[TCUXOINEHETUKA

5. HemeHoeneBckaa reHeTuka



YcnoBus gencrteunsa 3akoHoB MeHaens

* FTOMO3UITOTHOCTb UCXOHbIX CKpeLLMBaeMbIX dOPM;

» 0Opa3oBaHMe raMeT rmdpunaoB BCEX BO3MOXHbIX TUMOB B PaBHbIX
COOTHOLLEHUSIX (0becnevnBaeTcsi NpaBuUibHbIM TEYEHUEM
MEeno3a; oanHaKoBOMW XN3HECNMOCOOHOCTbIO raMeT BCEX TUMOB;
PaBHOMN BEPOSATHOCTbIO BCTPEYM NMIOOBLIX raMeT npu
ONNIOAO0TBOPEHUN);

* OIMHAKOBAs >KN3HECNOCOOHOCTb 3UrOT BCEX TUMOB.

3akoHbl MeHnaens cnpaBeanuBbl A5t ayTOCOMHbIX FEHOB C NMOJTHOM
MEHETPAHTHOCTbLIO N MOCTOAHHOW SKCNPECCUBHOCTbLHIO



Hble mexaHn3mbl

* XpOMOCOMHbIe abeppaunm — USMEHEHUA CTPYKTYPbl XPOMOCOM
* CuenneHHoe HacregoBaHue

* [€HOMHbIV UMAPUHTUHT

* [losgBNeHne HOBbIX MyTaL K

 [lonureHHoe HacnegoBaHue




N3meHeHUue Yyncna XxpomMocom
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CuHpgpom [layHa

* CMHAPOM Nony4n HasBaHMe B YeCTb
aHrnuuckoro Bpaya [xoHa [layHa,
BNepBble OnMcaBLLUEro ero B 1866 roay.

* B cpegHemM oguH crnyvyan Ha 700 poaoB
(0O NpeHaTanbLHOM ANAarHOCTUKN)

e HacnenoBaHuWe He cuensieHo C Nosiom

* BcTpeyaeTca Bo BCeEX ATHUYECKUX
rpynnax

* CBs131 C 06pa3oM XU3HN poauTenen u
doakTopamu oKkpyxarLlen cpeabl He
BbISIBNEHO

* BbisBNeHa CBA3b C BO3pacTOM
poauTeneun




CuHpgpom [layHa

* Tpucomms no 21 xpomocome. Kapuotun:
47 XX unn 47 XY.

* TpaHcnokaums 21 XxpoMOCOMbI Ha gpyrme
XPOMOCOMbI — OKOIO 4% criy4yaeB

* Mo3an4yHbI BapuaHT (Hann4ine B TKaHAX
reHeTU4YeCKUN pasnnmyaroLXcs KNeTokK) —
OKoro 5% crny4vyaesn




Mo3saununam =

Hann4ne B TKAHAX reHeTUYECKN pasrnnyatoLmnxcs ‘ 6 @
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KAOESTOK
PU4YNHbl BO3BHNKHOBEHUA:

* HapyLueHne npouecca pacxoXxXaeHUs XpoMOCOM
« ComaTtnyeckme myTtauum B 3Urote nnmn Ha pasHbix «

cTagumax gpobneHus FeTepoxpommst pady KKy
MOXET ObITb MPUMEPOM
[ eHOTE pann Mo3anymama
@ i ;ﬁ::;:qocxu HOpManbHanA

MocT3auroTHans Mytauusa
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HopmanbHas nonynauusa MozauuHasa nonynauus
KNneTokK



Clonal depletion Trisomic/monosomic rescue
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Embryonic mortality

* COrMacHoO nccrnenoBaHnsiM 3MOPUOHOB,
CO3aHHbIX NPV NOMOLL NCKYCCTBEHHOTIO
OnJsI0oO0TBOPEHUSA, YacTOoTa MO3anYHOCTH
CHWXKaeTcsa OT cTagmn ApobneHns K ctagmn
onacTouucTbl

* yacToTa MO3anLu3Ma yBENN4YMBaAETCSH CO
cTapeHnem

* KYypEHNE OKa3biBA€T BPEMEHHOE U
JTIOROR2ARNCIIMOEe MMvTAareHHoe nmnenmctTrme HAa reHom



[ eHHada Tepanug

riedeHne HacneacTBEHHbIX N NPNODPETEHHbIX 3ab0ieBaHUN NyTEM BBEAEHUSA
B COMaTUYeCKUe KNeTKN NnauneHTa reHeTUYeCcKnxX arieMeHToB ans
BOCCTaHOBINEHNA UM NogaBNeHns PYHKUMN reHOB U NpuaaHna Knetkam
3aJaHHbIX CBOUCTB

* BBEEHWE B KINETKM reHa Ansa BOCCTAHOBMEHNSA HEOOCTaTOYHOW
doyHKLNM CODCTBEHHOIO reHa, NPUBOASILLEN K PA3BUTUIO
3aboneBaHus;

* NoAaBNEeHne C NOMOLLIbIO MOMNEKYNSIPHO-TEHETUYECKUX TEXHOMOMNI
N30bITOYHOW OYHKLIMM CODCTBEHHOIO reHa, Bbi3biBaOLLEN
3aboneBaHue;

* BBEEHME reHOB, yCUNMBatoLWmnxX UMMYHOreHHOCTb 1 r’mbernb
NaTONOrM4YeCKMX KINeTokK, a TakKe NnoBbILLIALWLNUX UMMYHHbIN OTBET
opraHusma.



XUMepsbl

OpraHn3mbl, KNeTKM KOTOPbIX
NponcxoasT OT ABYX U
bonee 3uroT.

Kak BO3HMKaeT XMepusm

* CNINSIHNE OBYX ANLIEKIETOK, KaXkgasa u3
KOTOPbIX ONi1040TBOPEHA CBOUM
crnepmMaTo3ongom

» PeTarnbHbI MUKPOXUMEPUIM -
NPOHUKHOBEHWE KNETOK SMOpUOHa B
KPOBEHOCHYI CUCTEMY MaTepu
(MaTepPUHCKUIN MUKPOXNMEPU3M -
HaobopoT)

* brIn3HeUOBbIN (Yepe3 KPOBOTOK KIMETKU
ogHoro bnusHela nepenaroTcda Apyromy)

* TpaHcnNaHTauNOHHbIV XUMEPU3M




Pa3BuTtne peun y geten n nogpocTKOB C

CAo

* ECTb NpobnemHbie 30HbI (MOpoXaeHNE
npennoXeHuu, lexical production)

* ECTb CUNBbHBLIE CTOPOHbI (Hanpumep,
BOCMPUATUE JNTEKCUKN)

* O PETUBHOCTb METOAMK,
pa3BMBatoOLLMX CMOCODHOCTb K
KOMMYHUKaLUn, obcyxaaeTcs

Chapman R. S. Language development in children and adolescents with
Down syndrome //Mental Retardation and Developmental Disabilities
Research Reviews. —1997.—T. 3. —Ne. 4. - C. 307-312.



Camoy3HaBaHue B 3epKane

* B HOpmMe aeTu HaunHatoT y3HaBaTb cebs B
3epkarne B Bo3pacTte mexay 18 u 24
Mecsauamu

* Y neten c cuHgpomom [layHa aTa
CMNOCODHOCTb NOSABNAETCH no3aHee

B obuiem caenaH BbIBO, YTO pa3BuTue
OAHHOW CNOCOBHOCTM MNPOXOAUT CXOAHLIM
obpa3oMm, HO C 3aEeP>KKOM

Mans L., Cicchetti D., Sroufe L. Mirror Reactions of Down's Syndrome Infants and
Toddlers: Cognitive Underpinnings of Self-Recognition // Child Development. 1978. V.
49(4). P. 1247-1250. DOI: 10.2307/1128771



CuenneHHoe HacnegoBaHue

npaBuno MopraHa: 2eHsl, /10Kkanu308aHHbIE 8 0OHOU XpOMOCOME,
HacrieOyromcs cueriyieHHo, npu4YéM cursia cuernseHus 3asucum om
paccmosiHUsi Mexxoy 2eHaMu.

* Muoguctpodomna [ioweHHa

 [lansTOHU3M (HacnegoBaHue, cLeneHHoe C NosIoM)

* [emodounua A, B (HacnegoBaHue, CLUENSIEHHOE C NOSIOM)
» CuenrneHHoe HacnegoBaHMe NONMAOAKTUNNN N KaTapaKTbl



InUreHeTn4eckne npoLieccol
(epigenetic processes)

* MexaHn3Mbl KOHTPOSIS 3KCMPECCUN FrEHOB U
B3aMMOOENCTBUIN, KOTOPbLIE HE 3aBUCAT OT
n3meHeHun nocneposartensHocten [HK.

* ANUreHeTn4YecKme N3MEHEHUSA COXPaHAIOTCA B
pAae MUTOTUYECKNX AENEHNIA COMaTUYECKUX
KNETOK, a TakKe MOryT nepeaaBaTbCA
HEeCKONbKUM CrieayoLmnM NOKOSTIEHNAM.



MexaHn3mbl aNUreHeTn4YecKkux NnpoueccoB

* MetunmposaHne JHK

* /I3ameHeHeHne rmcToHOB
(OernkoB, OCyLLECTBNSAOLWNX
«ynakoBky» [JHK

* MexaHn3amsbl, CBA3aHHbIE C
Bo3aeunctemem Ha PHK
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[€@HOMHbI UMNPUHTUHT

SNUreHeTnYecKn odyCroBrieHHasa 3KCMPEeCcCUs annernen HeKoOTop
bIX FTEHOB B 3aBUCMMOCTW OT POAUTENS, OT KOTOPOro AaHHbIN
annenb NoJslyyeH. cromsons 1

OcobeHHOCTH

Aeneumns 15-n TEeMNepPaMeHTa,
XpomMocombl 15q11 > CuHapom noaaBneHHoe

-13, nonly4eHHOM Mpapepa-Bunnu COCTOSAHUE, Aenpeccus;

OT oTua .
H Hu3kuin pocT, oXXupeHue
Aeneuus 15-1 3P, HapyleHus -
XpPOMOCOMbI 15¢11 > CuHpgpom ABWXEHUs,
-13, nony4eHHOM AHrenbmaHa HapyLeHs CHa, =
OT MaTepu 4yacTbI CMEX




HacnegoBaHue CrNoOXHbIX
noBegeH4YeCKUX Npu3HakoB

MHaCTUS

KoadpcpuumeHT nHTennekTa — a1 L S

KONMYECTBEHHbIN NPU3HAK 162317
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HapyLwieHna no3HaBaTenbHbIX MPOLECCOB
Npwv LLN30PEHNN

 [lonureHHbIn MexaHn3m HacrieaoBaHud

* CXogHbIN EeHOTUMN MOXKET BO3HUKATb boree 4em 13 oaHOM
KOMOMHaUMN reHoB

* BeposaTHO, Ha KaXxaoM YpOBHE naToHeresa CyLLLeCTBYIOT

aHoManuu, ced3aHHble C AENCTBUEM Pa3NUYHbIX TEHETUYECKNX U
cpenoBbiX pakTopOB.

Andumosa M. B. HacnenctBeHHble ¢oakTopbl B
HapyLLUEeHNAX No3HaBaTernbHbIX NPOLECCOoB Mpu

lwmnsodgpeHnn //ABToped. ANCC.... AOKT. NCUXON. HayK. M.
—2006.



MeToabl N3y4yeHus

* nosftydeHne gaHHbIX O NPOoABJIIEHNAX NMPN3HAKOB Y
POOACTBEHHUKOB.

* COBOKYMHOCTb METOA0B reHETUKO-MaTeMaTU4eCKoro
(konn4yecTBeHHOro) aHannsa. AHanm3 B3aMMOCBA3EN BHYTPU
BonbLINX COBOKYMHOCTEN DEHOTUMNYECKNX XapaKTEPUCTUK,

BbisIBIIEHWE BIIUSAHUSA FEHOTUMNAa Ha B3aMMOOENCTBME CUCTEM
NMPU3HAaKOB

* MOIEKYNSAPHO-TEHETNYECKNE METOAbl MAEHTUMUKALUN FEHOB,

BOBJ1€EHEHHbIX B CbOpMI/IpOBaHI/Ie TEX NN NHBIX NCNXOITOMNM4YeCKUX

- Andumosa M. B. HacnenctBeHHble ¢oakTopbl B
CBOWNCTB HapyLLUEeHNAX No3HaBaTernbHbIX NPOLECCOoB Mpu

lwmnsodgpeHnn //ABToped. ANCC.... AOKT. NCUXON. HayK. M.
—2006.



* HapyLieHua BepbanbHOW NamsT U
KOMMYHWUKATUBHOIO NOBEOEHNS B
CYLLEeCTBEHHOMN CTENEHMN CBA3aHbI C
NencTBMemM obLLMX reHoB, OOHUM U3
KOTOPLIX ABNAETCA reH, Koanpyrowinm
CEPOTOHUHOBLIN peuenTop Tuna 2A

* HapyLleHna BHUMaHUA U
n3onpaTenbHOCTU MCUXUYECKNX
NnpoLeccoB pa3BMBaKOTCS Ha APYrov
reHeTU4ecKou OCHOBe, KOTopas, B
4YaCTHOCTW, BKIOYAET B cebs
B3anmMogeuncTene nonmMmMmopdHbIX reHoB

'D'O(pJ%MIk!H\P @Q&'Z]’IGQAQ—II%MJBIIGDH B HapyLLUEHUSAX NO3HaBATENbHbIX

npoLeccos npu wusopenumn //Astoped. AUCC.... LOKT. NCUXOI. HayK. M. —
2006.
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