brnounHaukauma Ha pa3HbIX

VPOBHSAX OpraH1U3aumm XXmMBoro

HusLwue ypoBHM:
® CYOKIETOYHbIN (DNOM. MakpOMOJSIEKYTbI)

® KIeTOYHbIN
e TKaHen n opraHoB

OpraHn3meHHbIN

Bbicwine ypoBHU:
e NonynAaUuMOHHO-BMO0OBOM
e OMoLEHOTNYECKMIA (3KOM. COODLLECTB)
® 3KOCUCTEMHbIU
e OMocdepHbIN



KrneTo4yHbIU 1 CyOKNeToO4YHbIN

YPOBHMW

J10CTOMHCTBA:

a) BbICOKas YyBCTBUTENbHOCTb K
HapyLUEHUAM

6) BOBMOXHOCTb paHHENo BbIABNEHUSA
HapyLleHUn cpeabl

HepnocraTku:

BMOMHAOMKATOPbI-KMETKM U MOMEKY bl
TPEeOYIOT CNOXXHOWN annapaTtypbl




N

[na GuonHamMkaumMm Ncnonb3yroT:

IameHeHne KOHLEeHTpaLunm N akTUBHOCTU
BMonornyecknx MakpoOMOIIEKYIT

HapyLlueHne coctaBa XMM. 3JIEMEHTOB U
HakonmneHne BpeaHbIX BELLECTB
(KCEHODUOTMKOB)

[ eHeTn4yecKkne HapyLleHns
1ameHeHne mopdoonornn KrneTok N opraHen’s

HapyLueHne pm3nonorm4eckmnx npoLeccos B
KNneTKe



I3aMeHeHMne KOHLIEHTPaLUUN N aKTUBHOCTHU

BrMonornvyeckx MakpoMorneKkyn

a) benku

 [lpun pasHbIX Buaax 3arpsi3HEHUsI B KNeTKax YMeHbLLAETCS
KOHLIEHTPALMA PacTBOPUMbIX OESIKOB (TECT HA NOMYTHEHME)

» HapylieHne paboTbl hEePMEHTOB
Bmecto C-®: (C — cybeTpat, © — dpepmeHT, 1 — nHrmbutop)
Cno
N-O
N-C-O
B utore HapyLuaoTcsa pasnnyHble NpoLUecchl, HanpuMmep,
accuMmMnAUNS Yrneknucnoro rasa B rnpouecce poTocuHTesa

abixaHme (CO nerdye npucoeguHsIETCS K reMornobuHy, 4yem
O,)
,)-




KOHKYpeHTHbIE UTMOUTOPLI, Kak NpaBuio, UMEKT CTPYKTYPHOE
CXOACTBO C cybcTpaTtamu 1 NO3TOMY LLMPOKO UCTONb3YHTCA
Npu UccrnegoBaHM MexaHn3mMa OENCTBUS pasfiNyHbIX
doepmeHTOB. Knaccmnyeckum npuMmepom KOHKYPEHTHOro
TOPMOXEHUS CRYXUT NHTMBbMpoBaHue
CyKUMHaTaerngporeHasbl MasioHaToM.

Linkn Kpebca 6b1n OTKPLIT Ha XKXMBOTHbIX 00bekTax. CyllecTBoBaHME
ero y pacTteHuu BrepBble goKasan aHrmUMnUCcKnn nccnegosarterns A.
UnbHenn (1939). B pacTuTenbHbIX TKaHSX coaepKaTca Bce
KNCIOThI, y4acTBYOLWME B LMKIIEe 0OHapYyXeHbl BCe

doepMeHTbI, KaTanM3npyoLLKe rnpeBpaLLleHne 3TUX KUCOT NoKa3aHo,
YTO ManoHaT — UHMMOWUTOP CYHKUMHATAErMaporeHasbl —

TOPMO3UT OKUCIIEHME NUpyBaTa N Pe3Ko CHMXaeT norrnowieHne O2

B npoueccax AbIXaHUda Yy pacTeEHUN.



60) CvHTe3 3alnTHbLIX BewecTB B KrneTke. VIx
KOHLIEHTpaunsa pacteT npu JeNCTBUN CTPECCOPOB.

e [MponuH KU anaHuH — aMUHOKUCIOTblI — UHAWKATOPbI
cTpecca

 [lepokcuaasa — 006e3BpeXNBAET TOKCUYHbIE
nepekmcu. BeiaBnsaeTcs renb-anekTpodpope3om.



B) [MurmMeHTbLI

Xnopoduns (M3MEeHEHUA PUKCUPYIOT C MOMOLLIbIO
XpomaTorpaduum u crekTpo-oToMeTpun)

* paspyliaeTtca (magaeT KOHUEeHTpaLuus)
e 3aMennseTcs yopecueHumna xnopodgunna
(dpriyopumeTp)

CHs CH, CH,

«  KapoTtuHouabl
KoHUeHTpauma pacTeT B TKaHAX
BOOHbLIX OpraHM3mMoB (MOSITFOCKM U 4p.)
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2. HapylleHne coctaBa XMMUYECKUX

OJIEMEHTOB U HaKoMsieHne BpeaHbIX
BellecTB (KCeHODOMOTUKOB)

HapyweHue cocTaBa:

B 30Hax TEXHOreHHOro 3arpsi3HeHUs1 B
PACTEHUSAX PE3KO CHUXKAIOTCA COOTHOLLEHUS
9NEMEHTOB:

K/Na,
Ca/Si,
P/Al



[Tprmepbl HAKOMMNEHUA KCEHOONOTUKOB:

* HakonneHwne pTyTn B Nepbax NMTuUL:
3a nepuoa 1940-80 rr. koHU-na Hg
Bo3pocna B 10-20 pa3s, no cpaBHEHUIO C
OaHHbIMUK 3a npeablaywne 100 ner.

* HakonneHne cBnHLA B pacTeHUAX BONn3u
AOPOr C UHTEHCUBHBLIM aBTOMOOUMNbHbBIM
OBMXEHNEM

o JlInwanHukm HakannusarT Cu, Pb, Cd u
Ap.



buonHanKaunMoHHbIN UHOEKC

TOKCUYECKUX OCTATKOB - [3

B=(koHyu. nonntoTtaHToB B opraHn3ame/LBC)*100%

LBC - BHYTpeHHAS netanbHasa KOHUEHTpauua, aHanor
J'I,EI,5O, MCMNOoJSib3yeMou rnpu BHELLHEM BO34EUCTBUN
doakTopOB.

3 > 10% - MHOMKaATOP CEPLE3HOIO PUCKA,
3 < 1% - HE3HAYUTENBHbIN PUCK




3. [eHeTn4yeckne HapyLleHUs

JleTanbHble MyTaLUW:

[pumep: VIx umcno Bo3pacTtaeT Ha NOpsAoK B NONynAaLmnax
MblLLUEN N3 3arpsaA3HeHHbIX panoHOB.

 MukpoaaepHbIW TECT - NOBbILLEHWE YMCA MUKPOSOEP

[Toumep: B KNETKaxX KOCTHOrO Mo3ra MbiLLEBUOHBIX PbI3YHOB
B 30He YepHobbinbckon ASC vepes 3-5 neT nocre aBapumn.

@ @‘

-
@@

Mukposppo —

B UMTONOrMn doparMeHT gapa B 9yKapuoTUYECKOW KNneTKe, He
coaepaLlnr NosIHoro reHoma, HeobxoanMoro ansi ee
BbDKMBaHNA. ABNSETCH NaTONOrM4YecKon CTPYKTYpOn U
MOXEeT HabntogaTbca B KneTtkax nodbix TkaHen. OObIYHO
MUKposigpa obpasyoTcs B pesyrbrate HenpaBuilbHOro

Xoda KNeTo4YHOoro geneHust unun oparMeHTauum sapa B
npouecce anonTtosa.



3. [eHeTn4yeckne HapyLleHUs

« Comatundeckme MyTauUnu:

[lpumep: HacToTa XPOMOCOMHbIX MyTaLUX BO3pacTaeT NoYTH
B 100 pas B anntenuu porosuubl rrasa rpadyen B CUSIbHO
3arpa3HeHHbIX panoHax

» [eHoTOKCMYEeCKUN I EKT:
lpumep: "TanngommaoHas
kaTtactpodra" - OPI" 60-ble rT.
20 B.




BlI'1P — BpoXaeHHble NOPOKU pa3BUTUA

NVUHBWHAN perpaccus n 95% AoBepUTENLLIO UHTEPBANLI

00018

* Puck poxgeHus

5 peberka ¢ BIMP
3 ™ HECOBMECTMMbIMM
B oons | C XWU3HbIO
- okasarncsi B 8 pas
0 BbILLE B Hanbornee
i e e 3arpsi3HEHHbIX
TRKONLI® METaNL) paIZOHaX MockBbl

Puc., 3. 3aBNCUMOCTL MEXAY YACTOTAMK MHOXECTBEHHLIX NOPOKOB
PA3BUTHS HOBOPOXAEBHHBIX K KOHUESHTPAUMEH CONEW TSXENbIX METANUE
B NOYBE MYHWIMNANLHLIX PaiioHOB ropona Mocksb:.

«CTOopOXeEBbIE» NN «KUHONKATOPHbLIE» (PEHOTUMNLI: CUHAOPOM
[ayHa, aHaHUedanua, MHoXXecTBeHHble BIP, pacliennHbl

rybol n Heba, oedreKkTbl KOHEYHOCTEN
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fbhe R
bEKT UCCNEe0BaHUA: NYNOBMHHAA KPOBL NNOAA
23 Kapuotun nnoga: 47 XX +21( cungpom QayHa)
PekomeHAOBAHO MeAWKO-TEHETUYECKOE KOHCYNBTUROBAHKE.

HepacnosHaHHEBIE

XapactepHa nonepeyHa ccnagea Ha gonoti
[www.medword.net/ syndrome_down. htm)



4. VIameHeHne mopdonorum

KINETOK N OpraHersisi
KneTkun- nameHeHue:

* pa3MepoB
* OOPMBbI
OpraHennbl:

* JedpopmMmauma N paspyLleHume
MUTOXOHOPWIA 1 XroponnacT:

OT1cnoeHne o6oro4vek oounToB Yy pblb



5. HapyLieHne qpunsnonorn4eckmnx

NPOLIECCOB B KI1ETKE

a) PocTt npoHnuaemoctn membpaH KIeTok
(pacteHuq)

* CEpPHUCTLIN ras - SO,
* 030H — O, 1 Apyrne okucnmTenu

YcunuBaeTtcd BbIXod MOHOB (OCODOEHHO Kanus) na
KITETKMW.

buonHankauna HapyLeHnn membpaH: namepeHme
9NEeKTPOoNnpPOBOAHOCTN ANCTUNNNPOBAHHOW BOALI
nocne 2-4 4yacoBoro npeodbiBaHUA B HEW BbICEYEK
N3 NIUCTLEB.



60)_ PoTocuHTES

MexaHn3m - HapyLleHUe aCcCCUMUNALINK COZ.
SO, CBA3LIBAETCH C aKTMBHbIM LIEHTPOM
KIno4YeBoro doepmeHTa OTOCUHTESA
(pnbynosogmndocdarkapbokcunasbl)
Bmecto CO, 1 Topmo3uT coukcauuio CO, B
uukne KanbBuHa.



buonHamkauna HapyweHnm  poToCcUHTe3a:

* o cnaay nornoweHna CO2 nnu eeigenenmna O2

* MO jpnyopecueHunn xnopodgunna.

B nonesbIX ycnoBuUsiX UCMosib3yoT Npnbop dpriyopnmeTp
N NIOMUHOMETPUYECKNI aHann3aTop — 3To npubop,

KOTOPbIN MO3BONSET ONPEAEnsaTb KOHLUEHTPaLUNIo
BELLECTBA NO YPOBHIO BO3OYXOaeMOro B HNX CBEYEHUS.

[.H. Matopun, B.A. Ocunos, 0.8, fikosnesa, C.W. Morocss

ONPEOENEHMUE COCTOSIHUA
PACTEHWW U BOOOPOCIIEN
MO ®NYOPECLIEHLIUU XJIOPOOUIINA

YYEBHO-METOAMYECKOE NOCOBME

L

Mocksa 2010



Xnopodunn obrnagaet crnocobHOCTLIO K dpriyopecLeHLMH,
T.€. CBEYEHUNI0 Noa AENCTBUEM OCBELLIEHUS.

E
. 6
S 1
T 300 |-
§ 3amepnrieHHas
§ 5 donyopecueHuuns -
$.200 |- 3 CHayana
8 r aKTMBUpYeTCH, 3aTeM
= noaaBnsieTcsa Ao
© 100 |~ 2-13%; oT KOHTpoOnSA
S NpPU KPUTUYECKOM
§ oL | 1 [ | | 3arpsi3HeHuu
I 0 2 4 6 8

dnyopecueHUnss NMNCTa Mxa MHUyMa:
1 - KOHTpONb, 2 1 3 - okypuaHue SO,



B) ObixaHune

SO, 1 Op. kKnchble rasbl y pacTeHUI
BbI3bIBAOT CHayara akTueauuto, 3aTem

r)_[1nasmonus

B kneTkax pacteHun nod AEUCTBUEM KUCIIOT
n 802 LMTOoNnnasmMma oTcrnamBaeTcs oT
KIMEeTOYHOUN CTEHKMW.




0)_HapyuieHne BoaHoro banaHca

CHmXeHne cogepXaHnsa Bodbl B JINCTbSAX.
ObycrnoBneHo pa3spylleHnem membpaH. B
nabopaTopHbLIX YCNOBUAX OLIEHUBAIOT
BOOYOEPKXNBAKOLLYHO CNOCOOHOCTb NMUCTLEB.

e) buodusunyeckme NpoLiecchl

IaMeHeHne N1EKTPOCONPOTUBIEHUS TKaHeWN. [loa
BIMUSIHUEM MPOMBbILLIEHHBIX BbIOPOCOB
yBeNnM4YmMBaeTCcs. YcTaHaBMMBaKT C NOMOLLbIO
TBepAblX UronbvaTbiX 3NeKTPOoOOoB.

K)_ANonTos3

Camopa3spyLleHME KITETOK BO3pPaCTaET B
CTPECCOBOW CUTYaLIUMN.

YHuBepcarnbHbIN KONMMYECTBEHHbLIN NOKa3aTesb
anonTo3sa - cogepxaHne HuskomornekyndapHon OHK
(y mogen B nrasme KposW).




3aknyeHue

BuonHankaums Ha ypoBHE KNETKMU:
e 0ObIYHO paHHSAA, crieundnyHas, NnpaMas;

* TPebyeT Npnbopos, HO He Bceraa
CNOXHbIX;

¢ pa3paboTaHO MHOIMO KOHKPETHbIX METOAUK
no don3nonorn4eckum, BUOXMMNYECKUM U
reHeTMYeCcKUM noKasaTensm.



