiXx Xxpomocom? Ha
3TOT Bonpoc otBetun Tomac MopraH



CuenneHHoe HacneposaHue

Tomac leHT MopraH -
aMepPUKaHCKUUN reHeTUK
(1866-1945)

U3yunn mexaHnsm
Hacneao0BaHUA NPU3HAKOB, FeHbI
KOTOPbIX J/IOKa/IN30BaHbI B
O4HOM Nape XpomMmocom

OTKprI'I ABNeHue cuensieHHoro
HacnenosaHuUA.

Pabotan c nnoaoBou myLuKou
aAposodunom

C nerkou pykun MopraHa
Apo3odunamm Havyanum
3aHMMATbCA OYEHb MHOTHUE
reHeTn4YecKue nabopartopum
Mmupa.




3akoH MopraHa
(3aKOH cuensieHHOro HacneaoBaHusA)

* [MpU3HaKm,
KOHTpOAUpyemble
reHamu, nexxawmmm B
oAHOMU nape
rOMOJIOTUYHbIX
XPOMOCOM, HacneAayloTcA
cuenneHo, HO 3TOo
cuenneHne moxxet
HapyLwaTtbCA B npouecce
KPOCCUHroBsepa.




Onbitbl T. MopraHa

npuU3HaK reH | reHoTun
cepoeteno | A | AAAa
YyepHoe Teno | g aa
HopmaneHele | B | BB,BDb
KpbISibs

KOpOTKMne b bb
KpbISibs

cepble, HOPM. 4YepHble, KOPOT.

P: QAABB x Jaabb

G:‘ ‘

F1: AaBb

cepble

HOPMaIbHbIE KPblabA




Onbitbl T. MopraHa

Bo BTOpOM NOKONEHUNU
BMECTO OXXNaaemoro
pacwenneHua 9:3:3:1,
MopraH nonyumn B
OCHOBHOM poAaUTesibCKkue
deHOoTUNbI B COOTHOLUEHUU
3:1

LiBeT Tena n gAnHa Kpblaibes
HacnegoBaNUCb BMeCTe, KaK
OAWH NPU3HaK U AaBanu
pacuiensieHne, XxapaKTtepHoe
ANA MOHormbpuagHoro
CKpewMBaHuA.

MopraH npeanonoXXun, 4to
reHbl, KOHTpPOAUpYIOLWUE 3TN
NPU3HAaKKN, PAcnosioXeHbl B
O4HOMU XpOMOCOMe.

cep.,HoOpMm. cep., HOpm.

P: QAaBb x <§AaBb\

- OO O®

F2: AABB, AaBb, AaBb, aabb

CI’H. CI’HD CO’HI q.’K.




AHanusupylouliee ckpewmsaHue

yepH.Kop. cep.HOpM. * Mpu cKkpewmBaHUMU
P: Qaabb x & AaBb reTepo3mMroTHOro camua
C FOMO3UIOTHOM

c: @ AB) @b) CaMKOM No/sy4yanochb

pacuwenneHue 1:1.

F1: AaBb aabb * MopraH cagenan BbiBOA,
Cep.HOPM. YepH.Kop. YTO reHbl HaXoAATCA B
OAHOM Nnape XpomMmocCoM.

 Habnwpaerca nosHoe
cuenieHue reHos



AHanusupyloulee ckpewmsaHue

* [pu cKpewmBaHumn

P: QAaBb x Jaabb reTepo3nroTHOM CaMKM C
rOMO3UTOTHbIM CaMLIOM
F1: AaBb, aabb, Aabb, aaBb ?AaBb x Jaabb, nonyunnu:
CCH 4Y4.K. C.K. U.H. * 41,5% - cepoe Teno,
41,5% 41,5% 8,5% 8,5% HOPMaJibHbleé KPbl/ibA

* 41,5% -yepHoe Teno,
KOPOTKMe KpblabA

* 8,5% -cepoe Teno, KOpoTkme
KpblNbAa

* 8,5% -yepHoe Teno,
HOpPMaJibHble KpblnbA

 Habnwpaerca HenonHoe
cuensieHue reHos




LiuTonornuyecknimi mexaHmsm KpoccuHrosepa

cep.Hopm. YepH.Kop.

P: @ AaBb x & aabb

dte

41,5% 41,5%
HEKPOCCOBEpPHbIe rameTbl

1

8,5% 8,5%
KpoccoBepHble rameTbl

a
Atra @ A gﬁ a
F1: Bﬁb bﬁz b-++ P b

HEpEKOMGMHaHTHbIe pEKOMGMHaHTHbIe

MopraH npeanonoXun, 4to B
npo¢asy nepsoro MemoTu4ecKoro
AeneHuA BO Bpems KOHblorauum
XpOMOCOMbI 0bMeHANUCD
roMoO21I0rM4YHbIMM Y4AaCTKaMU. ITO
AB/IeHUe NOJy4YnU/10 Ha3BaHUe
KpOCCUHroBepa.

B pe3ynbrate KPpOCCUHroBepa
06pa3yloTca rameTbl C HOBbIM
coyeTaHMem NpPuU3HaKoB. Takue
rameTbl NOJIy4nNun Ha3BaHUe
KPOCCOBEPHDbIX.

Mpouecc obpasoBaHusA
KpPOCCOBEPHbIX rameT Ha3biBaeTcA
reHeTUYECKoOn pekombuHauyumen.
OpraHnsmbl, KOTOpble Pa3BUBALOTCA
M3 TaKMX rameT Ha3biBalOTCA
peKoOMbUHaHTHbIMMN.



NMonHoe cuenseHne reHOB HenonHoe cuenneHune reHoB

A

b

He:KPOCCOBEPHBIE B
raMeTEl

KPpOCCOBCPHEIC
I'aMcTEI



XpomocomHana Teopua HacneacrseHHocTu T. MopraHa

OCHOBHbIE NONOXeHUA:
1. FeHbl HAXOAATCA B XPOMOCOMaAX.

2. Ka)Aabit reH 3aHMMmaeT B Xpomocome onpegeneHHoe
MeCTO — /IOKYC.

3. leHbl B XpOMOCOMaX pacnonoXKeHbl IMHENHO.

4. Kaxkpaa xpomocoma npeacrasnser cobou rpynny
cuenneHuAa. Yucno rpynn cuenieHuAa paBHO
raniongHomy Yncay Xpomocom.

5. TeHbl B Xpomocome cuenneHbl He abcontotHo. Mexay
rOMOJIOrTMYHbIMU XPOMOCOMAMMN MOXKET NPOUCXOAUTb
obmeH annenbHbIMU reHaMM - KpOoCcuHz208ep.

6. PacctoAaHMe mexKay reHamu B Xpomocome
NPONOPLMOHA/IbHO NPOLLEHTY KPOCCUHIOBEpa MeXxXAay
HUMM.



OOpa3en penmeHus 331241 Ha CLENJIEHHOE HACJIeI0BaHMEe IPU3HAKOB

Y 4denoBeka JIOKYC pe3yc-(haKTopa cuerieH ¢ JOKYCOM Onpeae s ioIuM

- Hopma

HexpoccoBepHbie rameTsl - 97%

KpoccoBepnbie rameTsl - 3%

NPU3HaK reH reHoTMn

Rh+ D DD Dd

Rh- d dd

anamnt A AA Aa

Hopma a aa

Kpoccunrosep 3%

P: I I B I I
Rh+ anaunr.

G:

(GopMy 3pUTPOLIUTOB U HAXOAUTCS OT HEI'0 HA PACCTOAHUM 3 MOPraHU/
(3% KpoccuHroBepa T.e. BO3MOKEH nepexpecr). Pe3yc-nonoxures ibHOCTh
(IOMHHAHTHBIN TeH) M LIMNTOUUTO3 (APUTPOUMUTHI ILIUNTHYECKOH
(¢opMmbI) onpeneSIAITCA JOMUHAHTHBIMHA AYyTOCOMHBIMU reHamMu. OIuH u3
CYINPYIOB reTepo3uroTeH no oo0oum npuzHakam. Bropoi cynpyr pesyc-
OTPHULATE/ICH U UMeeT HOpMAaJibHbIe JpUTpounThl. Onpeneure
NPOLIEHTHOE COOTHOLICHUE BEPOATHBIX TCHOTHIIOB U (DEHOTHUIIOB JAeTeH B
I3TOM CeMbe.

Rh+ anaunt. - HopN\a
48,5% 48,5%

HepekoMOMHaHTHBIE 0COOU

Rh+ HopN\a - 31/1MNT.
1.5% 1,5%

PexoMOMBaHTHEIE OCOOU



OO0pa3sen penieHusi 3a1a491 HA CIENJIEHHOE ¢ IO0JIOM HACJeI0BaHNe

NPU3HaK reH reHoTMN ATpodua 3puTeNbHOr0 HepBa HacneayeTcs Kak

atpopus  Xa XaXa XaY peueccMBHbIA nNpu3sHak (a), cuenneHHbIn ¢ X
Xxpomocomoi. B cemb oauntTenmn OpOBbl, HO MaTb eHbl
Hopma XA  XAXA XAXa XaY P € PoA 3A0POBB, !
mnmena sToT p,ed)eKT. Onpep,enwre reHoTunbl poauTtTeneu,
BO3MOXHOro noTomctead, noa U BepoATHOCTb pPOXAEHUA

60nbHbIX aeTen.

F1: Hopma A Hopi\&a.
A
i » X' X' X'Y
' T A a A 25%% 25%%
X X X Y Hopma aTpodus
A g ga a
HOPMa HOPMa X XD X Y
G 25% 25%

0 OW

OTBeT: BEpPOSATHOCTH PO:KIAeHNsI 00JbHBIX JieTell (MaJabuukn) — 25%0.



Oﬁpa3eu pPelICHUA 3a/1a91 HA CHCIVICHHOC C IIOJIOM HAC/JICAOBAHHUC
Kiaccuueckast reMopuiIust M JaJbTOHH3M HACIEAYIOTCH KaK
NMPU3HAK TeH reHorun pellecCHBHbIE MPU3HAKH, CLEIJIEHHbIE ¢ X-XPOMOCOMOIA.
remod Xh XhXh XhY Paccrosinne mexny renamu onpezaenesno B 10 mopranma.

€BVIIIKA, 0TEIl KOTOPOH CTPAaAaeT OAHOBPEMEeHHO remoduinen u
HOpMa  XH  XHXH XHXh XHY  /LeBYIIKA, OTCI KOTOPOH CTPAjact O1HOBp ¢ g
AAJbTOHU3MOM, 2 MATh 310POBA U NMPOUCXOAUT U3 0J1aroNOJy4HON

110 3THM 3200/1€BAHHSIM CeMbH, BLIXOIHT 3aMY3K 32 3/10POBOI0
AanbT Xd XdXd XdY My;kuuHy. Onpeae/iuTe BeposiTHbIe (PEHOTHIBI AeTeil 0T 3TOro

HOpMma XD  XbpXD XDXd XDY Opaka F1:

Hopma HOpMa I'erv\oq) OaneT.

Kpoccunrosep 10%
° X X X Y

P: @ h H x d
225% 225%

H
Xd X D X D Y Hopma HopN\a HopN\a HOopMa
HOpMa HopMma HOpMa HOPMa X X X Y

225A) 225/0

]
HepexomOuHaHTHBIEC 0CO0HM
HORma Hopma I'eN\ocI) HOpMa

Hexkpoccoepubie rameTsl - 90% X X X Y

25% 5%
HOpMa HoOpMa Hopma Nanb.
H
PexomMOuHaHTHBIE

ocoomn

- 100
Kpoccosepnsle rametsl - 10% 2 504 5%



MHoOXecTBeHHble annenn
MUMMmyHOreHeTuKa




IMIHO}XecTBeHHbIU annenmsm

* MHOXecTBeHHbIMU HA3bIBAIOTCA aNNeNm,
KOTOpPbIE Npeactas/ieHbl B nonyaauuu bonee
yem ABymMmA aninenbHbiMmuy COCTOAHUAMM.

* OHM BO3HMKAIOT B pe3y/ibTaTe MHOrOKpPaTHOro
MYTMPOBaHMA OAHOIO U TOTO e JIOKyca
XPOMOCOMDI.

* MHOXecCTBEHHbIE aNNeNn Nexat B OCHOBe
HayKU MMMYHOTE€HETUKMN.



MMMyYHOreHeTuKa

pa3aen UMMYHONOIMU, U3YUYaIOLWUN FreHEeTUYECKYIO
obycnoBneHHOCTb GaKTOPOB MMMYHMUTETA,
BHYTpUBMA0BOE pasHoobpa3sue u HacnepgosaHue
TKaHeBbIX aHTUTEeHOB, reHeTU4YecKmne n NoNynALUOoHHbIe
acneKTbl B3AMMOOTHOLLEHUN MaKpPO-—

N MUKPOOPraHU3MoB, TKaHEBYIO HECOBMECTUMOCTb.




[MoHATUA MMMYHOIreHEeTUKHu

AHMU2eHbI - YyXKepoagHble
BbICOKOMOJIEKYNIAPHbIE BelecTsa,
KoTopble nNpu BBeAeHNU B OPraHnu3m
*UBOTHbDIX U Ye/I0BEeKa BbI3bIBalOT
obpasosaHue cneundpuruecKkmn
pearMpyrowmx ¢ HUMU BeLLecTB

Ha3blBaeMbIX aHmumes-nda.
AHmumesna — 310 6€enKMm,

OTHOCALLMECA K KNaccy ramma-
rnobynnHos, coaepKalimeca B s e
KpoBu u Apyrux
buonornuecknx XnaKocrtax
NO3BOHOUYHbDIX YKUBOTHbIX U
yenoBeKa.

CuHTtesunpyrorca
B-numdpouyutamu. AHTUTENA
B3aUMOAENCTBYIOT C
aHTUreHamu, obessperkmsatot -
nX. o

AHTUIEH




[ToHATHME O «rpynne KPpoBU»

* [pynny KpoBU YenoBeKa onpeaenatoT aHTUreHbl, Haxoaawuecs
Ha ero KpacHbIX KPOBAHbDbIX Te/ibLaX. AHTUreH NpeacTaBafeT
cob0M HEKOTOPYIO CTPYKTYPY Ha NOBEPXHOCTU KNeTKn. Ecam oHa
ABNAETCA UyXKepoAHOU ANA OpraHn3ma, To Ha Hee byaer
pearMposaTtb 3alWMUTHAA CMCTEMA YeNoBeKa.

PUTPOLUUT NOKPbLIT
naasmanemMmmoun TOJILLMHON OKO/0 7 HMW, B
KOTOPYIO BCTPOEHbI aHTUIEHbl CUCTEM
ABO. B nnasme KpoBMu Kaxaoro
4yeNloBeKa UMEIOTCA aHTUTe/1Ia NPOTUB
AHTUreHOB 3PUTPOLUTOB, KOTOpPbIE He
coaepXKatca B ero cob¢crBeHHOU KpoBM.
Haunbonbliylo Ba)KHOCTb NpeacTaBafeT
cuctema rpynn Kposu ABO, cornacHo

KOTOpPOU KpoBU genntca Ha rpynnbl A, B, O
u AB. Ee onpeaenAaloT aoBa aHTUreHa,
pacnonoXeHHble Ha NOBepPXHOCTU
3PUTPOLUTOB.



K. NanpwreiHep

Cuctema ABO

OTKpbITa aBCTPUUCKMM nmmyHonorom Kapsiom
NlaHawTenHepom.

B 1891 rogy oH npoBoAun uccnepgoBaHue
3PUTPOLUTOB U OBOHAPYKUA, UTO B KPACHbIX
KPOBSAHbIX K/IeTKax (3puTpouuntax) HEKOTOPbIX
noaen moxet 6biTb cneumnanbHbli MapKep,
KOTOPbIiA yYyeHblit 0603Haunn ByKBOM A, y
APYrUX - mapkep B, y TpeTbux He
obHapyXunsanucb HM A, Hu B.

B 1900 rogy 6bina onybanKoBaHa cratba. Yepes
rog, JlaHawTteiHep onucan cnocob paspeneHunsa
KpoBMu YenoBeka Ha Tpu rpynnbl: A, BuC
(nochepHana rpynna B ganbHeuwem ctana
o603HauaTbca Kak 0).

YerBepTan rpynna AB(IV) 6bina onucaHa
yyeHbiMm flekactenno 8 1902 roay. CoBmecTtHoe
OTKpPbITUE ABYX YYEHbIX NONYYUNO HAa3BaHUE
cuctembl ABO.

B 1930 r. K. JlaHawTenHepy 6bina npucyxaeHa
Hobenesckasa npemus.



HacnepoBaHue rpynnbi KpoBu no cucteme ABO

Ten 10 — 101 102103 4 1,.0. g
Q)
3 %
leH | — > Ten 1 Z 1AL A2 A3 ymo. [ g o
=
Bl |B2 | B3 =
Ten |18 |61 |54 um.op. cé) g
T
g
¢

Npynna Kposu no cucreme ABO
KOHTpoAupyeTtca reHom |, KOTopbin
HaxoauTtca B 9 xpomocome. leH | umeet Tpun
annenbHble dopmbl IA, 1B, 10. Annensb 10
peueccMBeH NO OTHOLWLEHUIO K ABYM APYruMm.
leH | onpepensaeT cuHTe3 6eN1KOB-aHTUTEeHOB
Ha membpaHe 3pUTPOLUTOB U AHTUTEN K HUM
B N/1a3me Kposu. Tpu annensa reHa obpasyror
6 reHoTnnos u 4 ¢peHoTUNA.

9 xpomocoma



HacneposaHue rpynn Kposu no cucreme ABO

I'pynna DeHOTHIT I'ennl I'eHoTHIIBI
KpPOBH
AHTUTECHBI | AaHTHUTEJA
| (0) - a, 10 1910
11 (A) A B |4 1414, 141°
111 (B) B o | 1213, 1810
IV(AB) AB - 14, 18 1418
Kodwnuuupoeauue
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HecoBmecTMMOCTb KPOBMU

* [pu BCTpeuye 0AHOMMEHHbIX
aHmuzeHa n aHmumesa (A wv o, Bu p)
NPOUCXOAUT CKNensaHue
3PUTPOLMUTOB — 022/1HOMUHAYUA.

* KOMOuKu s3putpoumtos
3aKYyNOPUBAIOT KaNnUANApbLI,
HapyLwaeTca KPOBOCHab)keHue
OpPraHoOB, UTO MOXEeT NPUBECTU K
cmepTH (remoTpaHchy3nNOHHDbIN
LLOK).

 lpynna KpoBu oba3atenbHO

YYMTbIBAETCA NPU NepennBaHnmn
KpPOBM.



[lpaBuno nepenuBaHnA KPOBU

Mpu nepenmMBaHum yuuTbIBaOTCA 3PUTPOLUTBLI AOHOPA U
nnasma peuunueHTa.

dputpouuntbl [(O) rpynnbl He coaeprKaT aHTUTEHOB, MO3TOMY
I(O) rpynny Ha3bIBalOT yHUBEPCAsIbHBLIM OOHOPOM.

Mnasma IV(AB) rpynnbl He coaepXUT aHTUTEN, MOITOMY ee
Ha3bIBAKOT YHUBEPCAbHLIM peyunueHmom.

Ho, 8 Hacmosuw,ee epems nepenusarom mosbKo
OOHO2PYNMHYI Kpossb!

l““/l(o \IIAI(B) |
Nl

IV(AB)

—




[eHoreorpadus

'pynna KkpoBu PacnpocTtpaHeHHOCTb
| (0) HoBwrit cBeT (FOxHas 1 ceBepHass AMEPHUKH)
11 (A) EBpona u ABcTpanus
111 (B) A3zus
IV(AB) 5% Bcero HaceaeHus

HekoTopble rpynnbl KPOBU ABAAIOTCA OYEHb PEAKUMU UN
CYLLECTBYIOT TOJIbKO B onpeaenieHHbIX 3STHUYeCKMxX rpynnax. NMepsas asnsaerca
Haubonee pacnpocTpaHeHHOM NO BCeMy Mmupy — ee obnagarenamum AsnatoTca
O0Kon0 45% HaceneHua.

KpoBb BTOpOM rpynnbl — camasn pacnpocTpaHeHHasn cpeam
esponenues, n ee obnagarenamm asnatorca 35% mmuposoro HaceneHus.

TpeTtba rpynna scTpevaerca y 13%, nioaen, a yerseptaa — y 5%.
YetBepTtan rpynna Kposu (AB) aBnserca camoit mMonoaom u, no ogHoum
u3 sepcun, cpopmmposanacb B pesynbrate CMelleHua nHaoesponenues
U MOHFO/10MA0B.



HacnepoBaHue
Rh-dpakrTopa

Karl Landsteiner

(]
18681943 YyeHble OTKpbIBLUKXE CUCTEMY

K. TaHawTtanHep u A. BuHep.

* Cuctema Rh-dakTopa Ha3BaHa B YecTb
MaKaK-pe3yc, Ha 3pUTPOLMTaxX KOTOPbIX
Brnepsble 6bl/I 0OHApPYHKEHbl aHTUTEHDI.

e 85% HaceneHuns pe3yc NONOHKUTENbHbIN
(Rh +), octanbHble 15% HaceneHna beraeT

Alexander S. Wiener C pe3yc-oTpuuaTtesbHbiMm Kpos# (Rh -).
1907-1976




HacneposaHune Rh-¢paktopa

NMonHoe cuenneHune reHoB

(@]

1 xpomocoma
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MoHuatue Rh — paKrop, 1 ero HacheposaHue

Rh -dakTop ['eHbI ['eHOTHITBI deHoTuI
AHTUTCHBI | aHTHUTEJIA

Rh - dakrop | C, D, E CDE CIE -
MTOJIOKUTEIbHBIN

Rh - dpakrop | C, D, e C D ee CI -
MTOJIOKUTEIbHBIN

Rh - dakrop | ¢, D, E ccD E JE -
TMTOJIOKUATEIILHBIN

Rh - daktop | ¢, D, e ccD ee -
TMTOJIOKUATEIILHBIN

Rh - dakrop «mpuma» | C, d, e C_ddee C -

Rh — ¢akrop «upuma» | ¢,d,E ccddE_ E -

Rh — pakrop «cekynma» | C,d,E C ddE_ C,E -

Rh - dakrop c,d,e ccddee - i

OTPULIATEIbHBIN

/1




PacnpepneneHune pesyc — pakTopa B
4yenoBevyeCcKkou nonynaumm

 EBponewncKasa paca

84% - pe3yCc-NoNOKUTENbHbIX NtOAEN;

16% - pe3yc-oTpuLATEe/bHbIX Nt0AeN;

* HerpounagHas paca

16% - pe3yc-NonoKUTENbHbIX NIOAEN;

84% - pe3yc-0TpuLaTENbHbIX N0AEN;

* MoHronounaHas paca:

0K010 99% - pe3yc-NoNoXKUTENbHbIX NI0AEN;
OK0/10 1% - pe3yc-oTpuLaTeNbHbIX OAEN;




3HaueHue Rh-¢pakropa

1. NepennsaHue Kposu

Pe3yc-nosioKUTE/IbHYIO  KPOBb  Henb3A  NepesnBaroT  pesyc-
OTPUUATE/IbHOMY 4YenoBeKy, T.K. BbipabaTbiBalOTCA aHTUTENa,
Ha3biBaemble aHTU-Rh arroTUHUHBI, NPOUCXOAUT arrItoTUHaumA. B
KOHEYHOM UTOre NPOuUCXoauT paspyLueHne KNeTok (remonms).



Pe3yc-KOHPAUKT.
femonutnyeckana 6onesHb naoaa u
HOBOPOXAEHHOrO




3HaueHue Rh-¢pakropa

2. Pe3yc-KOHPAUKT mexKay
MaTepblo U NN0A0M.
3. CynebHou s3kCcnepTUn3e.




remonutuyeckana 6onesHb HOBOPOXACHHOIO

B pe3ynbTaTe HECOBMECTUMOCTHU
BO3HUMKAET 3pmuTpobaacTo3 nnoaa.

Healthy baby Baby with severe jaundice CM MMATOMbI U an3HaKM
remonnTuyeckomn bonesHu y
HOBOPOXAEHHDbIX:

e AHemwus, 4YTo co3gaeT baegHOCTb
HOBOPOXAEHHOIO).

e Hentyxa unm noxKenteHue Koxu
HOBOPOXAEHHOIO NN CKNepbl. ITO
BbI3BaHO Haan4nem bununpybumHa
(0AWMH M3 KOHEYHbIX NPOAYKTOB
Pa3pyLIEeHNA 3PUTPOLUTOB).

° PaCLumpeHme neyvyeHun
HOBOPOXKAEHHOIO N CE/NNe3EeHKN.

* OpblWKa Unu 3daTpyaHEHHOE
AblXaHUeE.




Cucrema HLA (venoBevecKkui NeKoOLUTapPHDLIW
aHTTEH)

ﬂ
[ ~ £ ‘

* YyeHble OTKpbIBLUME
cucrtemy

* Ha noBepxHOCTU
NIeMKoumnToB bbinu

o o0bHapyKeHb
ean Dausset Baruj Benacerraf cneunanbHble
1916-2009 1920-2011

aHTUTEeHbI.

George Davis Snell
1903-1996



Cucmema aucmocoemecmumocmu 4yesnoeeKka
HLA — yenoseyeckue neMKouuTapHble aHTUTEHDI

HLA
MHC Complex

“”‘“*“\”jﬁ s o [eHbl — B 6 Xpomocome: 4 nokyca (A,

- 21.31p

a1 B, C,D) n 4 cybnokyca D.

- 21.2p
HLAC | g< centromere @ AHTIFE@HbI — B MeMBpaHe Bcex
HLA-B AApocoaepawmx KneTok

q e Hbonee 100 b6enkos
HLA-DR\ arm
e * AHTUTENA — B CbIBOPOTKE KPOBMU

HLA-DQ

-
HLA-DP/ /

human chromosome 6



Cucrema rucrocoemectumocTtu (cucrema HLA)

* A-21 annenb,

/  B-47 annenen,

e C-8 annenen,
D- 19 annenen,
 DR-14 annenem,
* DQ- 36 anneneun

* DP-6 anneneu

6 xpomocoma

79



3HayeHune HLA cuctembl

bt 1. TpaHcnaaHTauusA
OpPraHoOB U TKaHEeMu:
onpegenseT
COBMECTMMOCTb JOHOPOB
ANA nepecajKku opraHos.

positive crossmatch



3HayeHune HLA cucrembl

2. Mapkepeobi HLA

e AHTUreHbl, oTBeyawLlme 3a JOCTOBEepPHOe
CHUXKEHMe CTeNneHn PUCKa, 3@ OTHOCUTEIbHYIO
YCTOMUYMBOCTb K 6ONe3HM Ha3Ba/IM aHTUFeHaMM
«MPOTEKTOpPamMMn»,

* aHTUreHbl, yBeAnYMBatoLmMe pUck 3abonesaHus -
aHTUTreHbl — NPOBOKATOPbLI. | '




OoOpa3sen pemeHust 321241 HA MHOKECTBEHHBIN AJIJI€JTA3M

NPU3HaK reH reHoTMN Y HeKOoTOopbIX Nt0AeU aHTUreHbl cuctembl ABO |-‘|'axo.qm'c;| He TO/NIbKO B
3PUTPOLUTAX, HO MOTYT BbIAENATbCA CO CZIIOHOU U APYTUMU

CEeKpeTopbl S SS Ss KUAKOCTAMMU. ITO CEKPETOPbI, Y HUX €CTb SOMUHAHTHbIN reH S.

HeceKpeTopbl S SS HecekpeTtopbl 3TOoro genatb He moryTt (s). Cucrema ABO

| lo lolo KOHTpOAIMpyeTCcA MHOXecTBeHHbiMmU annenamu: 10, IA, IB . Mpu

I IA IalA lalo MUccneaoBaHUM YeTbipex YNEeHOB CeMbW YCTAaHOBNIEHO: MaTb Mmeer
aHTUreH B B apuTpoLmUTaX, HO HE COAEPXKUT ero B C/NtOHe; oTel, umeet

i B IBlB IBlO aHTUreH A B 3pUTPOLUTAX U B C/IIOHE; nepBblii pebeHOK umeet IV(AB)

v IAIB  1AIB rpynny KpoBu U ABNAETCA HECEKPeTopoMm; BTOpOii pebeHOK umeet

1(0) rpynny KpoBu. Kakune aetn moryT 6biTb eLye B 3TOM cembe?

Il rp, HeceKp. Il rp, cekp.
P: Q Ieloss x @ lalo Ss

OTtBer:



MP

[eHeTUKa nona.

HacnepoBaHue, cuensieHHoe C
Nosom



- Manbuuk?
- Het!

... AKTO?!l...




NPOBJ/IEMA MPOUCXOXOEHUA NONOBbIX PA3/IMYUA, MEXAHU3MOB OMPELENEHUA NOJA
U NoAAEPHKAHUA ONPEAENEHHOIO COOTHOLUEHUA NONOB B NPYNMNAX }XUBOTHbIX
OPTAHM3MOB OYEHb BAXHA U ANA TEOPETUYECKOMU BUONOTNN, U ANA NPAKTUKW.




[1011 - 510 coBOKYNHOCTb MOPHONOrUYECKUX,

dusmnonornyeckmnx, 6UOXMMHMYECKUX U APYrmux
NPU3HAKOB OpraHu3ma, obycnosnmBsaroLmx
BocnpounsseaeHue cebe nopobHoro.




Buabl nona

NleHeTUYeCKUn

Onpe.qenﬂeTc;l no nosioBbiM XpoOMOCOMaMm

FfopMOHanbHbLIN

MO COOTHOLWWEeHUI0 MeXxay MYXXCKUMU U XKEHCKNMU
noyioBbIM TOPpMOHaMHu

FoHaaHbIN Mo cTteneHn pa3BUTUA NONOBLIX Xerne3
ComaTtnyeckum Mo pa3BMTUIO NepBUYHbIX NOJIOBbIX MPU3HAKOB
NMcuxunyeckumn Mo aytonpgeHTUdpnKaumm 4YernoBeka
NpaxpaHCcKnn Mo nacnopTy




lpaXXKpaHCKMU M NCUXUYECKUM non - 37O
coyuasbHble XapaKkmepucmuKu nonda.

[eHeTMYeCKnU, roHaaHbIX, TOPMOHANbHbIN,
COMATUUYECKUM - 3TO0 6uonoeuvyecKue

Xapakmepucmuku rond.



[TonoBble NPU3HAKK

— T~

MepBUUHbIE NONOBbIE * BrtopuuHblie nonosble
NPU3HaKK NPU3HaKu
JTO oOpraHbl, NPUHUMaKOLME J710 NPU3HAKWN, HE
HenocpeAcTBeHHOe y4yacTve B npUHUMaome
NpoLLeccax BOCMPOM3BEAEHNS, HernocpeaCcTBEHHOE yyacTue B
T.e. B TrameTtoreHese U PENPOAYRLAN, HO
cnocobcTayoume BCTPeYM
ON10A0TBOPEHUN, KOTOPEIC ocober 033HOTO nona,
Gopmupytotca B nepuoa 3aBUCAT oT NepBUYHbBIX
ambpuoreHesa (ToHazsL, MONOBbIX NMPU3HAKOB, 7
IOJIOBBIC  IYTH, HAPYKHBIC pa3BMBaloTCA noa
MOJIOBBIE OPTaHbI) BO3/JeNCTBUEM NONOBbIX
rOPMOHOB, MoOABAAOTCA Y

opraHM3ma B rnepuoa nosioBoro
co3peBaHMA  (TEIOCIIOXKCHHE,
TEMOP royioca)



ComaTtunyeckue NMPU3HaKU OGVCI’IOBI’IEHHbIe
Nno/IOM nNoApasaenAarloTca Ha TPU Kateropuunu.

- OrpaHuuyeHHbIE NOoJSIoM KoHTponupyemsie
O6ycnosrneHbI reHamu, NOJIOM
PACMOSIOKEHHBIMU B Ay TOCOMAX O6yCrOBeHbI reHamu
060u1x Nonos, HO NPOABNAFOTCS PACMOMOXeHHEIMU B ayTOCOMAX
OHU TOMbKO y 0cobu oaHoro 060UX NOMOB, HO CTeneHb U
nona 4acToTa UX NposABIeHUA pasHaa y
ocobew

« CuenneHHbIe C NOJIOM

["eHbI, KOTOPbIX NNOKANU3OBAHLI B
NOJSIOBbLIX XpOMACOMA3X



Teopuun onpeaneneHna nona

 XpOMOCOMHas Teopma onpeaeneHmna nona
K. KoppeHca (1907)

* banaHcoBadA Teopua onpeaeneHnsa nona
Bpuaxeca (1922)



[CHETMHECKOE Onpeaenenne nord

OCHOBHbIe CTPYKTYpbI 4pa,
KOTOpble COCTAaBNAIOT MaTepuarnb-
HYIO OCHOBY HacneACTBEHHOCTU U
obecneunBaeT NpeeMCTBEHHOCTb
MeXAy NOKONEeHUsIMM




Xpomocombl




XpomocomHaa meopusA
onpeodeneHus nosaa K. KoppeHca (1907)

e CornacHo 3TOWM TEopMM NONA Y 3SYKAPUOT
3aK/N1a4blBAlOTCA B MOMEHT OMNJI040TBOPEHMUA U
onpegenaeTcas  XPOMOCOMHbIM  Habopom,
KOTOPbIX 3UroTa MNoJsyvYaeT yepe3 rametbl OT
poauTeneun



CymecrByer 5 THNOB
XPOMOCOMHOI0 onpeaeJeHus
moJia (mo Amaja):




1 Tun

M»eH. non - XX

XY- myX. non

I'ereporaMmereH MYKCKOM
0J1

XapakrepeH A
MJICKONIUTAIINX, B TOM
yucjae I8 YejioBeKa, a
TaK Ke yepsen,
PaKooOpa3HbIX,
00JILIIMHCTBA
HACEKOMBIX,
3€eMHOBOJHbIX, HEKOTOPbIX
pbIO



cxema pacuiernyieHmus
no NpusHaKy nona y 1enoseka




OnpeaeneHne nonay 4esnoBekKa

Kakou non y yenoBeka
ABNAETCA
rereporaMmeTHbIM?




2 THII

XeH. non - XY XX- myX. non

I'ereporameren
KEHCKHUH 110J1

XapakrepeH IS THII,
MPeCMbIKAIO M XCH,
HEKOTOPBIX
3eMHOBOJHBIX U PbIO,
HACEKOMBIX
(YemyeKpbLIbIX)



3 ™I

eH. non - XY X0- my»K. non

* HET Y- XpOMOCOMBI,
caMmell MMeeT OJHY
I10JIOBY IO
X-XpoMocoMy B
KapUoTHUIIe

* BCTpeE4YaeTcs y
NPAMOKPBLIbIX
(Ky3HEYMKH,
TapaKaHbl)




4 TN

*eH. non - X0 XY- myX. non

* OtcyrcTBYyeT O/IHA
oJjioBass X-XxpoMocomMa y
0c0o0ei KEeHCKOI0 1moJia

* Bcrpeuaercs y
HEKOTOPbIX HACEKOMBIX
(paBHOKpbBLIBIE! -

HUKAAbI, TJIN)




S THII

lNanaonaHo-IMNJIOUIHBIN

2N X n

IToJs onpenesisieT MJIOUAHOCTD (YUCJI0 XPOMOCOM B Hadope).
Ha mos1 BIMsSIIOT BCe XPOMOCOMBI KAPMOTHIIA,

Bcerpeuaercs y mues 1 MypaBbeB: cCaMIlbl Pa3BUBAIOTCH U3
HEOILJIOAOTBOPEHHBIX TAMJIOUIHbIX AULEKJIETOK (IIapTEeHOreHe3),
CAMKH — U3 OIJIOJOTBOPECHHbIX JUIJIOUIHbIX.



Camka-martka (2n = 32 XpOMOCOMBI). Cameu-prTeHb (n = 16 XpOMOCOM).

__ " ot l&_:."- 7.- 7',. X , o't

Paisupaiorcs U3
OIJIO/LOTBOPEHHBIX
SHUCKICTOK, JIMMHHOK
KOPMAT MEIOM, NIEpProii,
MATOYHBIM MOJIOYKOM,

Passusalorcs w3
SH-

Pa3susalorcs U3 YIBANLTROpER
HEOILIOIOTBOPEH- HBIX SHIICKICTOK.

HBIX SHICKIETOK. JIMSMHOK KOpMSAT
= 4 MEIOM H TIEProm.

Camubl-TpyTHH (n), camku pabdouue (2n), camka-marka (2n).  Pabouas ocoOb.



KombuHauum nonoBbIX XpOMOCOM

BoamMmoxHbIe KDMEHH&LI,I-‘IH NMNMONOEBLIX XPOMOCOM B ZUIroTe.:

e XX — HOpManbHbLIN XXeHCKUWN OpraHu3m.

e XY — HOpMaribHbIN MYXCKOW OpraHmM3m.

e Y0 w00 —3UroTbl HEXXN3HECNOCOOHLI.

e XY*— HOpMaNbHbLIA MYXCKOW OpraHmMam, HO ob0e NonoBblIeé XPOMOCOMbLI
nony4vyeHobl oT otua. XX*— HOpManbHbLIA XEHCKUMW opraHuiam, Ho obe nonosBble
XPOMOCOMBLI NOMy4YeHkbl OT MaTepwu.

e XXX — cuvuHapom Tpucomum X. Yacrora BcTpevaemoctu 1:800 - 1:1000.
Kapuotun 47, XXX. XXeHwMHa Cc MyXenogoOHbIM TenocrnoxeHuem. HepnopazBurol
nepBMYHbLIE U BTOPUYHbLIE MNMOSMOBbLIe Npu3Haku. MHoroa HabnwagaeTrca ymcTBeHHas
oTcTanocTb. [NoBbIWEH PUCK LWUN30PEHUN;

o XXY, XXXY — cunaopom KnaunHdenstepa. Yacrtorta — 1:400 - 1:500. Kapuo-
Tun 47,XXY; 48,XXXY. ®@eHoTtun myxckon. XXeHononobHoe TtenocnoxexHue. Bbl-
COKMW POCT, OASNIMHHbIE PYKU U HOrn. Cnabo pazBuUT BONOCAHOW nokpoB. MHTen-
nNeKT cHuxeH. Hepopaz3zBuTbl NEpBUYHbLIE U BTOPWUUYHbLIE MONMOBLIE MNPU3HAaKW,
Oecnnoaune. NHorpoa adppekKTMBHO paHHee ropMoHarnbHoOe rnevyeHue.



KombuHauum nonoBbIX XpOMOCOM

e X0 — cungpom LllepeweBckoro - TepHepa.
YacTtoTta — 1:2000 - 1:3000. Kapuotun 45, X0. ®eHo-
TN XXeHCKUU. PocT 135-145 cm, KpbinoBnaHas KO-
HasA CKNagka wewu, HU3KO pacrnofioXeHbl yuwmn, Heno-
Pa3zBUTEl NEepBUYHLIE U BTOPUYHLIE NOJNIOBLIE MpPU-
3Hakn. B 25% cny4yaeB - NOpokKu cepaua UM noudek.
MHTennekT He cTpaaaerT. becnnoaue. 3dcdhdheKTUBHO
paHHee ropMmoHansbHoe ne4vyeHue.

MHorga BO2MOMHLI crny4dyam YyBeriM4YeHus
ymncna Y-xpomocom: XYY, XXYY. BonbHbIe nmeroT

npuaHakm cvmHaopoma KnsnHdenstepa v arpeccuB-
Hoe noBegeHue. MoryTt ObiTb aHOManuu 3y60B M
KOCTHOM cuctembl. lNMonoBble Xene3bl pa3BUTbI

HOpMarnbHO.



BanaHcoBas Teopua nona K.bpmnakeca (1922)

Y-Xpomocoma y Myxu-apo30duabl He UMeEeT CyLeCcTBEHHOro 3HaYeHns ana
onpeaeneHmnsa MyxCckoro nona.

Mony aApo3oduabl 3aBUCUT OT coYeTaHUA Yucia X-Xxpomocom 1 Habopos
ayToOCOM.

2X:2A HOpMa/ibHble CaMKWU
1X:2A HOpMmasibHble Camubl

3X:2A cBepxcaMKu, runepTpodmnpoBaHbl NPU3HAKU }KEHCKOTO NOAa,
6ecnnoaHbl

1X:3A cBepxcamubl, rTMNepTPodUPOBaHbl NPU3HAKMU MYMKCKOrO Nona,
6ecnnoaHbl

2X:3A MHTEpCeKcbl, MMET NpU3HaKn obounx nonos, becnaogHs.l.
Mon, Takmm obpasom, onpeaenaeTtca y A4po3odua He NoI0BbIMU
XPOMOCOMaMM, a oTHoweHuem (banaHcom) yncna X-XxpoMmocom u
KonnyectBa HabopoB ayTOCOM.



Camel, (a), camka (6) n HeKoTopble HEHOPMAJ/IbHbIe NOI0BbIE TUMDbI
Apo3odunbl: HTEpceKc (B), cBepxcamKa (r), ceepxcamel, (a)




banaHcoBaAa TeopmA

Mon vy pgpo3odpunbl onpenenserca [10/10BbIM
NMHAOEKCOM - 6anaHcom 4ucna nonosbix X -—
XPOMOCOM U Konuyecmeom Habopos aymocom.

Hem bonbwe X- xpomocom, mem bosee 8bipaxceH
MPU3HAK #EeHCKO20 osa;

Yem ©bGonbwe Habopos aymocom, mem pe3ye
MPOABAAMCA MPU3HAKU MYMHCKO20 1010

[lon onpedensemcs He  MOAbKO  0/08bIMU
XpOMOCOMAMU, HO U dymocomamu, m.e. Uux
COOMHOWeEHUeM.



banaHcosasa meopusa onpedeneHusa nona
bpuoiceca

 CnepoBaTenbHO, reHbl onpeaenmTenun noaa HaxoaAaTca He
TO/IbKO B M0/108bIX XPOMOCOMAX, HO N B aymocomax, a
Ha $OpPMMPOBAHME MONOBLIX MPU3HAKOB BAUAIOT U TEe U
Apyrme, KoTopble KOAMUPYIOT MNONOBble TFOPMOHbLI, a
pa3BMTUE nNO/JIa 3aBUCUT OT COOTHOLIEHUA MeXAay
EHCKUMU N MYXKCKMMU TOPMOHAMM, KOTOPble ecTb U Y
MYXUYNMH U Y IKEHWWH, cneaoBaTe/IbHO 4YenoBekK
N3Ha4yanbHO buceKcyaeH.

* YBennumBaeTrca aKTUBHOCTb AHOPO2EHO8 TPOUCXOAUT
MYCKY/IM3aUMA Y KEeHWMWH, BO3pPACTaeT aKTUBHOCTb
3CMpo2eH08 — NPoucxoamnT GeMmHU3aLUA Yy MYKYNH.



* [OHaAbl Yy YenoBeKa A0 LWeCcTUHeaeNbHOro
BO3pacTa He ABAAIOTCA HU MYMKCKUMU, HU

KEHCKUMKN, a  UX anddepeHUnpoBKa
HayMHaeTcA Ha 6 Hegenun  pPas3BUTUA
3apoablLLa, C dopMUPOBaAHUA

HeandpepeHUMPOBAHHONU  TKAHM roHaa-
CEMEHHUKOB WM AWYHWUKOB U 3TOT npouecc
KOHTPO/IMPYETCA reHaMMu.



I11o/10BBIE XPOMOCOMBI

Y-xpomocoma

* AKpoueHTpHYecKas
* Conpep:xut 78 reHoB

e TeHbI HAXOAAIIMECH B Y-
XpOMOCOMAX MepeaarTcs
OT OTIHA BCEM CHIHOBBSIM.

X-XpoMocoma

 CyOmMeraneHTpU4YeCKasi

* Copep:xurt 0osee 100
reHOB

* boJgee 60 renos
SIBJIAIOTCH NPUYUHONI
HACJICACTBEHHbIX
3a00J1eBaHUH




HacnepoBaHue, cuensieHHoe C
NosOM — HacnegoBaHue
NPU3HAKOB, reHbl KOTOPbIX
HaxoaATcAa B X- U Y-XpOMOCOMax.







HACIEN0BaHKe, CLenneHHoe C NonoMm

5% e



KnaccupuKkauma Tmnos HacnepgoBaHUA,
cLuen/JIeHHbIX C N0JIOM

e loMmMHaAHTHOeE cuensieHHoe ¢ X-XpOMOCOM.

* PeueccuBHOe cuensnieHHoe ¢ X-XpoMOoCcoM.

* TonaHapuyeckoe cuensieHHoe ¢ Y-XpoMOCOM.



X-cuenneHHoe HacneaoBaHUe
(AOMWMHAHTHbIN TMN)

KEeHWMWHa, KoTopasa yHacnegosana AaHHbIM NPU3HAK OT
OAHOro U3 poauTeneun, aABAAETCA TreTepo3UroTHOn, a
MY*KYMHA — FTEMU3O0TOTHbIMMU.

NPU3HAK NepeaaeTca N MyKUYMHAM U }KEHLWLUHAM.
KEHLWMHbI NepeaatoT AaHHbIM NPU3HAK U CblHY U Ao4Yepu
1:1

MYX4YMHA, UMEKLWNN AAHHBLIN MPU3HAK nepeaaeT ero
BCEM CBOMM A0YEPSM U He nepenaeT ero CbIHOBbAM. B

CpeaHeM VY JKEeHLWMH JAaHHbIA MPU3HaK npoABaAeTcs
MEHEE BbIParKeHOo, YEM Y MYKYMH

[Tpumep: runoochareMUIeCKUN paxuT



IloagpoO6Hasa xapTa X-XpOMOCOMbBI YeJIOBEKa

U3BecTHO bonee
370 bone3Hen
cuensieHHbIX C
X-XpoOMOCOMOMN.

NMockonbky y
0Ccob0en MyXCKoro
nona ogHa X-
XpomMocoma, To Bce
NIoKanun3oBaHHbIE B
HeWu reHbl, gaxe
peueccuBHbIe,
cpa3sy xe
NPosIBNAIOTCA B
¢deHOoTURNE.

MellWeYyHaA QMETROGKMA JoWeHHS
MelWeYHAA QMcTpOgKMA BeEERDE

HPOHMMECKAA TRaHyNemMaTazHaA
fonezHL

BonezHe Hoppw |

CrarpofAnacTHAA aHEMWA
CHHOpOM Aapckora - CEoTTa
MEeMOnMTHYECKAA SHEMMA

ArammarnofynMHEMKMA
CUHOpom KeHHe QK

BonezHe Menvueyca-Mepubaxepa
CHHApOM ANBENORTS
BonezHe Tafipu

FIMyHHaA HEQOCTATOYHOCTE

NumonponfepaTHEHEIA
CHHOROM
MMyxoTa M anefUHWEM

MxTHoz
HexeaTka cyNedaTOR B CTEROMOE NAALEHTEI
/ CrHOpom KanemaHa
MnodocgaTyAa
MMNoMarHMemuA

MazHoH aneBUHWEM
FawenyHa ceT™aTEu

\ ApTepdaneHaA TMAONNaz KA
MAMUepKMH-EWHaza aeduuuT

JetMuUnT OpHWTHMHA

HeyCToRYMERA MHIMEHTALMA
CUHOpom BuckotTa-Ongpuda
CHHOpoM MeHEeca

™ HeuyecTEMTENLHOCTE aHApOreHa

Heeponatyia Wapko-Mapu-Tyca
/ FacuwenneHwe HEAA
CyOopoxHaA Napannerda

FEFS nogarpa
CrHOpon Moy
CHHAOpoM Newa-Hadxana

HFRET nogarpa

CHHOPOM ¥aHTa
MemodunuAa B

MemofuirA A

HKPOHWYECKAA TEMONWTUYECKAA AHEMKA
MaHWaKaneEHO-ARNQRCCMEHOR 2AA0NEREAHKE
CCNeNNEHWE ARKMMKA UEETAMK

AnpeHone EogMcTpodKrA
ANREHOMMWMENOHEEDONATHA
MyCEyNEHAA QUCTpodMA
HecaxapHeld aabeT




X-AOMUHAHTHbIA TUN HAacnea0BaHUA
3/10Ka4YeCcTBEHHbIN PaXUT




X-cuenneHHoe HacneaoBaHUe
(peueccuBHbIN TMN)

Y *KEHWMHbl UMEIOLWMN AaHHbIA NPU3HAK OH KaK NpaBWU/IO He
nposasnaeTca GeHOTUNNYECKMN.

Yallle NPU3HaK nNpoABnAeTCA y My*K4nNH, a XeHLWNHbl ABNAKOTCA
ero HOCUTeNeM.

MY}KUYMHbI, Y KOTOPbIX HeT (PEHOTUNMUYECKOro NPOosBAEHUA
NAHHOro NPU3HaKa, He NnepeaaayT ero CBOUM AETAM.

BCE AEBOYKM, Y KOTOPbIX HET GEHOTUNMNYECKOTO MPOABAEHUA
NPU3HaKa, POXKAEHHble OT OoTua Yy KOTOPOro npu3HakK
NPOSABASETCA, ABNAOTCA HOCUTENAMM.

MY*YMHA,  UMMelWwnMn  peHOoTUNMUYeckoe  NPoABJEHMUE
NPU3HaKa He nepeaaeT 3TOT MPU3HAK CBOEMY CbIHY.

[Tpumep: reMobuIns, JaIbTOHU3M, MBIIIICYHAsT JUCTPOPHs



X

Xd

girl (unaffected)

A xx

girl (carrier)

boy (unaffected)

B xv

IposiBisiercs
pelecCuBHBIN I'eH,
UMEKIUNUCS B
reHOTHUIIC B
¢AMHCTBECHHOM YHCJIE.
Ecau X-xpomocoma
CONCPIKUT
penecCuBHbLIN I'eH
reMo(puIinu, TO BCe
MYKYUHBI OyAyT
reMmopuINKaMu, T.K. Y-
XpOMOCOMA He
CONCPIKUT
JTOMUHAHTHOIO aJIJIeJIsl.



PaccmoTpum, Kakoe NOTOMCTBO MOXKET NOABUTLCA Y KEHLUMUHDbI,
BCTynNawLwen B 6pak ¢ HOPMabHbIM NO 3TOMY NPU3HAKY MYXKUYUHOMN

P.  XHX" X XAy

HocutenbHuua reHa remodpunmnm 300p0BbIN MYXKYMHA

G: XH, X X,y

F1. XHxH,  XHxh, XAy, X"y

3p0poBas aeBodka  [leBovKa-HOCMTE/IbHULA 30pOBbIN Ma/Ib4yuK BONbHOI MaNbuMK



«IHapckasa 00J1€e3Hb»

3TO NAaTONOrUYECKan MyTauua B rene F8C
6bina B reHOTUNE HacheAHMUKa LLapCKOoro
npecrona pyccroro uapa Anexces.

femodpunna A — TAXKENaAA HaCNeACTBEHHAA
6onesHb, NOpPaXKaoWaA NOUTU UCKAIOUNTENABHO
nogei mymcroro nona. B cpegnem, oauH us 10
000 manbuMKOB POXKAACTCA C 3TOW NATONOrUEH,
W TOAbKO B 70% chyuaes B ero poaoCNAOBHOM
MOXXHO HaWTU YKa3aHUA Ha HACNEACTBEHHYIO
nepepavy MyTaHTHOrO reHa. 3TO 3HAUYMUT, YTO
ONA KRA0NU TPeTbelh ceMmbU, B KOTOPOMH
CAYYUNOCH TaKOe HecvacTbe, nocnegHee
ABNAACTCA NONHOW HEOXKUAAHHOCTBLIO.




PoxociioBHasA MOTOMKOB aHIVIMMCKON KOPOJIE€BbI
Buxkropuu. IlIpeamnoJsiaraior, 4T0 reH reMmoujinu
BO3HUK B pe3yJjbTaTe MyTallull Y CAMOMN KOPOJI€eBbI
BUKTOpUU WU Y OJHOTO U3 €€ POAuTEIEeH.

Koponess Bumpm..d] Tty AusGepr

00 @

Opinpicx X | Buxropus.~ Kopons | Koponesa Anexcangpa  Amica | Jiomsur IV Teccencicnt  leonomsg, | Enesn Bearpuca | 'enprx Barrenbyprexit
Onyapn repuor OnGar

Ij tl Codpita P eopr V‘ -B —D s Uaps
—T T

Bansnenap CHTEOMYHD Hpen 11 iy Jlyw Avexcaszipe| Huxonat Amica| Anexcantp Jleonomss Mopee Buxropus, | Amsdbone X1
Tecoencxan Openepuk Barres6yprxii koponesd | kopons Henamim

]_"‘l

Henasmu
Teopr VI Amica
Anexcan l'eHpiX, DATbzemap, apesuy Mophc, yvep Pyne An

p ymep 4 ner foxaun 10 56 et Afexcell B paiien (HOP:rTPOMaTOK) bdotic  Toncano

f O i 8 Y —

Enisasens !l pHHL
0 0 O Sropomsnwemams g
O 3unpro Jnyapa ‘ X estnss - socumens Cyyaes
o | Yapny Alia | Mapx Ounmine O 3noposbilt MyxiHa
[ | My - sosmonsi
reMOQHIHK

Vamaw Do e Saps .Mmuua TEMODHTK




Mpumepbl 3aboneBaHni Hacnegyembix CUENIEHO C NOJIOM

DanbToHN3ZM, YacTUYHaA LBLTOBaA CANOTa, OAUNH U3 BUAOE HapyLWeHWn
UBETOBOrO 3peHun. ITo 3abonesanne Bnepeble onucaHo B 1794r. NansToHUIM
BCTPeYaeTca y 8% MmymunuH u y 0,5% »eHwmH.

Moy suina02HY OLHOTO U3 I7YX
DNSMBHTOS HICTYZZT Yzl eryltiFzs)
us2rosz;l cl2ror) - AMXPOMA3UA

C NnOMOLLbIO 3TUX TaBAKL, MOXHO
HapyweHue yseroowyueHua. B rabnauuye
Ne 1 nioau ¢ HOpManbHbIM 3peHUemM

BUAAT uuodpy 16.

Jltoau ¢ npuobpeTeHHbIM PaccTPOMCTBOM
3peHuA C TPYA0M UM BOBCE He
pasnaunuatot unudpy 96 B Tabanue Ne 2.




X-cuenneHHoe HacnegoBaHme

IlpusHak nepemaercs:

* 0T MaTepH K A04YepsAM U
CHIHOBBSIM,

°* OT OTIIA — TOJBKO K
H04YepsiM




Y-cuenneHHoe HacneaoBaHUeE
(ronaHapuyeckuu Tmn)

* [lpn AaHHOM TUNEe HacneaoBaHMA NPU3HAaK
nepenaeTcs OT OTLA K CbIHY

* IIpumep: runeprprxo3 (BOJIOCATOCTh HAPYKHOTO
CIIyXOBOTO IIPOXO0Ja); HXTHO3.



1Ipu3Haku creryieHHbIE C IM0JIOM

Y-XpOMOCOMY Ha3biBalOT reHeTUYECKU
Y WHEPTHOW MAN FEeHEeTUUECKM NYCTOM, TaK
KaK B HEW OYeHb Mano reHoB..

Yy YyenosekKa Pzl Y-xpomocome
pacnonaraeTtca pAa reHos, peryampylowmx
cnepmaroreHes, NPOABNEHUA aHTUreHOB
rMCTOCOBMECTUMOCTU, BAMAIOWMUX Ha
pasmep 3y6osB M T. A.

U3BeCTHbI aHOMaNuK, cuenneHHbie ¢ Y-XpoOMOCOMOM, KOTOpbie OT OTua
nepeaaloTcA BCeM CbIHOBbAM (YewWyWvaToOCTb KOXMW, NepenoHvarble
nNanbuybl, CUAbHOE 0OBONOCEHUE Ha ywax).



[onaHApPUYECKUA TUN Hacne40BaHUA

* AXTHNO3




HapyweHue pa3BuUTUA Nona

* Jltoboe ropmoHanbHOE HapyLUeHMe BeayLlee K
cABUryY n OpMUPOBAHMIO MPU3HAKOB
NPOTMBOMONOXKHOTIO MNo/s1a HAa3bIBAETCH
repmappoanTUIMOM.

Y B3pOCabIX ABOMCTBEHHOCTb N01a NPOABAAETCA B
PYANMEHTAX:

oy -KNNTOP.

e Y U334aTOK MOJZIOYHOM ¥Kenesbl U MaTKM BeNYNHOM
C PUCOBOE 3ePHbILWKO.



HapyLlleHnA B pa3BUTUM NONA

flepmacdbpoanTnam (oboenonocTb).

NcTuHHBIN repmadpoamT cnocobeH NpoayumpoBaTbh MYXCKUE U XXeHCKue
NONMoOBLIE KNeTKW (y 4YenoBeKa He BCTpe4yaeTcH, XapaKTepHOo ANA MNMOCKUX 4Yep-
BEMN).

Mpn noxHomMm repmadppoanTamMme HabnNrwOoaeTca HECOOTBETCTBME NepBuYd-
HbIX M BTOPWUYHbIX MOMNOBLIX NpPpU3HakoB. JloXHble repmadppoanTel 6ecnnogHbl.
Y yenopeka BO3ZMOXHO ropmMoHanbHOEe UMK XUpypruyeckoe neyeHue, nocne yc-
TaHOBNEeHUA reHeTUYeCcKoro nona.

[oMoOceKcyanuam — nonoBoe Uu3BpaleHue, BbLIOOp NMonoBoro naprHepa

cBoOero nona.
TpaHcceKcyaliuam — CTOMKOE€ HecOOTBeTCTBUE MNONOoBOro camMoCO3HaHUA

YyenoBeka ero MICTUHHOMY FreHeTU4eCcKOMY M roHagHoMmy nony (owylieHue npu-
HaAMNEXHOCTU K APYromMy nony).
TpaHCBeCcTU3M — MOJIOBOE M3BpalleHUE, MPU KOTOPOM MosioBoe BO30YX-

AdeHrne 1 yooernertseopeHuwe O0OCTUrarloTcA npyv nepeogeBeaHM B ogexay Wi Ko-
nMAPpoOBaHWKN OPYTUX dopm NnoBegeHUs NPOTUBOMNONOXHOIO nona.



[epmadpoanTmnam(aBynonocTb)

* J10XKHbIN —MON0OBbIE XPOMOCOMbI 1 NONIOBbIE XKene3bl
OZlHOTO NOAA, @ HAPYKHble U BHYTPEHHWE NONOBbIE
opraHbl apyroro (buccekcyanbHoe pa3BuUTme):

 JIOXHbIN MYXKCKOWU repmadpoanuTMam - TroHagbl
MYXCKMe(46xy), a nonosble OpraHbl MO KEHCKOMY
T™™ny.

 JIOXHbIN XKEHCKUN repmadpoamTMam — TroHadbl
KEHCKMeE, a N0N0BbI€ OPraHbl NO MYXKCKOMY TUNY



TpaHceKcyannsm

* 3T0 CTOUKOe OCO3HaHMue cBoeu
NPUHAANEXHOCTU K NPOTUBOMNOJIOXKHOMY
nony, HEeCMoTpS Ha npaBuUabHOE

dopMMNPOBAHNE MNEPBUYHBLIX WU BTOPUYHDIX
nonosbix npun3HakoB(1:300TbiC.  MYXKCKOrO
HaceneHna obpalwatoTca K BpavYam B 25-
/IeETHEeM BO3pacTe No NOBOAY CMEHbI Nnona).



[TpMYNHBbI HapyLLEeHUA NONOBOM
anpdpepeHUNpPoBKHU

XPOMOCOMHbIE U FTeHHble MyTaLWu;
bOpPMMNPOBAHMNE HEMOJ/IHOLLEHHbIX FAMET;

OTCYTCTBME YYBCTBUTE/NIbHOCTU TKAHEMN
MMWLUEHEN K NOJIOBbIM FOPMOHAM;

nosbllLEH YPOBEHDb NMNOJZIOBbIX TOPMOHOB
BHETOHAAHOIO NPOUCXOKAOEHUNA.



[eHOM yenosekKa



[EHOM YEJIOBEKA

* B 1988 roay HaunoHanbHbIN UHCTUTYT
3popoBbA CLUA Hayan npoeKTt «feHOM
yenoBeKa», BO3r1aBu/1 KOTOPbIU
HobeneBcKM naypeat [xKenmc YOTCOH.
OCHOBHaA Ue/sib NPOeKTa — BbIACHUTb
nocnenoBaTes/IbHOCTb HYKNEOTUAHbIX
OCHOBaHUN BO Bcex monekynax AHK yenoseka
M YCTAHOBUTb JIOKA/IN3aLUMLO, T.€. MOJNHOCTbIO
KapTUPOBATb BCE reHbl YeN0BEKa.



* [IIupokomacmraOHbIE KOOPAUHUPOBAHHBIC
MCCJICOBAHUS CTAJIM IPOBOAUTHCS MO 3TUI0M
MEXKIYHApPOAHOM opraHu3anud Human
Genom Organisation (HUGO). C 1989 1. B
IIPOEKT BKIItoUnMiIachk u Poccus. Bee
XPOMOCOMEI YE€JI0OBEKA ObLIN IOACICHBI MEKIY
CTpaHaMHu-y4dyacTHULIAMU, U Poccun i
MCCJIEIOBAHUS JOCTAINCh 3-, 13- 1 19-1
XPOMOCOMBI. B IIpoeKTe OKa3aIuch
3aJICUCTBOBAHBI HECKOJIBKO THICHY YYEHBIX
u3 20 cTpas.



K Havyany 1998 r. 6bin0 CEKBEHUPOBAHO BCETO
oKono 3% reHoma. B 310 Bpems K pabote
HEeOXMAQAHHO NOAKAKYMNACL YACTHaA
aMepUKaHCKaA KOMMaHMA M3 WITATA
Mepuneng «Celera Genomics» nop
pykoBoacTBOM Kpera BeHTepa, KOTOpaA
06bABMANA, YTO 3aKOHYUT CBOIO PaboTy Ha 4
roaa paHble meXayHapoaHOoro
KOHCOpUMyma.



 [eHOM YenoBeKa» BOLIEN B UCTOPUIO KaK OAMNH
M3 CaMbIX TPYAOEMKNX N JOPOroCTOALLUX
npoekToB. Ha Hero 6b110 NOTPAYEHO B CYMME
bonee 6 MmMnanappoB AONNAPOB.



 Kak oka3anocb B KoanposaHun 6e1KoB B
reHomMme 4yenoBeKa NPUHMMAET Y4aCTUE He
bonee 1,5 % xpomocomHoun 1HK yenoseKa
(m.e. ceHemuyeckue uHCMpyKuuu o
GhOpPMUPOBAHUIO Yes108E4ECKO20
UHOUBUOYYMQA 3aHUMAOM AUWb 3 CM HA
osyxmempoeoli moneKyne [AHK yenoseKa).



B 2020 roay npe3naeHTt CLUA Bunn KAUMHTOH 1
npembep-MmMHUCTP BennkobputaHmum ToHu
bnap o6bvaBmMAK, YTO NPOEKT «[eHOM YenoBeKa» u
Kopnopauua Celera Genomics 3aBepwinam
«nepBOHaya/ibHOe CeKBeHNUpOoBaHMe reHoma
yenoseKa». [OBOPAT, YTO C 3TOr0 MOMEHTA buonorus
BCTYNW/a B «MOCTreHOMHYI0 3py». Ha3BaTb 3Ty AaTy
«AHEM pPacMNPPOBKM YeNOBEYECKOTro reHOMa»
MOXHO, NpasBaa, TONbKO YCAOBHO — Ha TOU
KOHdEPEHUUN YYEeHble NNLLIb PAacCKa3ajim O NepBOM
«4yepHoBUKe» nocneaosatenbHocTn [JHK Bcex
XPOMOCOM Ye/10BEKA CO MHOXKeCTBOM Npobenos,
HEeKOTOpble N3 KOTOPbIX He 3aN0J/IHeHbl A0 CUX MOop.



Ob6e nybanKauum, onmncbiBaOLWLMNE «YEPHOBUKY
yenoBeyecKoro reHoma, sbiwnum 8 2001 roay, a
«YMCTOBAA» BepCUA NOABUIACH elle Yepes Tpu roaa.
[locne aTOro NpoeKkT «[eHoOM YenoBeKa» 3aBepLunaca
— a BOT pacwmndpoBKa reHOMa Ye/I0BEKA HeT.
OcmbicneHne n goNoNHEeHWe NoJIyYeHHbIX Toraa
ANAHHbIX NPOAOAXKaeTCcAa 40 CUX Nop.




Cnacubo 3a BHUMaAHMeE




