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CpefHAana oblieobpasoBaTtesibHan WwKona Ne235 r. Mocksa rEHE TMKA M
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MoarotoBmna: Bepauesa Jlenna, ydyeHumua 9 «A» Knacca

[MpoBepuna: boraaweBckasa T.I1., yumutenb 6uonormm
BbICLLEN KBaJIM(PUKALIMOHHOM KaTeropmm



OBbOCHOBAHME TEMbI:

Unba PenuH. NMopTtpeT xupypra Hukonas Muporosa, ...

rof.

B 6yayuiem a xoTtena
Obl CBA3aTb CBOMO
¥M3Hb C MeULMHOM,
No3TOMYy £ Bblbpana
Temy

«[[eHeTuKa “
HacneACTBEHHbIE
00/1e3HU>»

Lenu:

U3YYUTb NPUYMHDI
Hac/eACTBEHHbIE
6ON1E€3HM,
NPOUNAKTHKY U
NYyTHU NeYeHuns.



HapylueH1sa npu pacxoxaeHMM XpoMOCOM

HacnedcmseHHbie 60/1€3HU — 3TO
60/1€3HM, CBA3aHHbIE C HapyLLUEHUEM
reHeTMYEeCKoro annapara 4esIoBeKa,
APYrMMU CNIOBaMM C MyTaLMAMM.

Mymayusa (mutatio — nameHeHue)
CTOMKOE M3MEHEHME FeHOTMMA,
npoucxoasilee noj BAUAHUEM
BHELLUHEN MU BHYTPEHHEN Cpejpbl.

Mpouecc BOSHUKHOBEHMS MyTaL MM
NOJlyYM/1 Ha3BaHUe MymazeHesd.

OcCHoOBHblE npoueccol, npueojAawme K
BO3HMKHOBEHUIO MyTaLlMﬁ —

HapvweHua penamkaumu AHK,

HapvweHusa penapaumn AHK,

reHeTM4YeCKaa peKkoMbuHaumsa.




Buabl MyTaumm:

1. 1o MecTy KN1eTOK, B KOTOPbIX
npousoLia MyTauma (CoMaTUyecKue,
raMeTmnyeckKkme)

2. o npuynHe (MHAYUMPOBAHHbIE,
CMOHTAaHHbIE)

3. Mo 3Ha4eHuto (6raronpUATHbIE,
HEUTpa/ibHblE€, NATOrEHHbIE)

4. Mo MacliTaby U3MEHEHUM
(XPpOMOCOMHbIE, FreHOMHbIE, FeHHbIE)



MyTauum

13MEeHeHUA CTPYKTYPBI FeHa

M3MEHEHMA YUCNA XPOMOCOM  VISMEHEHMA CTPYKTYPEI XPOMOCOM

e )
W * [loTepA HYKNeoTHA0e
i
[
WJ » YINBOEHWEe HYKNeoTUA0Ee
=
D
o » BCTaeKa HYKNeoTUAO0E
I
I
D > MameHeHWe NopAaaka Yepedon-
-— BAHWA HYKNeoTHUA0E
=
=
= QOBmMeH YHaCcTEAMKM MEOY
© > ABYMA HETOMONOTMYHBIMM XPOMOCOMaE MK
(-
e
= £ =
=57 83
= — = MoeopoT Kakoro-nubo ydacTea
0 o —» .
W w0 ¥POMOCOMEI Ha 180
i) > =
®
D
0 = W 6
T = NBEOEHWE KaKoro-nvbo ydacTea
= = o > «pomocomel
O g
S S
M Py
= 2= E
s S3
> 3 % MoTepA kakoro-nubo ydacTEa
5 = > wpomocomel
0
=
— m > YMeHeWEeHWe AMNNoraHoro Habo-
W m pa ¥XpoMocom B 2 paza
7 & EZ
| = =
= -
W > m MoTtepAa unu gobaeneHywe oQHOM
= C » unm HECKONBKMWX XPOMOCOmM
O @ =
O = D
B\ g &
D o
O =
D = > KpaTHOe yEenUYeHWe OCHOBHOTO
— = {rannoXaHOro) YMcna ¥pomMocom
o
—



CXEMA XPOMOCOMHbIX MYTALMN

ABCD EI VHBEPCUS IAIB EDC

[MosBopoT Ha 180
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MN3MeHeHne MeCTOMNO0JI0XKEHUA reHa
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BoinageHue reHa

ABCDE opnwmewn ABCDEE
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YaBoeHue reHa

MyTaummn NpoABAAITCA B HOBbIX CBOMCTBAaX opraHvM3ama. Hanpumep, B
NaToJIOrnax



KNACCUOUKALNA )
HAC/IEACTBEHHbIX 3ABOJIEBAHM




AXOHZPOMNJIA3MSA:

®  IJTO MOXHO yBMAETb Ha KapTuUHe
3HaMEHUTOro XyZoxHuka Juero
Benackeca (1599-1660) «/loH
CebacTtbsaHO aenb Moppa».

© Kapauk, cnadawmi Ha nony— wyT
npasutena ®naHapmn. Y Moppa
HapyLUeHbl BCe NpOnopumu Tena.
MosHOCTbIO OTCYTCTBYIOT Masiblibl. OH
FPYCTHbIM M HecYacTHbIM. Mo
CBMAETE/IbCTBAM COBPEMEHHUKOB, Jie
Moppa 6b1/1 Ha peKOCTb YMHbIN U
UPOHMYHbBIM YEJIOBEK.

®  AXoHAponnasus - 3To reHeTu4ecKoe
HapyLUEeHME pocTa KOCTHOM TKaHU. OHO
BCTpeYaeTCcA NPMMEPHO Y O4HOM0 M3
KaxkabiX 25000 HOBOPOXKAEHHbIX.
Tun HacnefoBaHUA ayTOCOMHO-
J[OMMHaHTHbIM, 80% cnyyaeB
06YyCNOB/IEHbI HOBbIMU MYTaLMAMM.

® Y Takux Ntogen HU3KUK pocT, Yy
B3pocnoro 120-130cm, 60/1bLIOM Yyepen ¢
BbICTYNALMM 3aTbIJIKOM, 3anaBLuas
nepeHocMLa, KOHEYHOCTM YKOPOY€EHbI.
MHTeNNeKT y Takmx ntogen HopManeH

[Topmpem npudsopHo20 Kapauka doHa CebacmbaHa deJib

Moppa

(At 1100 Tliscmnmnmas RDAarmAacirzearses )



APAXHO AKTM”MH: OBHAPYAKMBAETCA HA MHOIUX

KAPTUHAX U3BECTHbIX XYAOXHWUKOB, MNMPU UCCIEAOBAHNN OCTAHKOB
OAPAOHA TYTAHXAMOHA U ETO POACTBEHHWKOB.

®. MapmuaxaHMHo «MaZoHHA C A/IMHHOM ween» CaHgpo botTnyennm «MoptpeT toHowM>» (1483)




CUHAPOM MAPOAHA HA CNYXKBE

ABTOp ?

@

Hukkoso lNMazanuHu (27 oktabpa 1782, l'eHya — 27
mMas 1840, Hiuua) — UTANbAHCKMM CKpMnad U
rMTapUCT-BUPTYO3, KOMNO3MTOP. MpM3HAHHBIN FreHWM
MMPOBOr0 My3blKaJIbHOr0 UCKYCCTBa.

CeKpeT HeBEpPOATHOM CKPUMUYHOM TEXHMKM MaraHMHK
06DbACHATCA cMHAPOMOM MapdaHa. CMHAPOM Bbi3BaH
Hac/leICTBEHHbIM NOPOKOM Pa3BUTUS
COeAMHUTENIbHOM TKaHM M XapaKTepu3yeTcs TaKKe
nopaKeHMeMm OrnopHo-ABUraTeIbHOro annapara, rnaas
M BHYTPEHHUX OPraHoB.

Y 60/1bHbIX CMHAPOMOM MapdaHa xapaKTepHas
BHELWHOCTb: 6/1e4HaA KoXKa, ryboKo nocarkeHHble
rnasa, Xxyzoe 1eno, HeJloBKME ABMMKEHUA, Nayybn”
nanbupl. Bce nam HeCKobKO nNasibLeB Ha pyKe
061a4al0T CMOCOBHOCTbIO U TMOKOCTbIO BbITh
OTKJIOHEHHbIMM Ha3aj Ha 180°.

ITU 0COBEHHOCTHM MO3BOJIMIN EMY TBOPUTb CO
CKPMMKOM HacTosAwwme vyaeca. Jlloau roBopuam, 4to
OH B CroBOpE C AbABOJIOM, UJIM YTO €ro UCKYCCTBO
ABNAETCS My3blKOM HEGEC, B KOTOPOM 3BYy4aT
aHresnbCcKue rosioca. OH urpan Tak, YTo caywatensm
KasaJsiocb, 6YATO rae-To cnpATaHa BTOpas CKpMIKa,
UrpatoLLas 04HOBPEMEHHO C NepBon. Kak u3BecTHo, B
KOHLIE CBOEM KM3HU BEJIMKMUMA MY3bIKAHT MOYTH
JMLUKMACA rOs10Ca M3-3a MapasMya BEpPXHEro
ropTaHHOro HepBa. KaKAablM A€Hb ¥KM3HM - 3TO
60pbb6a ¢ 60/1bt0, 60pbba 3a KM3Hb. HO BpOXKAEHHbIM
AedeKkT lMaraHMHKU NoCTaBMUA Ha CNyKOYy CBOEMy
My3bIKa/IbHOMY FEHMIO.

Mo cyacTbio cMHAPOM MapdaHa BcTpevaeTca
AOCTaTO4HO peaKko (BepoATHocTb ero 1:50 000). Tvn
HacneAoBaHMA aymMOCOMHO-OOMUHAHMHLIU .



HKN3Hb HA C!'Iy>KI5E HAPOJA

EAMHCTBEHHAn KoMMNeHcauus,
KOTOPYI0 Ntoan C CUHAPOMOM
MapdaHa nonyyatot ot
cyAb6bl 32 CBOM MOPOK —
MOBbILIEHHOE COAEpXKaHUe
aJipeHasIMHa B KpPOBM.
AZpeHasiH NOCTOSAHHO
NnoACTErMBaeT HEPBHYHO
CUCTEMY M AenaeT ux
HEBEPOATHbIMM
TpyAoronnkamm. CMHAPOMOM
MapdaHa cTpaganm
HECKOJIbKO BCEMMUPHO
M3BECTHbIX JIMYHOCTEMN.

TakoB 6bln necopy6 Aspaam
JIUHKO/IbH (rojbl NpaBaeHUA
1861—1865), KOTOPbIM
6narogaps NOCTOAHHOMY
CamMo06pa3oBaHuIo,
BblJAIOLLMMCA CNOCOBHOCTAM
W, rNaBHoOe, NoTpAcaloLLEeMyY
TPYAONO6MIO CTan
npe3sugeHtom CLLA.

Lapnab de Noanb (rogpl
npassieHna 1959—1969 -
npesnaeHt OpaHuuu




FaHc XpucmuaH AHOepceH-
CbIH CanoHMKa, CTaBLUMM
no3e BeJ/IMKMM nucatesiem
XIXB.Ero Heobbl4yHOE
TPyAoNo6Me NOABMIOCH eLlé
B wKone. Ceoun
iMTepaTypHble
npou3BeAeHnA OH
nepenucoiBan 4o 10 pas,
[06UBAACH, B KOHEYHOM
cyeTe, BUPTYO3HOM TOYHOCTU
, OLHOBPEMEHHO NIErKOro
CTUAA.

KopHeli UsaHosuY
YykoscKul - No6MMbIN
AeTbMU aBToOp «Myxu-
LLOKOTYXM>», «Mongoablpa» U
«TapakaHuwa». «f BCto
M3Hb paboTato. Kak Bon!
Kak TpakTop!» - n1can o
cebe KopHen MBaHoBuY. U
3TO AEUCTBUTE/IbHO 6bIN0
TaK. Mncatensa otanyana
TUTaHMYecKasn
paboToOCNOCOOHOCTb.
«HuKorga A He Habaodan,
YTOGbI KOMY-HWOYAb APYroMy
C TaKMM TpyZAOM JAaBanacb
cama TeXHMKa NUCcaHnA», -
3ameyas OH npo ce6s.



NMPOOUNAKTURA U TYTU NEHEHUA
HACJNEACTBEHHbIX BOJIESHEW

JleyeHue. [ naBHble HanpaB/1€HUNA - CMMINTOMaTHUHECKOE, MNMaToOreHeTN4YeCKoe,
3TUOZI0MYHECKOE S1IevHeHHe.

CUMMNTOMATUYECKOE M MATOreHETMYECKOE Hamnpas/ieHUA NpeayCMaTpMBatOT MCMOJIb30BaHUE
BCEX BM/I0B COBPEMEHHOIO JIeYEHUSA: JIEKAPCTBEHHOE, ANETUYECKOE, XMPYPruvecKoe,
peHTreHopaauoJiormyeckoe, dusmoTepaneBTUYecKkoe. MNosiHoe Bbi310pPOBEHUE MPU
Hac/1eICTBEHHbIX 60JIE3HAX NMOKa HEBO3MOXHO, HO JIEYEHME MX - HE TaKas Ge3HajexKHas
MPOrpaMMa KaK 3TO Ka3a/loCb paHblue.

CUMMNTOMATUYECKOE SIeYeHME Ha3HAYaAT MPAKTMUYECKU NPU BCEX HAC/IEACTBEHHbIX 601€3HSAX,
a A1 MHOrMX POPM OHO ABNAETCA €AMHCTBEHHBIM. B1Abl cCMMNTOMaTMYECKOro NeyeHus
PA3HOO6Pa3HbI - OT JIEKAPCTBEHHbIX CPEACTB /10 XMPYPrMYECKOM KOPPEKLMM.

[aToreHeTMYeCKoe JIeYeHMe HaMNpaBJ/IEHO Ha KOPPEKLMIO 3BEHbEB HapYLLEHHOrO 06MEHa
BelecTB. Ecim reH He yHKUMOHMPYeET, HEO6XOAMMO BO3MECTUTb €ro NPOAYKT; €C/M reH
MPOU3BOAMUT aHOMaJIbHbIM GENOK M 06Pa3YyTCA TOKCUYHbIE NPOAYKTbI, CeAYeT YAAMTb UX U
BO3MECTMTb OCHOBHYIO (DYHKLMIO Fr€Ha; eC/iM reH Npou3BoOAUT MHOIO MPOAYKTA, TO M36bITOK
ero yJanaor.

MpodurnakTuka. CyllecTByOT caeayolme HanpaB/ieHUs NpodUAaKTMKU Hac1eACTBEHHOM
natosiornu: 1) NnaHMpoBaHME CEMbU (NEPBMYHAA NPOdUNAKTUKA); 2) SINIMMUHALMA
MNaTo/I0rMYEeCKMX SIMOPUOHOB M NA0A40B (MepBUYHAA NPodUIaKTUKA); 3) ynpaBieHue
NEeHEeTPAHTHOCTbIO MU SKCMPECCMBHOCTBIO (BTOPUYHAA NpodurIaKkTMKa); 4) oXpaHa
OKpY:KalolLlen cpeabl (NepBUYHAA U BTOPMYHaA NpoduaakTMKa).

B nepcneKkTuBe 60/bluME HAAEX bl BO31araloTCA Ha Fr€HHYI0 MHXXEHEPUIO, NOJ KOTOPOM
NoApa3yMeBaETCA HanpaBJ/IEHHOE BMELIATE/IbCTBO B CTPYKTYPY M (DYHKLIMOHUPOBAHME
reHeTUYeCKOoro annapaTa - YJaJieHUe UM UCNPaB/iIEHNE MYTAHTHbIX FEHOB, 3aMeHa MX
HOPMaJlbHbIMM.




BbIBOA:

Pa6oTas No AaHHOM TeMe, A, Kak 6yayLimi Bpay ,y3Hasna MHOrO HOBOMo M
MHTEPECHOr 0.

COBpeMeHHaﬂ MeanunHa onmnpaeTCcAa Ha 3HaHUA reHEeTUKMU.

MHe cTano AcCHO, YTO HacNeACTBEHHbIE 60/1€3HM NOAAAITCA JIEYEHUIO M
KOPPEKTMPOBKM.

BaykHbl coLMaibHble acneKTbl 4AHHOM TEMbI: OTHOLLEHUE K MHBAIMAAM,
OTHOLUEHWE caMMX Noaen ¢ gedeKkTamm K 3TMM JedeKTaM M CO6CTBEHHOM
¥U3HU.

A aymato, AaHHas TeMa MHTEPECHA MHOTMM COBPEMEHHBIM J1yMatoLLUM
JIIOASAM.
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