III”H Hay4Ho- obpasoBaTenbHbI LIEHTP
"Henpobuornoruyeckasa guarHoctuka Aeten

M NOAPOCTKOB"

Llenbio co3gaHuns LeHTpa ABNAeTCS
COBepLUEHCTBOBAHNE METOAO0B
reHeTu4eckon 1 HempomPU3NOoIorM4ecKou
OVarHOCTUKN AeTen U NoAPOCTKOB,
CTpagaroLlmnx HepBHO-NCUXUYECKNMU
pacCcTpoONCTBaMu




.I|||H
3agayuu:

1. BHeagpeHue HOBbIX MeTOA OB
reHeTU4YeCKoun u
HEeNpPoMPU3NONMOrM4eCcKou
ANArHOCTUKU pasnnyHbIX oopm
NMCUXNYECKOUN NaTosriormm




acnupaHToB 1 cotpygHukos MITIITY
C COBPEMEHHbLIMN MeTo4aMU

lul 3agavdn:
2. 3HAKOMCTBO CTYOEHTOB,

HEeNpPoONONOrM4ecKkom ANarHOCTUKN




[lapTHep.LI

Hay4HbIN LUEHTP NCUXNYECKOro 300POBbLS
Poccunckon akagemMmm MeguunHCKMX Hayk

[ocynapCTBeHHLIN obpasoBaTenbHbIN LIeHTP
ne4yedbHOW Negarornky U
ondpdepeHUmpoBaHHOro obydeHust «Haw gom»

NHCTUTYT negmatpum n 4eTCKOU Xupyprum

NHCTUTYT aHTPONONOrMn N reHeTUKN Yernoseka,
VNeHa, 'epmaHus.




'l
”H” MHTerpauma Hayku n
obpa3oBaHUs

B Hay4HbIX nccregoBaHusx Ha base
LeHTpa NPUHMUMAIOT y4acTue CTYOEHTHI,
acnupaHTbl n cotpyaHukmn MITITTY,
brnonornyeckoro dgakynereta MI'Y u
HUIM3. Tam xxe 6byayt npoxoamTb
CTYOEHYECKNE NPaKTUKN, BbINONMHATLCS
KYPCOBbIE N AUMNITIOMHbIE NPOEKTHI




[lpakTnyeckasa oeAaTenbHOCTb

[lpoBeoeHne HeMpoPU3NONOrnyecKknx u
reHeTu4eckmx obcrnengoBaHuim NnaLnMeEHTOB C
pPas3NnUYHbIMN BUAAMWN NCUXUYECKOWN NATONOIMMu

Ha 6ase LleHTpa OyayT npoBOoANTLCS 3aHATUS
MO MOBbLILLEHUIO KBannukauum crneymanuncros.
[lpeaycmaTpuBaeTcs BO3MOXHOCTb
KOHCYIbTUPOBAaHMSA NAaLNEHTOB C HEPBHO-
NCUXMYECKOW NaToNorMen B Tex criyvyasax, korga
9TO HeOOXoAMMO AONA BbINONMHEHUS HAYYHbIX
nccnegosaHun cotpygHukos MITIMTY




HanpaBneHne Hay4HbIX
nccnenoBaHUN

Pa3paboTka MeTogoB reHeETUYECKOM
ONarHoCcTUKN HeanddepeHUNpoBaHHOMU
YMCTBEHHOW OTCTaNoCTn, ayTuama u
MHO>XECTBEHHbIX BPOXAEHHbLIX MOPOKOB
Pa3BUTUA Y OEeTEN C HapyLLEHUAMU
NCUXUKN Ha OCHOBE HOBENLLUUX TEHOMHbIX
TEXHOMNOINNMM, OCHOBAHHbIX HA
rmopuamsaumm HyKNnenHoBbIX KUCNOT in
Situ N cepunHON CpaBHUTENBLHOU
reHoMHou rmbpunansaunm (array CGH).




[lporpamma passutna LleHTpa

1. Heobxoanmo co3pnaHne Ha 6ase MITINY
cneunanbHOU MOMeEKYNApPHO-reHeETUYECKoM
naboparopumn, YTO NO3BONUT PE3KO NOBLICUTL
KayecTBO 0O6pa3oBaHMA 3a CYET y4acTud
CTYOAEHTOB U aCcnMpaHTOB B COBPEMEHHbIX
Hay4HbIX HEMPOOKNOSIOrMYECKNX
nccriegoBaHusIx.

[lporpamma pa3sutus LleHTpa dyget uennkom
3aBUCETb OT €ero NIMUEH3NPOoBaHUA U HaNN4ng
wtarta. ['loka pabota B LleHTpe npoBoauTca Ha

OOLLEeCTBEHHbIX HA4Yanax cneunanuctamu
HUM3 PAMH, MITTIITY n HAW negmnatpun.




ANropuTtM UccnegoBaHus




Mcuxunarp/

Moneky npocuns
PHbIN unoror
reHeTuK

KUU
reHeTuK




TEXHOIOrM4YecKoe
obopyaoBaHue

.I||”H|| CnoXxHoe

KomMmnbroTepHbIX anekTpoaHuedanorpad «Heunpo-
KM» ¢ 6a30¥ HOpMaTUBHbLIX AaHHbIX

YcTtaHOBKa ANsl MOJIEKYTNAPHOro
KapuoTUNMpoOBaHUA WIU CPpaBHUTENIbHOM
reHoMHou rubpuamnsaumm (array CGH,)




HENPOMPUN3NONOTrn4yecKou

III
| | ‘ ‘ ‘ | BHeﬂ,peHme HOBbIX METOO0B
ANAalrHOCTUKN.

CpaBHuTtenbHoe J3l -
KapTupoBaHue




'l -
Il“” [lopTatnBHbIN
KOMMbIOTEPHbLIN 3NTIEKTPOIHLEdanorpad

«Henpo-KM»

Heiipo-K\




CneKkTparnbHbI aHanu3
N HEUPOMETPUKA

Ucnonb3oBaHue
HOPMaTUBHbIX 0a3 AaHHbIX,
BKNOYaoLWwmux 0onbLuoe Yucrno
300pOBbIX UCNBITYEMbIX
pa3Horo rnona v Bo3pacTa




HFBHMTeﬂbHoe DOl -KapTupoBaHue
NO3BOSISET ONpPeaenunThb

CTeneHb N xapaKkTep HapyLLEHNN
KOPKOBOW PUTMUKN

OCcoDOeHHOCTU OHTOreHeTUu4YecKoro
Kypca

XapaKkTepHbIA NnaTTepH N3MEHEHUI
OOl npu cmHapomanbHbIX opmMax

—HclHAYEeCKOU HaTOHOHAA



Tonbko MeToAbl cpaBHUTENbHOro Al -
KapTUpOBaHUSA NO3BOSSAKOT BbISBUTb
HapyweHUus CTPYKTypbl Il

BBepxy 93l nayueHTa
0e3 BANMbIX
NPU3HaKOB HapyLleHnn

BHu3y- cpaBHeHUe C
HOpMaTUBHOU Ga3son
AaHHbIX, BbIABMNEHbI
CyLleCTBEHHbIe
OTKINOHEeHUA OT
BO3pPacTHON HOPMbI




CUHAPOMAarbHbIX opMm
NCUXNYECKOWN NMaTonornn

1
I””H” BbiaBnexue

CvHAapOM JTIOMKOU XpOMOCOMbI X
(FXS)




OOl bornbHOro B Bo3pacTte 5 net
C ANarHO30M : paHHUN OETCKUU

dyll

Xapaktep 93l
(BBEpXY) U AaHHble
cpaBHuTENBHOrO A3l -
KapTupoBaHUs (BHU3Y)
No3BONUIIN
3anogo3putb FX
CUHAOPOM.

[ eHeTn4yeckoe
nccnegoBaHue
noaTBepauno
npeanosioXKeHne




||| .
”H| HoBeunwune MeadUNKO-reHeTu4eCKmne
HAHOTEXHOJ10IN'M

MonekynsipHoe KapunoTunupoBaHue
UNun cpaBHUTENbHasA reHOMHas
rmbpmnansaumsa (genome-wide
microarray comparative genomic
hybridization - array CGH).




CGH 6uouunnbi- coBpemMeHHoe pelueHne ans
npoBeAeHNs MOMEKYNApPHOro
KapnoTUNMpoBaHUA BbICOKOro pa3peLueHus.

Komrinekm 6uo4urios
(Mukpomampuu) u
Heobxo0uMbIX
peazeHmos 0rsis
88e0€HUS
riroopecueHmMHou
Memku 8 obpasub! [H u
ons , eubpuouszayuu AJHK
Ha MUKpoMampuuax, a
makxe Orisi
rnocmaubpuousayuoHHouU
obpabomku ripu
rnposeodeHuUU ux
CKaHuUposaHUs U aHarnusa
pesyrnbmamoeg CGH.




KomMmnbroTepHbi aHanus HapyweHuu [IHK
BCero reHoma GonbHOro pebeHka ¢ NMOMOLLbIO
OGMoYUnNoB N cCpaBHUTESNIbHOU NFEHOMHOM
rmopunansaumm

KoHoboKarnbHbIU cKkaHep
buoyurnios - ScanArray
Gx Plus. lNpoepammHoe
obecrieyeHue
SpectralWare ons
obpabomku u aHarnu3sa
Mos1y4eHHbIX OaHHbIX,
r1o38osisaroujee rnosy4Yumae
demaribHyto
UHopMayuro o
CMPYKMYPHbIX MaKkpo- U
MUKPO-HapyweHuu
XPOMOCOM.




Array CGH nmeet ypesBblyanHo
BbICOKYIO paspeLuaroyro CocCOOHOCTb
M NO3BOJISEeT HAXOAUTb MUKpPOaHaMarium

reHoma, HeAOCTYMNHbIe AJ1S BbISABJIEHUS
paHee pa3paboTaHHbLIMU MeToA4aMMU




O,EI,HOBpeMeHHbII7I dHaJIn3 MHO>XeCTBa JIOKYyCOB reHomMa npu

III”H Mcnonb3oBaHne metoaa arr CGH no3sonsieT npoBoanTb
BbICOKOM YPOBHE paspeLlleHnsi, HegoCTYMHOM Mpu 0ObIYHOM

LNTOreHeTn4eCKoM aHalin3e.

Cyanine 3 ) ) Cyanine 5 Cyanine 5 ) ] Cyanine 3
\’ \’

s
"4 [ 4

Exp 1 Exp 2

Cyanine 3/Cyanine 5 Ratios
pter gter




3HaHue Hanbonee pacrnpocTPaHEHHbIX
reHeTU4YeCKMUX CUMHOPOMOB HEODXOOMMO
rcuxonoram Ansa adPEKTUBHOM
ANArHOCTUKN N MEeANKAMEHTO3HOU
Tepannum U NCUXornorn4eCcKou
peabnnmtauun naymeHToB, a TaKkke B
paboTe ¢ nx ceMbaMM.




BblABJ1IEHUA CUHOPOMOB

[
|||”H|| MporpaMma ans
N ON3reHe3nu

POSSUM




Pictures of Standard
Syndromes and
Undiaghosed

Malformations



H OCHOBE MCMNOSb30BaHUA KOMMIIEKCHOW
anarHocTn4Yeckom CUCTEMBbI

Oyoyt = onpeneneHbl  «CKPbITbIEY» reHOMHbIE
HapyLweHNN B rpynnax nOeTen ¢ Hanbdoree 4YacTbiMU
dopmMamn HacnegcTBEHHOW NaToOMOrnn, BKIOYas
HeandpdepeHUNPOBaAHHYO YMCTBEHHYI OTCTasoCTh,
MHOXECTBEHHbIE BPOXAEHHbIE MOPOKU pPa3BUTUS,
ayTu3m, LLIN30dppeEHMIO, LLIMPOKNU Kpyr
HEBPOIOrM4YeCcKnUX OETCKUX BonesHewn.




'l
”“” [loBbILLEHME KBanudukauum
coTpyaHukoB LleHTpa

11-13 okTa0psi 2007
roga r. CakpamMmeHTo
(KanudpopHua, CLUA)
Henpobuonorusa
HacneaCcTBEHHbIX
CUHOPOMOB




'l
”“” [ToBbILLeHWe KBanudunkaumm
coTpyaHukoB LleHTpa

8 -10 okTsabps

r. KenbH (F'epmanmng)
HapyweHnam
NnLLEBOrO
NoBeAEHNA N CHA
Npu pasHbIX
reHeTUYECKNX
cuHgpomax




KoopauHarthbl LleHTpa

Hay4HO-y4EOHbIN LEHTP
"Henpobuonormnyeckas anarHocTuka
OETEN U NOAPOCTKOB" — UMEET 2
dovnuana: Ha 6a3ze MITITTY
(CpeteHka29, k.407) n Ha basze
[ocynapcTBEHHOINO 0O6pasoBaTENbLHOrO
LleHTpa ne4yebHOM negarormkn u
andpdpepeHUMpoBaHHOIo 00y4YeHUS
«Haw gom» yn. Pokotosa 4.4, kopn.4




