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Ili1an 3apaTrnsa;

.}-”CTHbe/’I OIIpOC IO TCMaM IIPpOHCAIICTO 3aHATHA,

20 MUHVT;

. IUCbLMEHHBIN TE€CTOBBIN OIIpOC IO TCMaM IMIpOLICAIICTO

3aHATHS, 10 MUHVT:

. 00CYKJI€HUE HOBOI TEeMHI (¢ mepepbiBOM-10 MUHVT):
. BOIIPOCHI IO HOBOW TEME;

. AOMAIIIHCC 3a/1aHUC.



1. 4710 TaKOE@ U3MEHYMBOCTbL?
2. HazoBuTe BUAbI TEHOTUMUNYECKON M3MEHYMUBOCTMN.

3. Kakne nameHeHusa B reHOTUNE NMPOUCXOAAT NPU FreHHbIX
MyTaLMAX?

4. B KaKkyto a3y meno3a n noyemy MoryT BO3SHUKHYTb
reHOMHblE MyTaLum?

5. 4YT0 TakKoe KOMOUHATUBHAA M3MEHYMNBOCTbL?

6. YTo Takoe moandUKALMOHHAA USMEHUYMNBOCTL?



7. MNpuseante npumepbl mMognPUKaLMOHHOMN
M3MEHYNBOCTMU.

8. Yem onpepenatoTca npeaesibl U3AMEeHYNBOCTU
NPU3HAKOB?



TecToBble 3a4aHNA C YCTAHOBNEHUEM
nocneaoBaTe/IbHOCTU CODbITUN.

[Tpnmenp:
YcTaHOBUTE NOCNeA0BaTENbHOCTb POPMUPOBAHMUSA
KOMOMUHATUBHOM M3MEHYUYMNBOCTMU:

a) HE3aBUCMMOE PACXOXKAEeHUE HEroMo/IOTUYHbIX XPOMOCOM;
6)He3aBucMMOoe CAIUSAHUE TaMeT;

B) 0OMEeH y4aCcTKaMM FrOMOJIOTUYHbIX XPOMOCOM;

) HE3aBUCUMOE PACXOXKAEHME KPOCCOBEPHbIX U
HEKPOCCOBEPHbIX XpoOmaTuna,

[lpaBUNbHbIN OTBET-B, a, I, 6



UHCTPYKUMA NO BbINOJIHEHUIO
KOHTPO/IbHOU PaboThbl:

1.3apgaHuUA BbINOJIHAIOTCA BO Bpems
AeMOHCTPaLMM npeseHTauum C TecToBbiMMU
BOMNpocamm

2.Ha nucte bymaru ¢ otBetamMmm yKasblBaeTcs
damunnua cTtygeHTa u garta BbINO/IHEHUA
paboTbl.

3. Cpasy nocne OKOHYaHMA TecTa CTyAeHT
doTorpadpupyer AMCT CO CBOUMMU OTBETAMU U
nepecbisaeT ero Ha NouYTy

usovaillo3@yandex.ru



2 MITHYThI

1. [eHOMHbIe myTauuu — 3T0:

a) U3MeHeHUe CTPYKTYpPbl reHa;

6) n3meHeHne Yncna Xpomocom;

B) usmeHeHune ¢peHoTuna 6e3 nsmeHeHus
reHoTuna;

r) U3meHeHue CTPYKTYPbl XPOMOCOM.



2 MITHYThbI
2. KombuHaTUBHaA NU3MEHYNBOCTb-

a) U3MmeHsAeT CTPYKTYPY U KOZIMUYECTBO XPOMOCOM;
6)HOCUT aAanTUBHDbIN XapaKTep;

B) BO3HUKaeT Npu NON0OBOM Pa3MHOXEHUU;

r) uameHsaeT nocaepoBaTe/IbHOCTb HYK1€0TUA0B.,



2 MITHYThI
3. Kakue Buabl myTauum He OTHOCATCA K
XPOMOCOMHbIM?

a) aeneuus;
6) nHBepcus;
B) noaunaouaus;
r) TpaHcnoKauums.



2 MITHYThI
4. 410 TaKOEe HOpMa peaKumu?

a) KonAnyecTBo annenem reHa B NONynaauum;
6) npeaenbl U3SMeHEeHUA NPU3HaKa Npu
moandpUKauMoOHHOU N3MEHUYUBOCTU;

B) BEpOATHOCTb NPOAB/NEHUNA NPU3HAKA B
deHoTUne;

r) BAMAAHUE OAHOro reHa Ha nposB/IeHne
HEeCKONbKUX MPU3HAKOB.



2 MITHYThI
5. YcTaHOBUTE NOcCaenoBaTe/IbHOCTb COBbITUN NpU
reHHOM MmyTauum.

a) N3AMEeHeHue nocseno0BaTe/IbHOCTU HYK/1eoTUA0B B
AHK;

6)u3meHeHUe nocnenoBaTeIbHOCTU AMUHOKUCIOT B
noaunenTuge;

B) HapylweHne aKTUBHOCTU pepMEeHTa;

r) usmeHeHue KogoHa n PHK npu TpaHcKpunuuu;

A) nN3ameHeHne npu3Haka opraHu3ma.



3aHaTue Ne6:

- [eHeTMKa YyenoBeKa U MeauLMHCKAA reHeTuKa.

- OcobeHHOCTN YenoBeKa Kak 0O6beKTa reHEeTUKMN.

- MeToAabl reHeTUKM YenoBeKa.

- [eHeanornyeckn metoa.

- UnToreHeTu4yecknn metoa.

- Buoxmumunyecknn metoa.

- BansHeuoBbIM MmeTOoA.

- MonekynapHo-reHeTUYeCKNN MEeToA.

- [eHHble N XPOMOCOMHble 3aboneBaHMA YeoBEeKa.
- MHorogaKkTopHble 3aboneBaHnsa U POab reHoTUNa u
cpeabl B UX MPOABAEHUMN.



OCHOBHOMU MeTOo4 reHeTUKMU -
rmopuaonorMyeckum

Ceru.lMBaHI/Ie ocobeit, oTNn4varLWmnxcs
onpegerneHHbIiMN NpMU3HakaMum,
N aHarmn3 nony4yv4eHHoro
NnoToMCTBAa

Y HENNOBEKA:

- Henb34a ckpewmnBaTb;
-NMo3aHee nonoBoe co3peBaHue;

- Mano neten B ceMbe.



[eHeanoruyeckum mertona

— 3TO U3y4YeHne xapakTepa HacrieaoBaHUA NPU3HAKOB
YyerioBeka Ha OCHOBE COCTaBIIeHUS POAOCIIOBHbIX

| CUMBOIbI
d) — 3[0POBbIE KEHLLMHA N MYKUMHa;

6 i — BOoNbHbIE HEeHWWMHa U MYyXYUNHA,

é HEeHWNHA-HOCUTETb X-CLLQI'IHQHHI'O NMPM3HaKa

Q — bpak (poautenn); — POACTBEHHbIN Bpak;
I

db— pa3Hoanuesble 6ansHeubl (PB); d) <5 — aetu
d\ — ogHoAanuesble 6aunsHeupbl (OB);

MeToa rpadouyeckumn
BoigaBnsier 6orne3Hun ooMeHa BelleCTB




[eHeanorMyeckm merton NO3BO/IAET BbIABUTb
HacneaCcTBEHHbIU XapaKTep NpPU3HaKa u TUM ero
Hacnen0BaHMUA.

CywectsyeT 5 TMNOB Hacnen0BaHUA:
1. aytocomHO- OMUHAHTHbIU (AD);
2. ayTOCOMHO- peueccuBHbin (AR);

3. X-cuenneHHbIn 40MUHAHTHbIN (XD);

5. Y- cuenneHHbIn, ronaHgpudeckuu (Y).



AymocOMHO-OOMUHaHMHbIU Xapakmep
HacriedoeaHus

5908

1

MO O
Cgb'C)O 10

10 11 12 13 14 15

MyTtauua npoasnAeTCA B rTOMO3IUIOTHOM U FeTepPO3UroTHOM
COCTOAHUM

— Bones3Hb nposenaemcs 8 Kax0oM MoKoJ1eHUU;
— Bo3Hukaem y o6oux nonoe ¢ oduHakoeol Yyacmomodu



AyTOCOMHO-AOMMHAHTHbLIN XapakTtep
HacriegoBaHUA

NMonupaakTunus CuHpaakTunusa



AymocoMHoO-peyeccusHbIlU Xxapakmep
HacrneodoeaHus
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MyTauua NpoABNAAEGTCA TONIbKO B TOMO3UIOTHOM COCTOAHUM

— lMpu3Hak nposenigsemcs He 8 Kaxo0oM MNoKoJ1eHUU;
— Bo3sHukaem y oboux rnosioe ¢c oQuHakoeol Yacmomou,
— XapakmepHo 3518 podcmeeHHbIX bpaKoe



AyTOCOMHO-peLecCUBHbLIN XapaKTep
HacrnegoBaHusa

AnNbOUHU3IM

BonbHOM C PeHNNIKETOHYPHEN.
Cnabas nurMeHTaumns KOXxm, BoNOC,
panyxHon o60104YKHM rnas,
yMEPEeHHan CTeneHsb onnroppermnmn

deHunKeToHYypUS



AYyTOCOMHbBIM XapaKTep HacnepoBaHUA-
NpPU3HaK onpeaensaeTca reHom, KOTOPbIX I0KaIM30BaH
B ayTOCOME, TO €CTb NPU3HaK
C PaBHOMW BEPOATHOCTbIO NPOABAAETCA Y UL, PA3HOro nona.

X- cuenseHHoe HacnepoBaHue-
reH 10Ka2M3oBaH B X- xpomocome,
nposas/ieHUe NpuU3HaKa onpeaenaeTca nosegeHuem
NO/IOBbIX XPOMOCOM Npu o6pa3oBaHUM rameT U npu
on1040TBOPEHUMN.

BonbHOM oTeL, nepeaact cBOK X- XPOMOCOMY Ao4epsam, a
CbIHOBbA Noayyart X- Xpomocomy oT martepm (Kpuc- Kpoc
nepepava). Bropasa ocob6eHHOCTb X- cLUenNeHHOoro
HacnepoBaHUA- nposasneHue B GeHoTUne y
rereporameTHoro nosa (My»ckoro y yenoseka)



HacnedoeaHue 2cemochunuu e

Oggll
Koponesa BUkTopus 8 AHImum KopoJsieeckux domax Eeponbi

5 0 @ B O 0 o

Anuca INeononsa 5ear|pucca
oo b m b d coddoo m
UpeHa ®pe- Anek-|Huko- Anuca Bukropus-| AnbthoH- Mopuc
AepuK cawngpa|nam i Esrenus| co Xll|
Buneam 8 icnanum
abe bbbbda Sad wdddla
Bonspemap [eHpwn Anekcewn BUCKOHT AnbgoHCo
8 MNMpyccun B MNpyccum 8 Poccum TpemaraH B8 icnanum

MyTtayua npoABAAETCA TONBKO Y MYXUYUH, NOTOMY HTO Y HUX
oaHa X-Xxpomocoma
— Bbosrerom moJsibKO MY>XYUHbI, XXKeHWUHbLI - Hocumernu



X-cuenneHHbIU pelecCcUBHbLIU XapakTep
HacnegoBaHUS

My>X4YUHBI - MTOTOMKU KOpOneBsbl
Bukropumn 4yacTto ctpaganun remogpunmnen



FonaHapuuyeckoe HacregoBaHUe
t B O

1 2
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Suia 50k d

34 4 5 6 7 8

MyTtauua nokanusosaHa B Y-Xxpomocome

— Mpu3Hak nposengaemcs 8 KaXxo0oM MoKoJs1eHuU;
— Mepedaemcsa om omuya K CbIHY



[onaHapuyeckoe HacrneagoBaHUe

[MnepTpUxo3



MeHaeneBcKkoe HacnegoBaHue

PeyeccueHblie npu3Haku

A3bIK B

e TpyGOUuKy
[onyOble \
rnasau .
cBeTnble ﬁ P

BOJ10OCbl

HopmMarnbHbIN
pocCT JleBOpYKOCTb



MeHaeneBcKoe HacnegoBaHUe

JOoMUHaHMHbIe NpuU3HaKu

Hopma

BecHywku
Freckles

KaTapakTa
Cataract



LluToreHeTU4YeCKUn meton

- 3TO U3y4YeHue KapuoTuna yenoBeka B HopmMe
U NpU HaNn4IMm XpoOMOCOMHbIX U FeHOMHbIX
MyTaLUun.

HopmanbHbIlU Kapuomun 4enoeeKka 46, XX; 46, XY

* CuHOpom «Kowa4ybe20o Kpuka» 46, XX (XY), 5p-
* CuHOpom AayHa 47, XX (XY), +21

MeTtoa Mopdonoru4eckum
Bbiapnser XPOMOCOMHBbIE OonesHu
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Kapuomurn



COBpeMeHHbIe MeTOAbl OKpallnBaHUA
XPOMOCOM

crieKmpalibHoOe
KapuomuriupoegeaHue




Metoa ruépuansauumn JHK — monekynsapHo-
LUTOreHeTu4ecKumn

HYBRIDIZATION
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YcTaHOBneHue rpynnbi cuenneHud

KYNbTYPbl TKaHeH KapuoTUNbI

two cells with gy .,

different DN& A “ndt'uﬂ TR H Y L4
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d 6 d A — KapuoTUN KUTAUCKOTO XOMAYKA,
Memoo euopuousayuu B — KapMoTMN MbILLMK,

coMamu4ecKUX KJiemokK B — kapuotun comatuueckoro rubpuaa

NMortepa onpeaeneHHO XPOMOCOMbI CBA3aHa C NoTepeit Npu3Haka



Bbnn3sHeUwoBbLIX MeTOA

BnusHeubl — 3TO geTu,
OAHOBpP&MeHHO
poauBLunecsay ogHou
MaTtepu




Kak nonyyatorcs 6nm3sHewbl

ORORORSS

IMOBPUOHDI

U3 ogHON 3UrOThbI U3 nByX 3uror

- OpHoanueBble (OB) - PasHoanueBble (PB)
Monozygotic twins Dizygotic twins



BnusHelbl ObIBAOT 0O4HOANLUEBLIE U pasHOAULUEBBIE

OaHosnueBble ONU3HeLbl
(OB) uMerT 0OANHAKOBLIN
reHoTun

Pa3zHosaNnueBble Onu3HeLbl
(PB) uMeroT pa3Hble
reHoTUnbI

- PasBuBatotcs 13 ogHou
ANLEKINETKN (3UroThl)

- PasBuBaroTca 13 pasHbiX
ANLEKNETOK (3UroT)

- Bceraa ogHoro nona

- MoryT ObITb 04HO UK
pasHoro nona

- Yawe - «[lBe kannu Boabl»

- CTeneHb cxoAcTBa
pasnnyHa

- Poxxpatotca pexe

- Poxxgatotca valle




BnusHeuoBbLIU MeTOA

- JTO BbiABJI€eHUe PoJQin HacJieACTBEHHOCTU U
cpeabl B Ppa3BUTUU NPU3HAKOB OpPraHu3mMa

[eHOTUN + OKpYXawwasa cpega = PeHoTUn
e b C

« CpasHeHue 00HoAliyesbIX 6aU3HEY08, KOMOPbIe Huu 8
pPa3HbLIX ycnosuax
— onpeaensaioT BAUAHUE Cpeabl Ha Pa3BUTUE UX NPU3HAKOB

e (CpasHeHue pa3zHoaUyessix bau3Heyos8, KOmopbie ¥unu 8
O00UHAKOB8bIX YyCnosusax
— onpeaenatoT posib HACNeACTBEHHOCTU B NPOAB/IEHUU
NPU3HaKoB

MeTo4 CTaTUCTUUYECKUN



IOAuCKOpOAAHTHOCTb Y pa3HbiX nap 6nm3Heuos

Paznuuunsa (%)

0,5 72
3 77
0 55
0 21
0 49
0 65-70
0 35
2 '; 80
8 60



[Ipmepbl cMaMCKnx GNM3HELOB

] Siamesetwins




MyTauuum — npuunHa HacneacTBeHHbIX
oonesHen

N’EHHbIE

- A
XPOMOCOMHBbIE
\ >

/

%

TEHOMHbIE

\

=




bone3Hu, NPUYUHOU KOTOPLIX ABNAIOTCS
reHHble MyTauuMU, Ha3bIBaAKTCH
oonesHaMM o6MeHa BeLlecTB

= - leH 3
| |

depment 1 - depmeHT 3
PepmeHm He 0bpa3yemca unu He AKMuUBeH.
Hakannusaromca npomexcymoyHoie npodyKmel obmeHa.

Hapywaemcsa obmeH 6enKos, »upos, y2aeso0008, aMUHOKUCAOM




D eHUNKeTOHYpUaA

HapyweHue pa3zsutua Cnaboymue
HEePBHOW CUCTEMbI ™ '

Dementia
BcTpeyaeTca ¢ 4acToToMm [€H HaxoAnTCA B
1:6-7 000 A/IMHHOM Mieye
12 xpomocomsil
AyTOCOMHO- (12q)
peueccnBHbIN
XdpaKTep HapylueHue perynaumm
HacnheaoBaHUA ABUraTenbHbIX GYHKLMI
(DeHITTATTAHIH- TuposiHasa

IHAPOKCILIa3a

— “’ZB;( AMUHOKucnoma ¢gpeHunanaHuH (Phe) He ycesausaemcs
HUAANAHWUH-
Hapywaetca obpasoBaHue
NUpPoOBUHOrPagHas
KCTiBTa rOPMOHOB: apeHaNnH,

HaKanaueaemecacsa HOPaApPEHA/INH.



D eHUNKeTOHYpUaA

NunarHocTuka:

Buoxumuuecknin metog: onpegeneHmne Konnyectsa GeHmnnanaHmHa B KPOBMK,
onpeaeneHne OIBK B moye

MaccoBbl CKPUHUHT HOBOPOXKAEHHbIX

Puc. 12.8
Elequ ne. B0/IbHOM C PEHNNKETOHYPHERN.
Cnabas NnurMeHTaums KOXm, BONOC,
[neTta c HM3KMM cogeprkaHnem Phe PaAyXHOH 060/104KH rnas,

yMEpEeHHan crenerHb onnroppermnm
A0 9-neTHero Bo3pacrta



Buoxummnyeckumn metoq oCHOBaH Ha
nccregoBaHUn BUONoOrnvYecKnX Kugkocreu
HyeJioBeKa

AHanusbl:

* KPOBb

¢ MOYa

* CItOHa

e XenyaoyHblil COK

Onpedensawom:
cooepxcaHue aMUHOKUC/10m, y2s1e80008, AUnuoos,

UOHO8 Memasnnos, hepmeHmos




AnbLOUHU3M

DeHNTATAHHH- Tuposnnasa
THIPOKCIUIa3a

BctpeyaeTca c yacToTou
1:5000-25000 |

AyTOCOMHO-
peueccuBHbIN
Xapakrep
HacnenoBaHUA

| NeveHue:
OTcyTcTByeT




borne3Hu, cBA3aHHbLIE C XPOMOCOMHbLIMU U
reHoOMHbIMU MYyTaUUAMU, HA3bLIBAKOTCH

XPOMOCOMHbLIMU 6onesHaMuU

XPOMOCOMHDbBIE BOJIE3HU - CUHAPOMDbI

CUHAPOM — 3TO HapyLUeHUe Pa3BUTUA MHOTUX
NPU3HAKOB OpraHuU3ma

4 ™~
3 B (e &
B MNO/10BbLIX
el XPOMOCOMAX

. > & =




Borne3Hu, cBAA3aHHbIE C HapyLUeHUueMm
Yyucria ayTocom

Y yenoseKa Habnwgaerca
TO/IbKO O4AUH BUA
reHOMHbIX MyTauum —
reteponsiouaus
(2n+1, 2n+2, 2n-1un T1.4.)

BbXXMBaOT TPUCOMUKU
TO/IbKO NO
aytocomam

8,9,13,18,21un 22




CuHppom lMNaTay FeHoTun 47, XX+13
— TpucomMus no 13 xpomMmocome

Karyotype From a Female With Patau syndrome (47,XX,+13)

ST

SYAY “ TR IRY.
BIRR
l! 9 10 1" 12
1® o ou
16 17 18
e I'Iopoxm cepaLa, aHoManum noyex u
1 33 TR NOMOBOW CUCTEMBI
AL #ooB2 XY e Mukpouedanus

» PacLlenunHel ryobl n Heba
 [ledbekTbl KOCTEN Yepena



CuHpgpom [layHa FeHoTun 47, XY+21
— Tpucomua no 21 xpomocome

BcTtpeyaeTca c yactoTom
1:700 HOBOPOX AEHHbIX

13 14

Y
21 22 X X X




Bones3Hu, cBA3aHHbIE C HApPYLEeHUeM YnCcna

MNO/ZI0OBbIX XPOMOCOM
3710 pe3ynbrar He BbiI3bIBAKOT
HapylweHus
rameToreHesay Tﬂmen bIX
poauteneii: HapyLweHUuu
pa3BUTUA

HepacxoxcoeHue
Xpomocom 6 aHagpasze | OpraHnUM3ma
meto3sa

(Nondisjunction)

Trisomy Monosomy




CuHpgpom KnanHdenbrepa
feHoTun 47, XXY

My>X4MHa C HapyLUeHMeM NO0BbIX NPU3HAKOB:

* Y3KUE TJIEHN LLUMPOKUI TA3
* OTNIOXKEHUE KNPA 1O KEHCKOMY TUIMY CNABOE PA3SBUTUE
* BECT/TOANE MYCKYJIATYPbI



Tpucomuma no X-xpomocome
feHoTnn 47, XXX

i s i
1Y
a3 B3 3H OB ax BB

TRTIY
3% A5 &)
" 1 18
%z A

o 88%
ad AR
n 22 XXX

ComaTMYyecKnx HapyLweHNn HeT;

HeHWMHbI BbICOKOTO POCTa CO CHUMKEHHbIM MHTEN/TIEKTOM;
NHoraa moryt UMeTb AeTEN.



NMNonncomuna no Y-xpomocome
feHotun 47, XYY

XYY Syndrome
1 2 3 4 5 6 7 8
9 0 11 12 13 14 15 16
17 18 19 20 21 22

XYY

* Bblcokun pocT, xygoba KnnHn4eckon naTosnornun Hert

. HeypaBHOBeLUeHHOCTb N arpeCcCNBHOCTb N3-3a BbICOKOIO YpPOBHA
MYXXCKNX TOPMOHOB



CuHpapom LLlepeweBckoro-TepHepa resorun
45, X0

Y SC N % b
2 28 rK XK

A% B ) -

/HeHLWMHa C HapywieHuem
NONOBbIX NPU3HAKOB:

k

* HepopasBuTUE MOMOBLIX OPraHoB ManeHbKuin pocT
 KpbilnoBuaHble CKNagku Ha Wee  BpoXaeHHble NOPOKM MoYek,
 Bbecnnogue KKT, cepaua




Bone3Hu, cBsi3aHHbIE C HapylleHUueMm
CTPYKTYPbl XPOMOCOM

XpOMOCOMHbIE MYTaLUUNMN:
Oeneuun, lynankayummn, MHBepcuu,
TpaHcnoKauuu

Bbi3biBaloT TAXKENbIe HacnencrBeHHble 6one3Hu -
CUHAPOMDI




CUHOPOM «KOlAaYbero Kpuka»
= geJsielind 4aCtTu KOPOTKOIO Mnre4a 5-K XPOMOCOMBDbI

Deletion

Deleted 5

N3meHeHune ropTaHn, HapyweHme pocTa, YMCTBEHHAs OTCTaN0CTb




CuHapoM [layHa MOXeT ObITb CBA3aH
C TPaHCNoKauueu
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Puc. . CneBa — cxeMa KApDHOTHITA IPH TPAHCIOKAIMOHHOH TpHcoMHH 21. Crpasa — THITHYHbIC
0cOOSHHOCTH KpYrioe IHIE, MOHTOIOH/HBEI pa3pe3 ria3, JMHKAHT, IUIOCKAd IPeHOCHIR,
KOPOTKHH HOC, OTKPBITHIH POT, YBEIIHYCHHBIH H3bIK.




Tema 26. l eHeTHKa YeIOBEKA.
MeTtobl U3VUeHUA N'eHETUKH YeTOBEKA.

Tema 27. MenuunHckas reHeTUKA.



JlomamiHee 3axaHie:

1. yueOHOE mocolOme, Tema 26-27.

2. KOHTPOJBbHBIE BOMPOCHI MOCIE 3TOU TEMBI
Y4ECOHOTrO MMOCOOU:

3. TECTOBBIE 3aTAHHA B KOHIIC TTOCOOM



