MIHHOBaLUMOHHbIN 0Opa3oBaTENbHbIN
NPOEKT «[luarHocTruka n Koppekums
HapyLLUEeHNN NCUXNYECKOro pa3BuUTUSA

npu HacneacTBEHHOW NATONOrMnN»

Mockosckun lopoackoun lcuxonoro -
[leparornyecknn YHUBEPCUTET

dakynereT «KnMHM4Yeckom n cneymanobHOU
NCUXONOrnn»

Kadegpa KnMHN4YeCcKkom ncuxonornu
paHHEero AeTcTea



Llenb npoekTa:

co3gaHne Hay4Ho-y4ebHoro
UeHTpa «Henpobunornormnyeckas
AnarHoOCTUKa aeten u
NnoAapPOCTKOB»



3agaymn npoekra:

Hay4Hble UccregoBaHna B obnactu
Henpobmnonormm NCNXMYECKNUX PpacCTPomnCTs;
BHeApPEeHMe HOBbLIX METOAOB rEHETUYECKOU U
HENPOdUN3NONOrMYeCKon ANarHoCTMKn; odbyveHmne
CTYOEHTOB, acnMpaHTOB U NOBLILLEHNE
KBanudunkauum crneunanncTos



YYacCcTHUKN NPOEKTA:

Kadpeapa KIinHU4YeCcKkon NCcuxosiornm paHHero
netcrtea gpakynsreta « KnMHn4eckomn u
cneymanbHon ncuxonorn» MITIITY, Hay4Hbin
LeHTp ncmxudveckoro sgoposbss PAMH, HAW
neguatpum n getckon xmpyprim M3 Poccuu.



BHeOpeHne HOBbIX
METOO0B

HeNpodn3nonormM4yeckou
ONAarHOCTUKMN.

CpaBHUTenbHoe I3l -
KapTUpoBaHMe



CnekTpanbHbIN

aHanm3 u
HEPOMETPUKA

Co3gaHne HopMaTUBHBIX 6a3 AaHHbIX,
BKNOYaoLLMX O0NbLLIOE YNCO 300POBbIX
NCNbITYEMbIX Pa3HOro rnosia n Bo3pacta

CpaBHeHMe obcnegyemMblX C 3TUMU
HOopMaTnuBamMu C MOMOLLbIO «Z- KpUTEPUA»

OueHKa cooTBETCTBUA « HOPMATUBHbLIM»

AnAauucina (2 rnAadiiiiavy 2 Q NN



= EpasauTensHoe OO -
KapTMpoBaHMe No3BosiseT
onpeaenuTb :

a CTeneHb 1 xapaktep HapyLeHN KOPKOBOU PUTMUKU
s OCODEHHOCTM OHTOreHeTUYECKOro Kypca

s XapakTepHblin NaTTeEPH nameHeHnmn 33l npu
CuHOpPOMarnbHbIX oopMax NCUXMYECKON naTonorum

s V3meHeHuna O3 Ha doHe Tepanun

= Bce 310 nomoraeTt yTo4HUTb AMarHos, OUeHUTb
9P EKTUBHOCTb TepanmMn U NOAOUTU K MOHUMAHUIO
naTtoreHesa rncuxm4ecknx paccTpomncTs.



" A
O3l pebeHka B Bo3pacTe 12 net. 33l He

COOEPXKUT NATONOrMYeCcknXx oopm

adKTV
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"
[1aHHbIEe cpaBHUTENMBHOIO A3 -KapTUPOBAHMUSL.
BbiaBneHb! BelpaXXeHHbIe HapyLUeHUA aMnnTygHO-

4aCTOTHOWM CTPYKTYpbl Q3T

[ D:\EEG2004\0CTOBER\S68C04V.EEG (Bank "B_Norma_Close_F_11y6-12y6_esf")
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B cTpyKkType npuinH 0eTCKOU
MHBaNMUOHOCTMU

n 22% CcOCTaBnAT XPOMOCOMHbLIE
Oone3Hu,

n 21% - MOHOreHHblIe CUHOPOMBI,

n 8% - HacnepcTBeHHble AedeKTbl
MeTabonuiama



OblABIIEeHNE
CUHAOPOMaAJIbHbIX

doopM yMCTBEHHOU

OTCTAJ1IOCTU
CuHOPOM JTOMKOW XPOMOCOMBbI
X
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KCI'IOHQHLI,I/IﬁJ'IbeII?I POCT KoJindecTtBa
MOHOFreHHRKIY ANNe2HAM U MNUAHAKNOR
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s 3HaHWe Hanbornee pacrnpocTPaHEHHbIX
reHeTUYECKNX CUHOPOMOB HEODXOAMMO
ncuxonoram gnga adodeKkTnBHOU
ONarHOCTUKU U NMCUXONTOrM4YeCcKoun
peabunuTaumm NnauneHToB, a Takke B
paboTe c nx cembsimn. B HacTosLee
BPEMS CYLLLECTBYIOT HECKOSbLKO
ANIEKTPOHHbIX 0a3 AaHHbIX AN
OVarHOCTUKN HacneaCTBEHHbIX DOMe3HeN.
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POSSUM copepxut nHcpopmauuio o bonee yem
3 000 HanbOonee pacnpocTpaHeHHbIX CUHAPOMAX,
BKJ1IO4MaA MOHOreHHble CUHOPOMBI,
XPOMOCOMHbIe Dofie3Hn, metTabonuyeckume

OOJie3HN U CKerneTHbIe Aucnia3unm.




ene POSSUM Web

Teaits Trait Search Parameders

i < a () s
‘Mas ;| search {5) Reset Threshokd: 0 (3 @ ' search (5) Ciear

+ _JSyndrome Aetiology

+ JChromosomal Abnormalities not Coded as Cause
# _JChromosomal Site

# JSurvival

# _JPregnancy

# (JBuild

@ ()Stature (Also see Limbs/Body Proportions)

@ )Skin - Adnexal Changes

wm‘vﬂ

@ [JSkin - Patchy Changes E
# [LJSkin - Diffuse Changes 5
# _JSkin - Pigmentary Changes 1
# _JSkin - Vascular Changes i
# ISkin - Tumours/Lumps -
# [_JHair - Pigmentary Changes

+ JHair - Texture

# (JHair - Distribution on Scalp .
@ CIFinger Nails and Toe Nails it Sanach, Ban s,
# _JSkull/Scalp (See Radiology - Skull)

+ (JFace - General Impression

% JFace - Shape of Face

# [_JFace - Orbital Region

+# _JFace - Midface

& (JFace - Lower Jaw

# _JFace - Facial Clefts (See Lips for Cleft Lip)

@ _JOcular Region - Eyebrows

# (JOcular Region - Lids/Lashes

# _JEyes - Globe (for Cryptophthalmos see Lids/Lashes)

# _JEyes - Anterior Segment

# JEyes - Retinal Abnormalitites

# JEyes - Vision (Including Investigation Results)

# _JEyes - Eye Movement Disorders

# _INose .
& [JLips/Mouth a

+ _?JOral Cavity - Palate/Alveolus (Also see Facial Clefts) v



" SEENEERYISPHOE KAPHOTHIIHPOBAHHE N

CpaBHUTEJIbHAA reHoMHas ruopuausanus (array CGH,
aCGH) .

OnHOM U3 HOBEUIIINX MEIUKO-TCHETUUECKUX HAHOTEXHOJIOTHH,
HaXOAAIIMXCS Ha CTAIUHU Pa3padOTKHU U BHEAPEHUS B KIIMHUYCCKYIO
MEIUIIMHY, SIBJIISICTCS CEpUiiHasl CpaBHUTEIbLHAS T€HOMHAs
ruopuauzanusa win array CGH (genome-wide microarray
comparative genomic hybridization - array CGH).

MeTo1 mO3BOISIET IIPOBOAUTH KOMIIBIOTEPHBINM aHAJIM3 HAPYIIICHUN
JIHK Bcero renoma 001bHOI0 peOCHKA ¢ MOMOIIbIO OMOYUIIOB U
CPaBHUTEIILHON N'€HOMHOM TMOpUAU3aLI1H.

Array CGH nmeet upe3BbI4aiiHO BEICOKYIO pa3peIIaronly o
CIIOCOOHOCTD U IO3BOJISIET HAXOAUTh MUKpPOaHAMAJIMH F'€HOMA,
HEJIOCTYITHBIC JIJISI BBISIBIICHUS paHee pa3pa00TaHHBIMUA METOJIaMU,
4YTO CIIOCOOCTBYET NOBBIIIEHUIO A(P(HEKTUBHOCTH JUArHOCTUKHU
HaCJICACTBEHHBIX OOJIC3HEH.



|
Honekyns:lpHoe KapMOTUMMPOBAHNE

MonekynspHoe kKapuotunupoBaHnme Ha ocHoBe aCGH  wmncnonbayert
buounnel ¢ paspelleHmemMm aHanmaa ot 1 MnH nap Hykneotngos Ao 3-5
HYKIeoTMOOB B TO BpPEMSI KaK CcTaHOapTHOE KapuoTUNMpOBaHUE
NO3BONSIET BbLIBUTL  HapyweHusa pasmepom oT 5 —10 mnH nap
HYKI1e0TNOO0B.

aCGH B ogHOM  nabopaTopHOM ncecnegoBaHUn BbiABNAET
OOHOBPEMEHHO BCE TWUMbl FEHOMHbLIX OedEKTOB, MNPMBOOALLMX K
pasnuU4YHbIM HacneacTBEHHbIM BONe3HaAM y OeTen.



OnTumusauus EEH C NoMoLWbIo

HaHoTexHonoruu: metopn cepnnHoun CGH
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O
BbICOKO3ggeKTVI BHAA ANATrHOCTUKA XPOMOCOMHbIX

aHomMmanuun (AONONTHUTESIbHbLIX MapPKepPHbIX
XpOMOCOM) ¢ nomowbio mMetoaa cepunHon CGH

CepuinHaa CGH munkpoamccekTnpoBaHHbIX

Tetpacomusa 12pter-12p13.31 MapKepPHbIX XPOMOCOM
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O
OCHOBHbI€ TUMbI nnaTgopM AnsA npopegeHs

CKPUHUHIa XpOMOCOMHbLIX MUKpOMNepecTpoek no
BCeMy reHomy ¢ nomouibio cepunHoun CGH

1). Mnatdopmbl ¢ paspeweHnem 1 MnH.N.H., coctoswas n3s 2600- 4400
OHK npo6. MNo3BonseT onpenensaTb NepecTpouku, 3aTparnbarowime
onpeaeneHHble nocnegosaTtenbHocTn JHK (50-70% BbisBRnsemMbIX
nepecTpoek — 3 MIIH.M.H. N bonee).

2). NMnaTtdopma gnsa «BAC» (bakTtepuaribHble UCKYCCTBEHHbIE
xpomocombl)-cepunHon CGH, coctoswan ns 32 447 BAC-npo6.
No3BonseT ckaHupoBaTb reHoM ¢ paspeweHnem 100 1.n.H (6bonee 70%
BbIABNSAEMbIX NepecTpoeK — MeHee 3 MJIH.M.H.).

3). Nnatdopma ana onuroHykneorngHon cepunHon CGH, cocrtosawan ns
385 000 npo6. No3BonseT ckaHMpoBaTb rFeHOM ¢ pa3peweHnem 30 T.Mn.H.
U MeHee, a TaKxe onpeaenaTb Kak XpOMOCOMHbIEe NepeCcTPOMKU, TaK U
reHHble MyTauuu.



S 3 RS KEIKOTOPSIX MOXET MPOBOANTLCS C

NOMOLLbLI KOMMep4YecKux ymnos anga cepmnHon CGH

Bce nsBectHble geneumoHHble cuHapomsbl (Bonbga-XupwxopHa, «Kpuka
KOLUKU» U AP.) U BCe N3BECTHbIe MUKpoAesieLMOHHbIe CUHAPOMDI
(AHrenbmaHa/llpagepa Bunnu, Munnepa-Aukepa, Cmuta-MareHuca,
Ouxopoxu/VCF, Bunnbamca u ap.);

CybTtenomepHble aeneuun (41 npoba);

MoHoreHHble 3aboneBaHus, CBA3aHHbIe C KPYNHbIMU AeneunsamMmu B
nocnenoBaTeNlbHOCTAX COOTBETCTBYHOLWMX reHoB (auctpodua [ioweHa,
Ty6epo3HbIN CKNepo3, CUHAPOMbI PyouHwTenHa-Tanou, Coroca u ap.);

CuHApOMBbI, cBA3aHHbIE C YNCNIEHHbIMU XPOMOCOMHbLIMU aHOMAaSTUAMM,
HayHa, MNaTay, 3aBapaca v aHeynsiouanm rnofoBbIX XPOMOCOM;

OHkonorunyeckue 3aboneBaHusi, CBA3aHHbIe C XapaKTepPHbIMU
XPOMOCOMHbIMU NepecTponkaMmu B ManMrHu3MpoBaHHbIX KIeTKax.



e NG G HKOTOPEIE HAXOAATCS Ha CTaANy

TeCTUPOBaHMSA C Liefibio BHeAPEHUs B AUAarHOCTUYECKYHO
NPaKTUKy

1) BAC-cepuinHbin CGH CKpUMHUHI reHoMa ¢ pa3pewieHnem 100 T.n.H.

2) OnuroHykneotuaHbin cepunHbin CGH CKpUHUHI reHoOMa ¢
paspeweHnem meHee 30 T.n.H.

A) 385 000 npo6
B) 244 000 npo6
B) 185 000 npo6

3) CepunHbin CGH aHann3 mukponepecTpoeKk n geneuumn B reHax
XpomMmocombl X

4) UncppoBon aHann3 HOBbIX AAaHHbIX, MNOJTy4YeHHbIX C MOMOLYbLIO
cepunHou CGH, no3sonarwwmx auddepeHumpoBaTtb reHOMHbIE
Bapunauum 6e3 cheHOTUNNYEeCKUX NocneacTBMN OT UBMEHEHUU FreHOMaA,
npuBoOAALIMX K 3aboneBaHunto (cozgaHue yHUpULMPOBaAHHON U
OTKpPbITOMN 6a3bl AaHHbIX O Bapyauum reHoMa 4YenoBeKa).



ORI PESVIETATE!

Ha OCHOBe ncnonb30BaHUA KOMMJIEKCHOMU
ANarHoOCTUYEeCKOM CUCTeMbI ODyaeT nonydeHbl criegyrowme
doyHAamMeHTarbHbIe 3HaHUA:

byaoyt onpepeneHbl 4acToTa U KIMHUYECKOe 3Ha4veHue
CYOMUKPOCKOMUYECKUX («CKpbITbIX») reHOMHbIX
HapyweHUN N reHOMHbIX Bapuauun B rpynnax pgerteu C
Hanbonee YyacTbIMM cdopmamu HacneaocTBEHHOMU
naTtonorum, BKIro4vas HeandhdepeHUNPOBaAHHYIO
YMCTBEHHYIO OTCTariocTb n MHOXeCTBEHHbIe
BPOXAOEHHbIe NMOPOKU pPa3BUTUA, ayTU3M, LLN3O0(pPEHUIO,

LULMPOKUUN KPYTr HEBPOJIOrMYeCKNX AeTCKnx dornesHeu.



" S
OXugaemble pesyrbraThl

s //lcnonb3oBaHMe pe3ynbLTaToB
nccnenoBaHuUn, NosyYeHHbIX C NMOMOLLbIO
HOBbIX TEXHOMNOIMM B Negarorm4eckom
npoLecce No3BONNT NOAHATb HA HOBbIW
YPOBEHb N3yYeHUe CTyOeHTaMun U
acnmpaHTaMm reHeTu4eckmnx bonesHen,
4yTO OyOEeT cnocobcTBOBATL NOBLILLEHNIO
KayecTBa MoaroToBKU cneunanncToB



