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AKTYAJIbHOCTb TEMbI:

@ 3aKOHOMepHOCMmU HAacs1Iedo8aAHUA NPU3HAKOB Ha
Op2aHU3MeHHOM yposHe ycmaHosun I'.MeHOe b (1865).

@ Y yesnoseka uzsecmHo 6osiee 2300 npu3Hakos
(HOpMaJibHbIX U namMoJio2u4ecKux), Komopble Hacsedyromcs
no 3aKoHam MeHdena. mu npu3HAKuU Ha3bIBAIOMCA
MeHdelupyruumMu, a HacsedosaHue - MOHO2eHHbIM.

® MoHozeHHbIe 60s1e3HU - (peHUIKemOoHYypusA, aJibOUHU3M,
nosiudakmuinusa, bpaxudakmusua u pao odpyaux.

@ 3HaHue 3aKOHoMepHocmeu HAc/1e008aAHUS MOHO2€HHbIX
60/1e3Heli He06x00UMbI 8pA4Yy Npu NposedeHUU MeAUKO,
2eHemu4ecKo20 KOHCY/IbmupOBaHUSA C YeJibio onpeaenef*
BepoAamMHocmu poxodeHusa 60/1bHbix demelU 8 cembe.




eHemuKka (om epe4ecKkoz20: pod, poXKar) - HAyKa, usydarouwas
0cobeHHocmu HacsedcmgseHHOCMuU U U3MeH4YuUsocmu, Komopble
ABJIAIOMCA 2/1a8HbIMU XAPAKMEepUCMUKAMU *KUBbIX Cywecms.

I'IpeaMemOM ceHemuKu 4eJsioseKa A8J1AI0omcCcA.

@ WMN3y4yeHue npobsieM coxpaHeHuUs 2eHemu4ecKou uHgopmayuu -
mamepuasibHo20 cybcmpama HacsiedcmseHHOCMuU.

@ BblacHeHue 3akoHoMepHocmel nepedaqu 2eHemu4ecKol
UHOpMayuu 8 KOHKpemHble NPU3HAKU.

@ M3yyeHue AsseHull HaAcC1e0cMBeHHOCMU U U3MEeHYUBOCMU Y
Yye/loBeKa Ha BCeX YPOBHAX €20 Op2aHU3ayuu U cywecmsosaHus.
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B I'EHETUKE YEJIOBEKA BbLIJIEJIAIOT IBA PA3/EJIA -
AHTPOIIOT'EHETUKA U MEJUITNHCKYIO I'EHETHUKY.

AHTPOIOTEHETUKA U3YYaAET NMPU3ZHAKA YEIIOBEKA B
HOpPME.

MenunuHckas reHeThKa - HayKa, KOTopasi n3y4aer:
® POJIb HACJIEICTBEHHOCTH B IATOJIOTUH YE€IOBEKA

©® 3aKOHOMCPHOCTH IepC€aaqyn U3 IOKOJICHUA B
ITOKOJICHHNC HACJIICACTBCHHBIX 0oJie3HEH

® pa3pabdaThIBACT METOJBI IMArHOCTUKHU U
IpO(PUIIAKTUKY HACIICACTBECHHOM IaTOJIOI 1M,
BKJIFO4as OOJIE3HU C HACJIEICTBEHHOM
IPEAPACIIOIOKEHHOCTBIO.
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COBPEMEHHAS MEJJULIMHCKASI TEHETUKA
KAK PA3JIEJI TEHETUKHA YEJTOBEKA UMEET
PSI]T CAMOCTOSTEJLHBIX MOAPA3AEJEHUN

reHeTUKa KpoBM;
MMMYHOr€HETUKA;
reHeTMKa COMATUYECKMX KIETOK;

reHeTUKa HEpBHOMU AEeATENIbHOCTH U
nosefeHus

paavauMoHHas;
dapmMakosiormyeckas;
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OCHOBHbIE MOHATHUA N TEPMHUHDI
TEHETUKWA

HacneacTtBeHHOCTb
N3MeHUYMBOCTb

[eH

annesibHble reHbl

JOMMHAHTHbIM NPU3HAK
PeLEeCCUBHbIM NPU3HAK
[OMO3UIOTHbIM OpraHu3Mm (AA)
[eTepo3nroTHbIM opraHusm (Aa)
[€MM3UIOTHbIM OpraHM3m

ina 3anucu pe3ynbTaToB CKpeLWMBaHUM B
reHeTMKe Ucnosnb3yeTcs cneyuanbHan
CUMBONMKa, npepanoxeHHan I'. MeHpgenem:

Pogutenbckune ocobu obosHauarotcs bykson P oT
crioga (parents) — pogutenu.

[loToMCTBO, nu rMopuAbl, 06o3HavatoTes Oykson F o1
cnoea (Filli) — noTomcTBO, AETH.

B Buae nHaekca Bosne bykebl F 0bo3HayaeTcs Homep
mokoneHuns (Hanpumep, F1 — rubpuabl nepeoro nokomne-
HUA).

My»cKasi 0cobb 0003HauaeTcs CMMBOMOM ¢ (LT 1 MeY
Mapca).

YKeHckas ocobb ¢ (3epkano BeHepbl).

X — 370 3HaK CKPELLMBaHNSA, HO AMS MO4EN UCTOMb3YOTCA
Apyre cumBonbl (48 0603HaueHns bpaka).

bonbLuoy Bykon 0603HaYaeTcs AOMUHAHTHLIV annenb (A)
ManeHbkon bykBon 0603Ha4yaeTca peLeccuBHbIN anmenb

(a)



OpraHusMeHHbIN YPOBEHb pPeajiu3anum
reHeTH4eCKOM HHO(OpPMAIIMHU NPEACTABJICH
F€eHOMOM M I'€HOTHIIOM

[[eHOM: [[eHOTMN:
@COBOKYMNHOCTb MEeHOB B @ COBOKYMHOCTb MeHOB B
ranioMaHoMy Habope AUNIonaHOMYy Habope

XPOMOCOM XPOMOCOM

eBuagocneumduyeH eBuagocneumduyeH




Binuuenn
UUBUwwew Jibhaaa

22 X
X

17 18 19 20 21 17 18 19 20 21 22 X

(a) cosoKynHocmb 2eHO8 (b) coeokynHocmb 2eHoe
dunsioudHozo Habopa xpoMocoM  2arnyIoud0HO20 Habopa XpoMOCoM

feHOTMN fTeHOM



MEXAHA3Mbl ®OPMUPOBAHUA TEEHOMA YEJIOBEKA:
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XpPOMOCOMHbIE NepecTPOUKMU
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(OT rpe4veckoro
crnoBa phainotip — sBnsto,
oOHapyxmBato) —
COBOKYMHOCTb XapaKTEPUCTMWK,
MPUCYLLUNX NHONBUAY Ha
onpeanenéHHon cTtaanu
1TUA. PeHoTun
npyetcs Ha
eHOTUNA

JOBaHHOIo psaoM
' BHELLHEeC

Cpena, ———> DeHOTUTT,
Cpepa, —> ®PeHorH,
Cpena, ——> ®DeHoTHI,
lenorun, X | Cpega, —> Denorun,

Cpena, —> DeHOTHII,
Cpena, —> DeHOTHT
Cpepna, ——>» PeHoOTHIL,



C uesiblo OUEHKU poan
Hac1eACTBEHHOCTU B Pa3BUTUM TOIO
WUJIM MHOIO NMPM3HaKa NpoBOAAT
pacyeTbl No popMmye:

rge - KoaUUUEHT
Hac1eaACTBEHHOCTMH, -
MOHOHO3MUIroThbl, - AU3UTOTbl.
PaccumTbiBaloT:

CTeneHb CXoACTBa

)

-pasnnyma ( )
NPU3HaKOB y 6/11M3HeL0B.




- 3TO PE3Y/IbTAT
PEA/IM3ALUU TEHOTUNA B
ONPEAE/IEHHbIX YCI0OBUAX
BHELLHEM CPE/AbI.

e B DEHOTMINE NOYTU
HUKOr IA HE PEA/IN3YIOTCA
BCE FEHETUYECKUE
BO3MOXHOCTMU, A TOJIbKO
YACTb U3 HUX, A1 KOTOPbIX
YCJI0BUA BblIU
ONTUMAIbHbIMM.

AZIMYUE ONPEAENEHHbIX
FEHOB HE O3HAYAET, YTO MX
. JEMCTBUE 3ABEPLLUUTCA

"1 PA3BUTUEM

. COOTBETCTBYIOLLUX
MPU3HAKOB.



) Normal red Blcod colls

Noormal
o Biood

RE8Cs Bow lreoly
within Sood vossol

Aboormal, sickded, red blood cel
(sichkde cells)

IHaTosoruun

HacnencrBennsie
(akTopsl

OcHOBHasA
ITHOJIOTHYECKAS

poJib
Hacnencrsennsie
0o0JIe3HH,
00yCIIOBJICHHBIC
MIaTOJIOTUYECKOM
MyTaIUsIMHU

bonesnn,
3aBUCSIIHIE OT
TeHETUYECKOM
MPEAPACIIONOKEHH
OCTH

Cpepa

Moauduiupyer

MIPOSIBJICHHE

00J1e3HH

Jlimst ux
MIPOSIBIICHUS
HEO0X0IUMO
cnenuduaecKuit
bhaxTop
OKpY>Karolen
Cpelbl

OcHoBHOI1 (pakTOp-
HeOIaronpusiTHIC
YCIIOBHS
OKpY>Karolen
Cpesl

UckntountenbHas
poJib pakToOpoB
OKpY Karolen
cpenbl




'perop UoraHH
Menpenb (Hem. Gregor Johann
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LinTonornyeckme ocHoBbl 3akoHoB MeHaens
Ga3unpyroTcs Ha:

* YeTHOCTU XPOMOCOM (YETHOCTU FreHOB,
o0ycnoBnuBawLWUX BO3MOXHOCTb PAa3BUTUA KaKoro-
nnbo npusHaka)

* 0COOEHHOCTU MeMno3a (npouecchl, npoucxoasiive B
MeMno3e, KoTopble obecrneynBaroT He3aBUCUMOe
pacxoXxaeHue XpoMOCOM C HaXOAALWMMUCS Ha HUX
reHamm K pasHbIM NAOCaM KIleTKU, a 3aTeM 1 B
pa3Hble rameTbl) () ———

('} :
e 0COOEeHHOCTHN npouecca onysiogorBopeHus 5

(cnyyanHoro KOMOMHNPOBAHNA XPOMOCOM; HECYILNX

No OQHOMY reHy U3 Kaxaow annenbHbIX flapbt) | =
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Seed Flower Pod Stem

Form  Cotyledons|  Color Form Color Place Size

00| ffer

Grey & | Adalpods, | |-
pound | Yelow | Whie Ful | Yelow f e ersalog o9 (67

White & . :
Wrinkled Green Violet Constricted|  Green

Tenﬁ.inal pogs, : .
Flowers top Shortx-1R)

1 2 3 4 5 6 1




[opox noceBHOM

(Pisum sativum) -
camoonblagemoe
pacmeHue, N03Momy
NOMOMKU Ka»kdozo
pacmeHuA As/19I0mMcA
YUCMbIMU JIUHUAMU
(4ucmocopmHslie)



»3aKOH eAMHOOOpa3unsa rMdpunaoB NePBOro NOKONEHNS, U NepBbIn 3aKoH
MeHnoens, yTeepxxgaet, 4TO NOTOMCTBO NepPBOro NoKOSIEHNA OT
CKpeLLUMBaHMA YCTOMYMBLIX POPM, pasninyaroLLmnXca No OAHOMY MNPU3HAKY,
MMeeT OgMHaKOBbIN OeHOTUN Mo 3TOMY Npu3Haky. [Npu aTom BCe rmdpuabl
MOryT UMETb (PeHOTUMN OQHOro U3 poauTenen (NosIHoe JOMUHUPOBaHKE).

+ 3aKOH pacLuenneHus, 1y BTopon 3akoH MeHgens, rnacut, 4YTto rnpu
CKpeLumBaHn rmbpunaos nepBoro NoKoNeHns mexay cobon cpean
rmopuaoB BTOPOro NoKONeHUs B onpeaeneHHbIX COOTHOLLEHNAX
NoSABNAKTCA 0COBM C peHOTUNamMm UCXOLHbIX POAUTENBCKNX POpPM K
rmopuaoB NepBoro NOoKosieHus. Tak, B criydae nosiHOro JOMUHUPOBaHNS
BbISABNAKOTCA 75% ocoben ¢ AOMUHAHTHBLIM U 25% C peLeCCMBHbIM
NpU3HaKoM, T. e. ABa oeHoTuna B oTHoLweHun 3:1.

+ 3aKOH He3aBMCUMOIro KOMOMHUpPOBaHUA (HacneaoBaHUA) NPU3HAKOB,
nnn Tpetun 3akoH MeHaens, yTBepXxaaeT, YTo Kaxaas napa
anbTepHaTUBHbIX NPU3HAKOB BeAET cebsa B psaay MOKOSIEHUN HE3aBUCUMO
Opyr OT apyra, B pe3ynbrarte Yyero cpeam NnoTOMKOB BTOPOro NOKOSIEHUA B
onpeneneHHbIX COOTHOLLEHUM NOSIBAAKTCA 0CObM ¢ HOBbIMM (MO
OTHOLLUEHWIO K POAUTENBCKNM) KOMOMHALNSMU NPU3HAKOB.




CEAE B/RBRMARP AN NER /o HER KA INULIUL UILVL L UKL L LWJEIIVCU INKIE

OCOBU AHAJIN3UPYIOTCS 11O OJJTHON
AJIBTEPHATUBHOMU MAPOM NPOSABJIEHUM IPU3HAKA
HA3BIBAIOT MOHOT'UBPUJIHBIM

OO000 0000

100% skenThle 100% 3eneHkle
@ I- 3eJIeHbIM LBET 5
® R-xoiareii nBer 5y (4 i .
(b) rbpuamnzauma
(nepekpecTHoe
ONNOAOTBOPEHUE

LUuTonornyeckue ocHOBbI N DN O Dy
MOHOrMGpuAHOro pacwenneHus Fy O Q Q U

100% wenTtele

- Sf/@\ o /®\ -

leH  [lMpusHak P Q AA x Oaa
; .MOMHK A - xenmm. XXenm. 3eneH.
a - 3eleH. G

PQAA x CJ'aa @ @

Ff— JXKenm. 3eneH. g Aa x Aa
P Xenm. JXKenm.
;:nemu ) I & @@ @@
Q| A | a
F2— @ m F; A AA Aa

XXenm. | Kenm.

P— XPOMOCOMBbI C 26HOM QOMUHaHMHO20 nNpu3Haka o &
— XPOMOCOMbLI C 26HOM peyeccusHo20 npu3Haka
' o pey P JXenm.| 3eneH.




NUTAK, 3AKOH EAMHOOBPA3UA TMBPUAOB MEPBOIO
[TOKOJIEHUA MOXXHO COOPMYJZIMPOBATDL TAK:

© Mpu ckpewmBaHUAX FOMO3UIOTHbLIX 0CO6EM,
OT/IMYAOLWMXCA NO O4HOM Nape a/ibTepHAaTUBHbIX
NPM3HAKOB, BCE NOTOMKM B NEPBOM MOKOJIEHMMU
oZlHOpOAHble KaK no ¢eHoTUny, Tak U No reHoT1ny

@ MeHpgenb ckpewmBas pacTeHMA C 3e/IeHbIMU
ceMeHaMM (aa) C pacCTeHMUAMM C XKe/ITbIMU CeMeHaMM
(AA). B pesynbTaTte BCce rubpmabl NepBoro nNoKoJIeHUA
F1 okasasimcb ogHOPOAHbIMU MO reHoTuny - (Aa) 1 c
XeNTbIMU cemMeHaMM no peHoTUny

P Q AA x J aa

G A a

F1 Aa




CKPEHIUBAHUE, ITPU KOTOPOM POAUTEJBCKHUE OCOBH
AHAJIM3UPYIOTCHA 110 ABYM IIPU3ZHAKAM - /IUT UGPUJIHOE.

® I-3eJIeHbIH IIBEeT

® R-XK0JITHIN LIBET

deHoTHN

» vy

l (a)CamoonnogoTeope- l l

HWE POAMTENBCKMX
NMHKUIA

100%

100% wenTele 100% 2eneHble

P, ]
I(b) rmbpuanzauma

HenTble

(nepekpecTHoe
ONNOAOTBOPEHWE
100% ¥enTble
{c) CamoonnoaoTeo-
peHue
\ i v
5% 256%
HenTble 3eneHble

[(eHOoTHN
Yy
(a) l
100%
Yy
3eneHble

Yy vy
I(b)

100%
Yy

HelTble

J' (c)

25% 50% 25%
Yy v Vi
- I * =
WenTele  3eneHble



3AKOH PACHIEIIVIEHUA ITPU3HAKOB
OOPMVYJIMPYEM TAK:

P.  Aa X J Aa
G: A a A, a
F2 : AA; Aa; Aa; aa

® Mo deHoTuny 3/4 ocoben
(75%) MMeT JOMMHAHTHbBIM
npu3HaK, a 1/4 (25%) -
PELLECCUBHbIN.

® Mo reHoTunom 1/4 ocobeun
(25%) - AOMMHAHTHbIE
romo3urotbl AA, 2/4 (50%)
- retepo3urotbl Aa u 1/4
(25%) - peueccuBHble
FOMO3MroThl aa

Mpn cKpewmBaHMAX ABYX
reTepo3muroTHbiX ocobemu
(rm6pnaoB), KOTOpble OT/IMYAKOTCA
no o4HOM Nape aJibTepHaTUBHbIX
NpM3HAKOB, B MNOTOMCTBE
HabnwgaeTca pacuwenseHue no
deHoTuny 3:1 1 no reHoTuny 1:2:1.

[ameTbl | A a
A AA Aa
a Aa aa
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3AKOH HESABUCUMOI'O KOMBUHUPOBAHUA

ITPU3HAKOB

Ipu cKpelMBAHUSX TOMO3UTOTHBIX  AYMOPUAHOE CkpelmBakne ropoxa
0co0eil, OTJIMYAINUXCH ABYMH (U

0os1ee) mapaMu aJibTePHATHBHBIX F— @ /.aabb
NMPU3HAKOB, BO BTOPOM NOKoJieHuu K2 oM AB\ /ab
HA0JII01AaeTCHa He3aBUCUMOE Fi—p O Aasb
HacJIeI0BaHUEe U KOMOMHUPOBAHMSI A/'/ \‘\A
NPU3HAKOB, €CJIH IT'eHbl TUX MPU3HAKOl  [awems—», K 0 7o %
pacnoJio;keHbl B Pa3HbIX Mapax AABB| AABD|AABB[AaBb
TOMOJIOTHYHBIX XPOMOCOM 4 0 0 0|®

AaBb | AAbD | AaBb | Aabb

Ab
I'eH o1HOIO MPU3HAKA He BJUSIET HA F2—> AQB %}b CEB é:?b
a aa aa
nepeaavyy reqHa JJs Apyroro npu3Haka

aBOO..

AaBb| Aabb| aaBb| aabb

"ol e|@

UcxodHble podumensckue hopMbl omauvalomes no
deyM napam annenel: xenmas - 3eneHasn okpacka
cemaH (A-a); anadkas - MOpWUHUCMAasn hopma cemsH
(B-b).




3AKOH HEZABUCUMOI'O KOMBUHHUPOBAHUA
INPU3HAKOB

Umoovl nonams cyuwyHocmo A671€HUIL, KOMOPbLE UMEIOm
Mecmo 6 OuuOPUOHOM CKpPewuBaHUU, PACCMOMPUM €20
2CHEMUYUECKYIO CXeMy:

S - OOMUHAHMHBLIL AN1ETb ICETMO20 ueema cémian copoxa,

\) -peueccu(mbu? ajljié/ib 3€J1EH020 Uueema Cémsn,

@
@
@

@ ) - peueccusHslil auieib MOPUUHUCMOU POPMbL CEMAH.

Y - Oomunanmmuutit annenv 21a0koi popmol cemam;




P: © SSYY X d ssyy

G: SY sy
F1: SsYy
P: Q SsYy X

G: SY, Sy, sY, sy SY, Sy, sY, sy




55YY .
Parental (P) vy

generation

¢ F, generation

) SsYy
F; generation

Gametes

LIFE: THE SCIENCE OF BIOLOGY, Seventh Edition, Figure 10.7 Independent Assortment
© 2004 Sinauer Associates, Inc. and W. H. Freeman & Co.



3AKOH YNACTOTbI TAMET

Robertsonian Translocations:
An Inheritance Scenario

® AnnenbHble reHbl, HAXoAACb B
reTepo3uroTHOM COCTOSIHMU, HE CIMBASICb
HEe U3MEHAA Apyr Apyra 1 He Tepsisi CBOEM
MHAMBUYaIbHOCTH, NEPEeAAOTCA B FraMeT

® [aMeTbl AaBNAeTCA "YMCTbIMU™: OHMU HECYT
_ TO/IbKO OAMH U3 ABYX a/IIENEN
! onpeaeneHHoro reHa.

An inherited Robertsonian
translocation can result in:

* Trisomy

* Monosomy

* Normal chromosomes

* Carrier of the translocation




AVIL AL/ JAXAL JANJLLAY1L, 111 YAJL1AAINKL 4
HEJIOBEKA

JIoMMHAHTHBIE PeneccuBHbBIE

@ Kapue rnasa @ 2osybble 2nasza

® TeMHble BOJIOChI ® cBemJible 80J10Cbl

@ KOCOM pa3spes rnas ® npamol paspes 2/1a3

@ pocC C rop6MHKOM ® npAamMolU Hoc

® LWMPOKasA Wesib Mexay ® Y3Kaa wesb uau
pe3LamMm omcymcmasue ee

® 3y6bl KpynHble, BbicTynaloT @ 00blYHAA popma u

Bnepes pasmeuwjeHue 3ybos
@ AMOYKM Ha LeKax ® omcymcmasue AMOYeK




AHAJINSNPYIOLLEE CKPELLMBAHME

-CKpelyMBaHUue, B KOTOPOM p: Q AA x dJ aa
0C06b, FeHOTUIN KOTOPOM G A 3
HEeU3BECTEH, HO ero Hy>XHo - .
YCTaHOBUTb (AA nam Aa), F1 Aa  100%
CKpelymBaeTca C
peLueccUBHOM roMo3uroton P: @ Aa x Jd aa
(aa). G: Aa a
F1 Aa, aa 50/50%

@ Ecsnu sce nomomMcmBso 00HOpPOOHoe - uccaedyembil
op2aHuU3Mm ¢ 2ceHomunom AA.

@ Ecnu B8 nomomcmese npoassiaemca pacwjenseHue 1:1, mo
uccneayeMblu Op2aHU3M ABJIAemMcCA eemepo3ueomelM Aa.




YCJ10BUNA TTPOABJIEANA SAROROB
MEHZAENS

OmHocumesibHaa cmabu/ibHOCMb 2eHa, KOmopbiu
onpedeJsisem OAHHbIU hpu3HAK (omcymcmsue
mymauyuu).

AnnesibHbIX cOcCmosAHuUe 2eHa (OOMUHAHMHOCMb U
peyeccusHocms).

PasHomepHoe obpa3osaHua 8 Melio3e 2amem ¢
assiesieM A u 2amem C 2eHOM da.

OJduHaKkosaa sepoAMHOCMb BCMpe4yu MAakux 2amem npu
onJio0omsopeHuu.

OduHakosas *u3HechocobHOCMb 8C€X MuUNos8 3uz2om u
ope2aHu3mMos, U3 HUX pa3susarmecsH.

OJduHakosasa yyacmue MamepuHCKO20 U 0myo0B8CKO20
Op2aHU3Ma 8 nepeda4ye HAC/1edCMBEeHHbIX (Pakmopos.



®OPMbl B3AMUMOZAENCTBMA MEXAY
AJNIE/IbHBIMU TEHAMM

@ [lonHoe doMuHuUposaHue

@ HenosiHoe doMuHuposaHue
(npomMexymo4yHoe HacsedosaHue)

@ (CBepxOoMUHuUposaHue
@ KodomuHuposaHue




®OPMbI B3AUMOZENCTBUA MEXAY
ANJIE/IbHbIMU TEHAMM

1. MonHoe domuHuposaHue - OOMUHAHMHBIL
& ) . asizieJib 8 2emepo3u20mMHOM COCMOSAHUU
A aa ¢eHomunu4ecKu noJsIHoCmMbIO hodassigsem
' peyeccusHbill.

F1 |’__Ml
P:Q AAx J aa
G: A a
F1: Aa (’>Kentbiu LUBET rOpOLUMH)



HUJINVE AUNVITTVIEUDAMVIE. NMACUIEAUDANVIE PR
GAKTOPA




®OPMbl B3AMMOZENCTBMA MEXKAY
ANJIE/IbHbIMU TEHAMM

2. HenosnHoe doMuHuposaHue
- OMUHAHMHbIU annesb 8
2emepo3u20mHOM COCMOSHUU
He noJIHOCMbIo nodassisem
peueccusHbIU assesib.

'emepo3u2zomHoe
cocmosHue A8/19emca
NpoMe>XymoO4HbIM NO
deHomuny mexoy
¢eHomunamu 0oMUHAHMHOU U
peueccusHou 20Mo3u20m




HEMOJ/IHOE JOMMHMPOBAHM




®OPMbl B3AMMOZENCTBUA MEXKAY
ANJIE/IbHbIMU TEHAMM

3. CBEpX/IOMUHMPOBAHME - JOMUHAHTHbIN
annesb B reTepo3suroTHOM COCTOSIHUMU
MMeET 60J1ee BblpaxKeHHOe NposBJ/IEHUE,
YEM B FOMO3UIOTHOM COCTOSIHMM

Hanpumep: JOMMHAHTHbIU FEH,
onpeAenawmm 6paxmaakTManIo (KOPOTKME
danaHru nanbues). [OMO3UrOTHbIE
IOMMHAHTHbIE 0COOU C reHOTMNOM AA
YMMpPAOT Ha SMOPMOHAIbHOM CTaAUM
OHTOreHe3sa.

P:Q Aa (6paxuoaxmunus) x 3 Aa (6paxudaxmunus)
G: A a A, a
F1: AA (2ubHym); Aa; Aa (6paxuoaxmunusn);

aa (300poebl)



®OPMbl B3AUMOAENCTBUA MEXAY
ANTNENIbHbIMU TEHAMMA

® 4. KodomMuHuposaHue -
npossJ/ieHue 8 2emepo3Uu20mMHOM
COCMOAHUU NPU3HAKOS,
onpede/iaeMbixX 08yMA annenamu

0] Y yenoseka 2eH, Kodupyruwuu
2pynnbl Kposu no cucmeme ABO,
umMeem mpu annend
(MHO>xecmseHHble annenu): IA, IB u i.

@ Annenu lA u IB asnaemca
KOOOMUHAHMHbIX.

@ Ansenb i A8159emca peyeccusHbiU.

P: O IAi X 3 IBi

G: IA,i IB, i

F1: IAIB; IAi; 1IBi; i
Iv 1o i 1v



‘pynnbl KpoBU

no cucrteme ABO

I'pynnsl TeHOTHIIBI AHTHTeHBI AHTHTe/Ia IJIa3MBbI
KPOBH ePHTPOLLITOB KpOBH
1(0) ii - a, p
I(A) IATA, 1A A p
I1I (B) P18, 1B B o
IV (AB) I8 A,B -
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DUFMDI boAVIMUALVIL | DA MEMA
HEAJINE/IbHbIMA TEHAMUA

® KOMNJIUMeHmMapHocmsb
® 3nucmas
® noJsiumepus




©

®OPMbl B3AMUMOZIEMCTBMA MEXKAY
HEANJIEZIbHBIMU TEHAMMA

1. KomnhaemeHmapHocmsb (B3auM0O00NOJIHEeHUSA) -
83aumodelicmsue Mexay asiesIaiMu O8yX 2eHos, npu
Komopou 019 (o)opMuposaHuUa Nnpu3HakKa Heo6xooumo
HaJsludue HeCKoJIbKUx Heasisie/ibHbiX 2eHo8 8 OOMUHAHMHOM
COCMOAHUU.

HopmasnbHbiU cnyx obycsiossieH deucmsuem 08yxX
HeannenbHbix 2eHos D u E, 00uH u3 Komopbix ohpedesisem
passumue 3asumka, a opyzaou - CJ1lyxos8020 Hepsa.

ZAdomMuHaHmHble 2omo3u2omsl (DDEE) u 2zemepo3uzomeol
(DdEd) no o6oum 2eHam umerom HOpMaJibHbIl C/yX, A
peueccusHble 20M03U20mbl NO OOHOMY U3 3MUX 2€eHOo8 -
anyxue (DDee, Ddee, ddEE, ddEe)

P:Q DDEE (HopmanbHbIi ciiyx) x & ddee (anyxue)
G: DE de
F1: DdEe (HopmanbHbIl cnyx)



HACJ/IE IOBAHUE LIBETA BOJ10C
- [IPUMEP
KOMI/IEMEHTAPHOCTHU




DUFMDI BSAVIMUALVIC | DVIA MEMAY
HEAJINE/IbHbIMA TEHAMMA

----- - 2. dnUcTas - B3aMMOZENCTBUE MeXKAY
annensaMm AByX reHoB, NpU KOTOPOM OAMH reH

(3nucTaTMyecKkmMmn) nopgasnaeT AeMcTBue Apyroro
reHa (rMnocrtaTtuM4yeckas).

® [Mpu anuctatMyeckmMu B3aMMoAeUCTBMUA FreHOB

pacuwenseHue no ¢peHotmny B F2 cocrtasnser
13:3.

® OKpacKa n1040B TbIKBbl, MACTb JIOLlaZlen TOXKe
onpeaenarnTca 3TMM TUMNOM B3aMMOZENCTBMA.



®OPMbI B3IAUMOZAENCTBUA MEXAY
HEANJIEZIbHBIMM TEHAMMA

[loniumepus - pa3Hble
OOMUHAHMHbIE
HeaJsi/ie/IbHble 2eHbl
delicmsyrom Ha oOuH U mom
)Ke NpU3HaK ycuausas e2o
npossJsieHue.

lpu3sHaku, Komopsle
onpedesieHbl bosiee Yem
OOHUM 2€HOM Ha3bIBAOMCcA
NOJIU2E€HHbIMU.

[losiuMepHble 2eHbl NPUHAMO
ob6o3Havyame 00HoU 6yKBoU
JIAMUHCKO20 ajsipasuma c
yugpposbiM UHOekcomM ATAT,
A2A2, a3as.

Pocm, usem Koxu -
NOJIU2E€HHbIe NPU3HAKU Y
Jiroded.




[UIEVNOTPOIINA

® -3aBUCHUMOCTDb HECKOJIBKHX
IIPU3HAKOB OT OJIHOI'0 Ir'¢Ha

Chromosom 15 @ YacTo MHAUBUAYAJbHBIH aJIE/Ib UMEET
0oJiee YeM OMH Pe3y/bTAT BIAMSIHUS HA

" (penoTun

12 @ IlaeHorponus XxapakTepHa s

12 reHeTH4YeCKUX 3200/1eBAHUH , B KOTOPBIX

TR OJIMHAKOBBII 0€JIOK NIPUCYTCTBYET B

’ 4 Pa3IMYHBIX YaCTAX Teja

[ © Hanpumep: cungpom Mapdana ,

: " g ayTOCOMHO - IOMMHAHTHOE 3200/IeBaHUE

;?1 5 ® reH JioKajau3oBaH B 15¢21.1

212 g © JAMCIUIA3HUSA COCAMHUTEIbHOU TKAHHU,

2@',’? 7)) 00pa3yeT XpyCTAINK IJ1a3a , A0PTY , KOCTH
c KOHEYHOCTeM , pedep
©
T @ IIpusnaku cunapoma MapgaHa BKIOYAIOT
g MOABBIBUX XPYCTAJIUKA, NIOPAKECHUSA

COCYIOB, INIMHHbIC KOHEYHOCTH,
YAJIMHEHHbIE MAJbIbI ( APAXHOAAKTHIIHUA ) ,
JJUHHBIE "' ITHYbe "' JIMI0, CKOJINO3 .

XXX R B BBE

W -




IIEHETPAHTHOCTDb

@ ['eHbl, KOTOpPble KOHTPOJ/IUPYIOT T€ UJIN
MHbl@ NPU3HAKU, MOTYT NPOABNATLCA B
beHoTHNE He Yy Bcex HoCcHUTelen U1 MOTYT
MMETb pPa3J/IMYHYIO CTeneHb
(peHOTUNMMYECKOro rNposiBJIeHUA.

® KoanyectBeHHbIU NOKasaTesib
nposBJ/IeHUA reHa B peHoTHUneE -
NeHeTpaHTHOCTb - YacToTa
heHOTUNMYECKOro NposB/IeHNSA reHa B
nonyssauum ocobemn, ABAAIOLWMXCS
HOCUTENAMMU 3TOro reHa.



EKCIIPECUBHOCTD

®©  CTeneHb
deHoTMNMYeCcKoro
NposABJIEHMA TeHa, NU
BbIPAXKEHHOCTb JAENCTBMSA
reHa cpeau ero HocuTeneu

OZMH M TOT Xe IreH B
pa3HbIX YCNOBUAX MOXKET
ObITb BblpaXKeH CU/IbHee
Un cnadee.

Hanpumep: nonmaakTuams
MOXKET NPoABNATLCA Ha
OJHOM, Ha ZIBYX pyKax Mau
HOrax, KOJIM4eCcTBO
NnasibLLEB MOXKET ObITb 6 U
6o/ee.




M3MEHYMBOCTH - 3TO CBOMCTBO BCEX KHMBBIX OPraHMU3MOB
pUOOpeTaTh HOBBIE MPHU3HAKHU B IIPOLIECCE MHIANBUAYAIbHOIO
pa3BUTHA (OHTOT€HE3A).

pa3AcsIoT
Ha:
7
<*HenacneacrBeHHy0
(Moau(HUKAIMOHHYIO,
(peHOTUIHYECKas )

*»HACIICJICTBCHHYIO
% (KOMOMHATHBHYIO




Monudukaiiny He HacleayeTcsl, HO HacJIeAyeTCS HOpMa peakinu (TpaHullbl,

B KOTOPBIX MEHSIETCS (DEHOTHUIT IPU JAHHOM T'€HOTHIIE).

Y 4eoBeKa €CTh:
1) mmpoxkas Hopma peakinu (Macca Tejia, TMTMEHTALMS KOKHU, CTETICHb
Pa3BUTHUSA CKEJICTHBIX MBIIII) 2) y3Kkas HopMma peakuuu (pH, konuentpanusa K
+, Na +, Ca2 + B KpoBH);
3) o/HO3HAaYHAas HOpMa peakiiy (Tpynmbl KpoBH 1o cucteme ABO, nBer
paJly’)kKHOM 000JI0UKH II71a3a, BOJIOCHI).
JI1st ©3ydeHUs] HOPMbI PEAKIIMHU UCTOJIb3YIOT TCHETUYECKU OAHOPOIHBIIM
Marepuas, KOTOpbI MOMENIAIOT B Pa3HbIC YCIOBUS BHEIIHEN CPEIBI.




MOHO3UroTHbIe 6Nn3HeLbl

@ Takue 6,mM3Helbl Bceraa
oAHoro nona, umetot 100%
O4UHAKOBbIX N€HOB

@ Y AM3BUTOTHbIX 61M3HELOB
50% reHoB 06LUMX




brn3HeUoBbIM METOL NCNONb3YeTCcA AN OLEHKU
BNUAHUA HAcnNeaACTBEHHOCTU U cpeabl Ha pa3BUTUE
NPWU3HaKOB.

ConocTaBnsatoT NMPU3HAaK B Mapax MOHO3UTOTHbLIX U
AN3UTOTHBLIX BrIN3HELLOB.

[Tapa bnn3HeuoB SABNAETCA KOHKOPAAHTHOW, €Crin AaHHbIN
Npu3HaK NnposiBrsgeTcs y ooonx 6rims3HeLoB U
OVCKOPAaHTHOW, €Cnn TOSTIbKO Y OA4HOrO.

CoBnageHne 3Ha4YyeHU KOHKOHAAHTHOCTM B napax
MOHO3UIOTHbIX U ANU3UTOTHbIX ONM3HELIOB CBUAETENbCTBYET
0 npeobnagaHun dakTopoB BHELLHEN cpeabl B pasBUTUN
[JAHHOTO Mpu3Haka.



Bnu3sHeyoBbLIU MeTOA

anI3HaKVI KOHKOp.D,?)/HTHOCTb B
0
MZ DZ
I'pyna kpoeu (ABO) 100 46
Iléem 2nas3 99,5 28
OnuzopeHus 94,5 42,6
IHanunnsapuvie yzopor |92 40




KombuHaTuBHas
U3MEHYUBOCTb

e B ocHoBe KOMDOMHATUBHOW WU3MEHYMBOCTU NEXUT NOOBOE
pasMHOXeHUe opraHnM3mMoB, BCneacTBne KOTOPOro BO3HUKaET
bonbwoe paSHoo6paawe reHoTurnos

e MCTOYHUKAMU KOMOMHATUBHOW U3MEHYUBOCTU CRyXaT
Tpu npotecca:

® Hegaswcmmoe pacxoxgeHune roMmonorn4HbiX XxpomMoCcom B Nepsom
MEWOTUYECKOM AESTIEHUN

o B3aumHbI 0OMEH y4yacTKaMu roMONTIOrMYHbIX XPOMOCOM, UNU
KpoccuHroBep. OH co3gaeT HOBbIE TPYNMbl CUENNEHUA, T. €.
CNYXXUT BaXXHbIM UCTOYHMUKOM FreHeTUYECKON pekoMmbuHaumm
annenen. PekoMOUHaHTHbIE XPOMOCOMbI, OKa3aBLUUCL B 3UrOTE,
CnocoOCTBYOT NOABMEHNIO MPU3HAKOB, HETUNUYHbLIX ANA KaXK40ro
N3 poauTeneun.

o CnyvaiHoe couyeTaHue rameT npu onnogoTBoOpEeHUn



MyTaiuu - 3To HacJIeACTBEHHAsI N3MEHYHUBOCTD,
0OyCJIOBJICHHAS! U3MEHEHUEM T€HETUYECKOTO MaTepraa Ha pa3HbIX
T€HETUYECKUX YPOBHSIX
Tepmun "myrtaumsa" npemmoxenssii I [le-Opusom.

B 3aBHCUMOCTH OT IPUYKHBI, MyTallMKU MOAPA3ACIAIOT Ha!
- CIOHTaHHbBIE - BO3HUKAIOT B €CTECTBEHHBIX YCIIOBHUSIX 0€3
CIECIUAIBHOTO BO3ICHCTBHS HECOOBIYHBIX ar€HTOB (HAIIPUMED,
reMOQUIINS );
- MH1yimpoBaHHbie - BOSHUKAKOT MOJT BO3JICCTBUEM HAa OPTaHU3M
M3BECTHBIX (DPAKTOPOB OKPYIKAIOIIEH Cpeibl (MyTareHOB)




Teparorennt

BpoxaeHnbie mopoxku

BMPYC KPacHyXM

KaTapaKTa, rNayKoma, cepgeyHble NopoKUn, rnyxota

BMpYC NPOCTOro repneca

MukpodTanbmms, MuKpouedanmsa, NOPoKM CETYATKU

TOKCOMJ/1a3Mo3 Mmapouedanma, MUKpodTasbMHUA

aJIKOroJib ANKOro/IbHbIM CMHAPOM M104a

BMTAaMMH A A-BUTaMMHHaA 3MBPUONATMA: MAJIEHbKUE YLLK,
FMNOMNJIA3MA HUXKHEN YENOCTH, LeSIM Heba, cepaeyHble
MOPOKM

TeTpaunKIUHbI KopruHeBoe oKpalumBaHue 3y60B, runoniasmsa 3y6HoM
3Ma/i1, HapylLeHWe pocTa KOCTEM, KaTapaKTa

AMMHOI IMKO3M bl BpoxAeHHas rnyxoTa, CHUXKEHWE DYHKLUMM NoYeK

HUKOTUH 3ageprkKa BHYTPUYTPOBHOro pa3BuTUS,

npexgespemMeHHble podbl, HapylweHUA nosejeHnA




ANKOronbHblit CUMHAPOM Nnofda 1 ero npoAeneHne y HOBOPOX JEHHbIX

BHyTpuyTpobHan Hegponornyeckne HapyweHns 85-89%

runoTpodua 80-90%
~ BpoxpenHbid nopok cepaya  30-49%

YpopcTeo nonoebix opraHoe  38-49%

l.' l' » "\ ’; - .‘; :-.-\'Jf‘i;’:.
Y [‘Q? A S IR IR U S Ar TSN ‘ "-.ﬁ'o' 104
~ ARHOMaAnWUN KOHEeYyHOCTeW 1o6-41%

HepoHOWEHHOCTh 40-70%

AHomanuu nuya 65-70%

Mukpoyedanua 84-88%

HapyweHne ¢punyeckoro

pasBuTUA 80-90% Kocornasme 10-20%




PebeHOK ¢ cMHAPOMOM ankoronusauumm
nnopa (peHoTmn)




Ibpuoninsxl Nepuod (g wedeniz) (nodwral neplod {6 wedensr)
3 4 5 (] 7 8 5 16 20-36 39
'4:;9- SarTeA o Coper
Coplw
ovw Ha

Buyrpiyrpolbiioe pazsnTie Opranosn i CHCTEM OpraHiiMa pebenka
(13 KHUr «D710 Yausireashbiil saazenens J1. Coxonoma, H, Anapeena,
«Aitpuc-Tlpeccs Pyasdh, Mockesa, 2001).

TOMKR VRATRBACT HAIDOICS BEPOATHIO OOVIICTH BO SIS TEI OBPC AU (K TOPOR




Spina bifida

Pa3BuTHE MOPOKOB HEBPAIBLHON TPYOKH 3aBUCHUT €I11I€ OT HEKOTOPHIX (PAKTOPOB €
MAaTEPUHCKON CTOPOHHI:

<syrnompebrieHue
rpPomMu8oCyO00POXKXHbIX
MeOuKaMeHmos,

< B8bICOKas cmerieHb
OXXUPEHUS,

*[10/1b308aHUE 20psYeU
8aHHOU UsU rnoekiweHue
memrnepamypbsl mesa 0o
ebpuribHbIX
rnokasamersrieu Ha paHHUX
cpokax bepemeHHocmMu;

% caxapHbll Ouabem




OeTn ¢ ypoacTtBamMmu, Bbi3BaHHbIMU BCrneacTBUe
npuema Tanmgommaa




AETU C YPOACTBAMM,
BbI3BAHHbIMW BC/IEACTBUE
MPUEMA TAIMAOMUAA

-
B




. Knaccugpumkayma mytaumMoHHOW
M3MEHYNBOCTU

[eHOMHble MyTaLun - NSAMEHEHUE YncIia XPOMOCOM B
KapuoTtune

»llonunnongns - yBennyeHme 4ncna XpomMocom,
KpaTHO rannougHoro Habopa (n). Hanpumep, 2n + n =
3n; 2n +2 n =4n

» [eTeponnongnsa (aHeynnogusa) - USMEHEHME 4Ynucna
XPOMOCOM Ha BEeNU4YnHy, He KpaTHOe K ransiougHoro
Habopa.

- [lonncomun - yBenmyeHme yncna XpomMocom,
Hanpumep, Tpucomusa (2n +1). -

+» MoHocomusa - 3TO OTCYTCTBME OOAHOU XPOMOCOMbI B
Kapuotune (2n-1)
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Oeneuus




Adynnukauma

d. Duplcation



UHBepcus
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TpaHcnokauums

Translocation




Cnacu6bo 3a sHumaHue!



