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ITHOJIOTHSA 3a00deBaHus. I eHeTHUYECCKHE
[PUYHUHBI.

Pacnpocrpanennocts 1:100 — 1:150

ConyTCTByIOIIHE
3a00JIeBaHUS:
Oxouo 50% -
TCHETUYECKHE
70% - ymcTBEeHHas
(baxkTopsI

OTCTAJIOCTD
25% - sruiiencus

bosnee 150 reHHBIX U XpPOMOCOMHBIX OOJIC3HEH,
accoruupoBaHHbIX ¢ PAC

Mefford et al., 2012



Tunsl Hapymenuu reaoma npu PAC

N3MeHeHHe YMCIa U CTPYKTYPbI XPOMOCOM

Aneymaongus ~0,5—0,6% Koasuesas xpomocoma ~0,3%

Cunapowm [layHa:
5-7% manuenTtoB ¢ PAC

=~1,26%

21
Tpanciaokanus + NuBepcus

v

CE15 - EDCED

GEli7 & EDCED

Buckley, S. (2005) Autism and Down syndrome. Down Marshall C. R. et al. The American Journal of Human
Syndrome News and Update, 4(4), 114-120. Genetics. — 2008. — T. 82. — Ne, 2. — C. 477-488.



Tunsl Hapymenuu resoma npu PAC

CTpyKTypHBIE XPOMOCOMHBIE AHOMAJIMHU U
BapHalMM YUcjIa Konui nocaeaosareabHocren JTHK
(CNV - copy number variation)

Henenus Aynankauus

Chromosome 15
Cunapom AHrejibMaHa

Henenus B yuactke 15011913 . Ayninkauns
MaTepUHCKOW XPOMOCOMBI 15; g Duplicaion . 15911-9q13
mytarnn/CNV B rene UBE3A " +
i -
Cunapom Cmura- 5
3
Ma:kenuca oy
4
25
Henernus 17p1l.2, o [
myTtaruu/CNV B rene 203 )
RAI1 del (15}ig11.2-13) dupl(15Hg11.2913)

10 50%



Tunbl Hapymenusi reaoma npu PAC

I eHHbIe MyTAIU U

(Hampumep, SNP man omHOHYKIICOTHIHBIC TOTUMOP(HEIC
M3MCHCHHMS T'€HOMa)

Cunapom

I'en BeJIok
YMCTBEHHOIi Cunapom Perra

0TCTAJIOCTH, MyTaruu/nenennu B

reae MECP2 (X28)

CLHEMJICHHOH ¢
JIOMKO# XpOMOCOMO

X (FRAXA)
Dkcnancus CGG Cungpom @enan
— Maxkaepmuj
IIOBTOPOB B YYaCTKE
X0g27.3 (reu FMR1) Myranuu/ neaenuu
B rene SHANKS3
SNP (22013.3)



MeToabl TUarHOCTUKU

IlepecTpoiiku resoma ot
100 TBIC. NH.,
c0aJIAHCUPOBAHHBIC
NepecTPoOrKHU

droopectieHTHasS ruOpuan3ays in Situ

(FISH)

AHeymiouaus, Kpynabie (>5-7
MJIH.ITH) AaHOMAJIUA XPOMOCOM,
c0aJIaHCHPOBAHHBIE
MepecTPpoOKu

CrannmaptHoe
KapUOTUIIUPOBAHUE
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MeToaesl TMarHOCTUKU

Jeaennn, 1ynjinkanuu
(B TOM 4HCJI€
mo3au4yHblie) ot 1000
IH, YYACTKH MOTEePH
reTepo3UuroTHOCTH

SNP Array

] DNA ANALYSIS Nz




MeToasl TUarHOCTUKU

I ennbie
MYyTalUM

a& \V [TorHOreHOMHOE/TTIOTHOIK30MHOE

CEKBEHUPOBAHUE;
CEKBEHUPOBAHUE OTACIBbHBIX
TE€HOB



buonHdpopMaTHYeCKUN aHAJIU3.
I'eHOMHBIE ceTH (MOJIEKYJISIPHbIE MPOLECCHI).
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Impact factor: 7,037

Unexplained autism is frequently associated with low-level
mosaic aneuploidy

Y B Yurov, S G Vorsanova, | Y lourov, | A Demidova, A K Beresheva, V S Kravetz, V V Monakhov,
A D Kolotii, V Y Voinova-Ulas, N L Gorbachevskaya

J Med Genet 2007;44:521-525. doi: 10.1136/jmg.2007.049312

HayuyHasi 3HAYMMOCTH
FCHeTHYEeCKUX
HCCJICIOBAHUN

Aymusm:
B KaemKax Kpoeu 19 (16%)u3 116 demeii c aymusmom
HabA100aACA HUSKONPOUEHMHbLE MO3AUUUIM

(aneynaoudus) c ywacmuem xpomocom 9, 15, 18 u X.




I eHOMHU KA == [IePCOHU (PHUIIUPOBAHHAA MEIUIIAHA

e «Ocmotp»
KJIMHUYECKOTO
reHeTuka. OnucaHue
(beHOTUIIMYECKUX U
MOBEACHYECKHX
0COOEHHOCTEH.

e JeHeTnueckas

AUAardioCTHUKa

e BraugHue Ha
TapreTHHIC
MOJIEKYJIBI

e Biauguwue Ha
META0OIMYECKHE
IPOLIECChI

e BrIgBIIEHHUE

BrrsiBnenune XPOMOCOMHBIX
MEXaHH3MOB _ anomanuii, CNV, reHHbIx
3a00JIeBaHUs MyTalllii, TEHOB U

MponcCCOB-KAHANAATOB



TpaHcassMOHHAA MeIUIUHA

\ «MOJIEKY/IAPHBIH» IHATHO3

«O6paTtHoe
¢deHo-
\ TunuposaHue»

MocTreHOMHbIE
TEXHONOTUK
(nonHOreHOMHbI/A

aHanus)

MpuknagHasa
buonHpopmaTtuka

A Bek TBOI OTTONKHET Tebs ¢ mpe3peHbeM,
« [ Korpa He cMoxemn B HOTY ¢ HUM MATH ...

BHEJIPEHHUE

IlepconnduimpoBanHas MEAUIIMHA

Koponp Moann (1595)



lourov et al. Molecular Cytogenetics (2015) 882

DOI 10.1186/513039-015-0185-9 '%‘ gd\?%gl;;gﬁcs Ha OHBIT:

RESEARCH

Open Access

3p22.1p21.31 microdeletion identifies CCk ~ ® = TPAHCIHINHOHHOC

as Asperger syndrome candidate gene and

shows the way for therapeutic strategies in HCCJICA0OBAHUC

chromosome imbalances

] IMPACT
Ivan Y. lourov'**, Svetlana G, Vorsanova'=*, Victoria Y. Voinova'** and Yuri B. Yurov'>* FACTOR
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Tepanud mociie reHOMHBIX UCCIIETOBAHUM:
IIPUMEDP U3 JIATEPATYPHI

I'en GRIN1
(rmyTamMaTHBI penenTop,
noHoTponubliid, N-meTni - D-
acmapTar, cyobeanauna 1)

4

MwucceHc - MmyTanus

$

MemaHTHH
(cesekTUBHBIN Os10KATOP N-
MeTmia-D-acnmaprar
(NMDA) — riryTamMaTHbIX
peunenTopoB)

Personalized therapy in a GRIN1 mutated girl with
intellectual disability and epilepsy

Papa et al. Clinical Dysmorphology: 2018 - V.27 - 1.1 - p 18-20
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Sakai Y. et al. Protein interactome reveals converging
molecular pathways among autism disorders
//Science translational medicine. — 2011. — T. 3. — Ne.
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Meauko-reHeTH4eCcKoe KOHCYJIbTUPOBAHME

1. AHanu3 poI0CIOBHOM,

KIIMHNYCCKOC OIMMCAaHUC

MaIAEHTA, IPEABAPUTEIILHBIN
nrario3. Hampasienue Ha
TEHETUYECKUE UCCIIETOBAHUS.

2. NnTepniperanus
PE3YyJAbTAaTOB FT€HETUYECKUX
VCCJICIOBAHUM.

3. Onpepnenenre Mporuo3a
3a00JIeBaHUs IS
MarueHTa.

4. OnpeneneHue
BEPOSTHOCTH IIOBTOPCHUS
3a00JIEBAaHUSI B CEMbBE.

5. HasHaueHue
MEIUKaMEHTO3HOU
TEeparuu.

6. Pexomenarmm.



3aKJII0UCeHHE

[eHeTHYECKME MPUUYMHBI MOTYT BBISBIIATHCA B ~ 50% ciyuaeB PAC.

PAC MoryT HaOII0IaThCA MIPU PA3IMYHBIX HAPYIICHUSIX FreHOMA (HET
«reHa ayTU3May).

[ eHeTMYECKNX TPUYXH 3a00JIEBAHUSI MOYKET OBITH HECKOJIBKO
OJTHOBPEMEHHO.

MHorue ressl, acCOIMUPOBAHHBIE C Ay TU3MOM, MOT'YT OBITh
00bEAMHEHBI B TEHOMHBIE CETH, U3MEHEHHUE KOTOPBIX JICKUT B
OCHOBE HapyIlIeHUs (YHKIIMOHUPOBAHUS TOJTOBHOTO MO3ra.

J1nst BEIOOpa Tepanuu HEOOXOIUMO 3HATH MOJIEKYJISIPHBIC U
KJICTOYHBIE MEXAHU3MBbI 3a00JICBaHHUS.

Mennko-reHeTHYeCKOe KOHCYJIbTUPOBAHUE — HEOThEeMJIEMAs 4acCTh
KOPPEKTHOTO «BEICHUA» MALIUCHTA.



WI0. KIPOE, C.T. BOPCAHOBA, 0.5, HOPOB

TEHOMHBIE W XPOMOCOMHBIE
BOME3HK LEHTPANBHOK
HEPEHOM CHCTEMBI

MACHERYTEPHGIE b LT O E vl TWMECKME ACTIENTH

Human
Interphase
Chromosomes

C.I.EOPCAHOBA
10.5. I0POB
B.H. YEPHEILOB
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CIIACUBO 3A
BHUMAHMUE!

1.0.H., npod PAH. FOpos WU.IO.
Ivan.iourov@gmail.com

OI'BHY «HLII3»
JIa0. MOJIEKYISIPHOMN TCHETUKHU U
IIUTOTCHOMUKH MO3Ta

uM npod. FO.b. FOposa

C.I. Bopcanosa, M0, i0pos,

M.A. Aemnaosa, B.C. Kpaseu, 0.6, I0pos
LIMTOINEHETHUKA

M MOAEKYASAPHAS
LIMTOTNEHETHUKA
AY THSNMA

A

C.I. Bopcanoga, H.10. l0pos, 0.C. Kypannas,
10.B. I0poe

HEJAHW®OEPEHIIHPOBAHHBIE ®OPMbI
YMCTBEHHOHM OTCTAJIOCTH ¥ IETEH:
[IHTOTEHETHYECKHE H MOJIEKY/IAPHO-
HHTOTEHETHYECKHE ACIEKTBI
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