22 HEMPOBUOJTOTNYECKUE
OCHOBbI AYTU3MA

H.J1. lopbauesckKas, A.6.H., npodeccop

HayuyHaa nabopatopua ®PL, no opraHmnsaumm KOMMAEKCHOro
conpoBoxaeHua aeten c PAC, MITIMNY:

AnekcaHap COpoOKUH,
HNapba [Nepesep3esa,
CBeTnlaHa TioWKeBWY,
EnnsaseTta [1aBbigoBa,
Kamunna aHnUnunHa,
YnbAaHa MamoxuHa,

KceHna Cannmosa
MockKBa, 2018



}} Henpobuonornyeckne nccnegosaHna PAC. e
HenpoaHaTtomua n Hempomopdonorus :

XX
e MarHntHo-pe3oHaHcHasa Tomorpadua (MPT) npeanonaraet NPAMOE 4 o o
n3mepeHmne opraHNYECKOro NopPaxKeHUA CTPYKTYP roJIOBHOTO MO3la. g ¢ ¢

e Diffusion Tensor Imaging (DTI) nsmepseTt LeNOCTHOCTb Y4aCTKOB oo

6enoro sellecTsa B ro1JOBHOM MO3re. 00

o XX

e @yHKUMOHaNbHaA Henposusyanusaumua (MRI) obecneumsaet oéb
N3MepeHMe KPOBOTOKA B FOIOBHOM MO3re, KOTOPOE MOXHO —
OUEHUTb BO BpeMs BbINOJIHEHUA PA3/IMYHbIX 3a43au. 000

* [lo3nTpOHHasA ammnccuoHHaa Tomorpadua (M3T) namepsaer eo e
MmeTabosmyeckme n3meHeHma B roOBHOM mo3re . MeHee gee

PACNPOCTPAHEHHbIN U PEAKO UCNONb3YeMbI Y ManeHbkux aetein  * ¢

N3-3a MCMNoJ1b30BaAHUA PaaNON3OTOMNOB,

e TexHonorua Near Infrared Spectroscopy (NIRS) - aTo meToz
N3MepeHnAa CBETOMNOINOLLEHUA B MO3re AN OUEHKU M3MEHEHUN
KPOBOTOKa

e 3J3l-uccneposaHuA



HenpoaHaTommna ayTu3ama

Mo AaHHbIM NOHTUTIOAHbIX UCCNeA0BaHNI Obl10 NONYYEHO:

3HaunTeNnbHOE yBeINYEHME Pa3mMepoB 6oNbLLINX NONYLIAPUIA .M. Yy AeTen 2-5 net
(Schumann, Bloss et al., 2010)

YCKOpEHHbI TeMna NOTEPU CEPOro BELLLECTBA B HECKO/IbKMX 061acTAX, BKAOYanA
KOpY IOOHbIX A0NEN Y ayTUYHbIX AETel CTapLllero U npeanoapocTKOBOro BoO3pacTa
(Hardan, Libove et al., 2009)

Ype3amepHbIn pOCT MO3ra B MePBbIe rofbl }KU3HU, a TaKKe YCKOPEHHbIE TEMMbI
yMeHblleHnA obbema mo3ra ¢ Bo3pacTta oT 10 ao 50 net (Courchesne, Campbell et
al., 2010)

YMeHblleHne KonnyectBa KneTtok MNMypkuHbe (Baily et al,1998)
YMeHblleHne Yncna NMpamnaHbIX HEMPOHOB

YMeHbLIEeHME ANIMHbI AeHAPUTOB, 0COOEHHO B NOOHOW, BUCOYHOMN U MOTOPHOM
Kope. YBennvyeHmne 4ymcna KoOpKoBbIX KOJIOHOK NPU YMEHbLLIEHNM NX 06beMa.

O6Hapy*KeHbl pa3mMbiTbie FPaHULLbI Ceporo n 6enoro BewecTsa, YTo MOXKeT bbITb
Pe3yNbTaTOM HETUNUYHOU nponndepauuun, gePpekTamu B opraHmsaumm murpaumm
HEMPOHOB B NPe M NOCTHAaTa/IbHOM OHTOreHe3e, He3QPEKTMBHLIM aAMoNTO30M,
HapyLleHMem nporpammbl co3peBaHnem HenpoHos (Mann C. et al, 2018)



22 ATUNMYHAA TPAEKTOPUA PA3BUTUA MO3ra Npu
ayTU3Me

A Three phases of growth pathology in autism
Y4acTKKN KOpbl, pa3mepbl KOTOPbIX YMeEHbLUEHbI

Posainie declms!
mﬁgf{m i jﬂﬂmm y 6ONbHBIX C ayTU3MOM

T e

Courchesne, E., Pierce, K., et al., (2007). Mapping early brain development in autism.
Neuron, 56(2), 399-413. Philip RC, Dauvermann MR, et al.,( 2012) Neuroscience and
biobehavioral reviews. 2012;36:901-942
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HenpoaHatommna aytnama. OCHOBHbIE
pe3ynbTaThbl

HapyleHna pa3BnTmMa Mo3ra BO3HMKAOT B CAMOM PaHHEM
BO3pacTe.

OCHOBHble MOAENN AaYTU3MA YKa3bIBalOT HA aTUNUYHOE
Pa3BUTME HEUPOHANbHbIX CBA3EN MeXKay
GYHKUMOHANbHbIMM OTAENAMU MO3ra : Ype3amepHoe
yBeNNYEHMe NOKANbHbIX CBA3EN N AePUUUT yAANEHHbIX
ceA3en. ( Kana, R. K. et al, 2011; Emerson, R. W. et al.,
2017). MNoKa3aHbl HApYLWEHMA CBA3EN COMATOCEHCOPHOM
KOPbl, 3pUTE/IbHOMN KOPbl U CYBKOPTMKaNbHbIX 0bnhacTen
mo3ra npu aytuame (Chen, C. P. et al. 2015).

[1o 3-x neT obHapy*KMBaeTcA YCKOPEHHbIN POCT N0OHOMU
KOpbl, BACOYHOW KOPbl U MUHAA/IEBUAHOIO TENA, 3aTEM
OCTaHOBKa W HempoaereHepauma B NoApOCTKOBOM
BO3pacTe.



}} HenpoaHatomma aytmama

4. BbIABNEHO, YTO MUKPOCTPYKTYPHbIE HApPYLUEHUA PPOHTO-
NIMMBUYECKMUX PYHKLMOHANbHbIX CBA3EN B 6 MECALLEB *KU3HMU
onpeaensatT cNoCOOHOCTb K COBMECTHOMY BHMMaHMUIO (OCHOBA
coumanbHOM KOMMYHUKauumn) B 9 mecsaues Kun3Hu. (Elison, J. T.
et al. (2013).

5. HapyweHus MUKPOCTPYKTYPHOM OpraHmn3auma MO30/IMCTOrO
Tena accounmmpyeTca c TPYAHOCTAMM 3PpUTE/IbHO-MOTOPHOWM
KOPAMHAUMK 7-MU MECAYHbIX AeTeln, Y KOTOPbIX BMNOCNEACTBUMU
byaet anarHoctnupoBaH aytmam (Elison, J. T. et al., 2015)

CoBpemeHHble HellpoaHaTOMMYecKMe uccaneaosaHma ybeamTensHo
[ OKa3BatoT, YTO B OCHOBE NOBEAEHYECKUX HAPYLUEHNI MPU ayTU3Me
NIEXUT NaTONOrNA Pa3BUTMA HEUPOHANbHbIX CTPYKTYP Mo3ra. K
COXKa/1IeHUIo, 3TN COBPEeMeHHble MeToAbl UccnenoBaHuA
MaIoNPUMEHUMbI ANA MaccoBOM anarHocTukn PAC.



22Ie|‘/’|po6monormqecme nccnenosaHma PAC.

[eHeTU4YecKne paKTopbl ayTU3Ma
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OnuncaHo 6onee 800 reHoB,
accouunmnpoBaHHbIx ¢ PAC.
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CUHApPOMBI C OAUHOYHbIMM
FeHHbIMW MYTaUUAMU U
ayTUCTUYECKMMM CUMMITOMAMMU
3HAYUTENIbHO NPOABUHYNU
MOJIEKYNIAPHOE U KNEeTOYHOoe
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e CnHAapom npemyTtauun

CuHApOManbHble POPMbl ayTU3MaA

e CMHAPOM YMCTBEHHOW
OTCTaNoCTy,
cuenaeHHOM C TIOMKOU
xpomocomoMn X (FXS)

®PAXA (FXS/AT)
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CuHgpomanbHblie GOpMbl ayTU3IMA
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»z CuHApOMasbHble POPMbI ayTU3MA

e PeHUNKEeToOHYpUA

* Beno-kapguo-
daumanbHbIn
CUHAOPOM
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CnHgpom MapTuHa-benn

CUHAPOM YMCTBEHHOM OTCTANOCTH
cuenieHHOM C TOMKOM XPOMOCOMOMN X

(FXS )
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CuHgpom MapTtmuHa —benn (FXS)

YacTtoTa 3aboneBaHuA-

1:2500 - 4000. Cpegn nny, c PACot4-x po 7
%. 3aboneBaHune onmcaHo Martin & Bell,
1943r KaK cuenaeHHasa ¢ N0JIoOM
YMCTBEHHAA OTCTAaNOCTb CO
cneyndunyecknmm GeHoTUNUYECKUMHU
npoasneHunamu. Vertkerk et.al, 1991-
onucanm

ysennyeHHoe yncno CGG noBTopoB B
npomoTtope reHa FMR1, KoTopoe
COMPOBOXKAAETCA TMNEePMETUANPOBAHNEM
npomoTopa W GYHKLUMNOHA/IbHbIM
BbIKNOYEHMEM reHa. [1poAyKT 3TOro reHa -
6enok FMRP Heobxoanm ansa perynaumnm
CMHanTuyeckom nepeaavn. Ot 60% ao 90%
aeten ¢ FXS mmerot pacctponctaa
ayTUCTUYECKOro CneKTpa.
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}} [MaToreHes. OTcyTcTBME BbIPAabOTKN NEPBUYHOIO

NPoAYyKTa nNpu cnHapome MapTtuHa -benn
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e AV T Trfar's':"mr-—p. AAAYA T
nachinery — Taget mRNAs = machinory  Targel mMANAS ]
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e 2

Synaptic : \ Fragile X , et
plasticity < Proteins - Proteins

OcobeHHO CTpaaatoT HEMPOHHbIE CEeTU TMNMOKamMMna U MO3KeyKa.

OT1cyTcTBUE HBenkKa
FMRP npusogut K
3Ha4YUTEIbHOMY
YBENNYEHMUIO
AONTOBPEMEHHOMN
Aenpeccun B HEMPOHE,
4YTO BEAET K
MOpP$ONOrNYeCKNM
M3MEHEHMAM LUNMUKOB
M HapyLEeHUIo

CUHANTUYeCKUX cBA3eMn.

Konnuyectso 6enka FMRP otyeTanBo KoppennpyeT ¢ YpOBHEM
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OrpomHbIN Nporpecc B TOHMMaHUN
BMONOrMyecKknx MexaHnM3mosB
CMHAPOMA NMO3BOJINA TECTUPOBATH
HOBble NpenapaTbl, 4ENCTBUE
KOTOPbIX OCHOBAHO Ha MOHMMaHUMU
MEXaHN3Ma HapyLLUEeHUN , NerKalmx
B OCHOBE PaCcCTPOMCTBA.

YmeHbweHue yposHAa mGIuR5
NPUBOAUT Y MbILLEN K pEBEPCUN
NpakTU4ecKkn scex cmmntomoBn FXS.
JTO Ba*KHOe noATBepXKaeHue
TEeoOpun U HaZeXada Ha Tepanuio y
nauymeHTos ¢ FXS n c apyrumm
dopmamm PAC
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22 Cungpom MapTtuHa-benn (FXS) eS

28w
o0 8
dob
XX
[lpoBeaeHUe reHeTUYeCKUX 000
TECTOB Ha HaAM4Yue MyTauum B 000
reHe FMR1 Heobxoaumo anAa XX
KaXKporo pebeHKa c 3a4eprKKon 000
Pa3BUTUA, HAPYLLEHNAMM B e
obyyeHuun, n, ocobeHHo, 'ne
HapYLUEHUAMM ayTUCTUYECKOTO : : :
CNEeKTPa N UHTENNEKTYa/IbHbIMMU A

HapyLeHnAMU. [lpaBUAbHO 006
NOCTaB/IeHHbIN ANAarHO3 NO3BOAUT 000
noaobpaTtb aAeKBaTHYO Tepanumio

MU A4ACT BO3SMOXHOCTb

npeaoTBPaATUTb MOBTOPHbIE

cnydaum FXS B cembe.
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LlenecoobpasHo TaK»Ke nposBepATb

Konnyectso CGG NOBTOPOB reHa
FMR1

1. Y ¥eHWwwuH c 6ecnaogmnem
UNAN paHHEU MmeHonay30M.

2. Y noXKUAbIX nogen,
NPOABAAIOLMX PAaHHMKE
cmumnTombl 60n1e3HU
[MapKUHCOHA, Tpemop nunu
KOFTHUTUBHYIO ANCOHYHKLMUIO

OMY HYXXHO NPOBOAUTb CKPUMHUHT HA NpemyTauunto?
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OTKpbITUE MyTaLLMUN TeHa MeCP2

Huda Y. Zoghbi

B okTAbpe 1999 roaa
nccneposatenu College of
Medicine & Stanford nopa
pykosoactsom Huda Y. Zoghbi
onucaan MyTauuto B reHe
MeCP2, nokann3oBaHHOM B
xpomocome X (X,28q).

MyTauma cnopagnyeckas,
4YaCTOTa MNOBTOPHDbIX C/Iy4aeB B
CeMbe He Bblle NONYAALMOHHOMN.
TAXeCTb KAMHUYECKUX
NPOABNAEHUIA NPU CUHAPOME
PeTtTa onpeaensaerca TMNOM U
nonoXeHnem mytauuu, a Takxe
CTaTyCOM MHAKTUBAL UM
Xpomocombl X.
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2

Koppenaums KNMHUYEeCKUX JaHHbIX C TUNMOM MyTaLuw.
[laTonornyeckne 3Hakm 6one BCero BblpakeHbl Npu

obpbiBatowwen mytauun (B.HKO.BonHosa n ap., 2007)
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Диаграмма4

		score 0		score 0

		score 1		score 1

		score 2		score 2

		score 3		score 3



truncated

missens

bruxism score

%

Bruxism

12

17

22

27

33

50

42

6



Лист1

				truncated		missens

		MRD		9		91

		betweenMRD&TRD8713		87		13

		TRD		79		21

		C-ter		80		20

				truncated		missens

		score 0		0		0

		score 1		0		100

		score 2		44		56

		score 3		71		29

		score 4		86		14						truncated		missens						truncated		missens

		score 5		100		0				score 0		27		83				score 0		12		17

										score 1		71		29				score 1		22		27

										score 2		62		28				score 2		33		50

										score 3		80		20				score 3		42		6





Лист1

		



truncated

missens

Location

precentage

Proportion of mutation types



		



truncated

missens

expressive speech score

%

Expresive speech



		



truncated

missens

Head grouth score

%

Head grouth



		



truncated

missens

bruxxism score

%

Bruxism




Диаграмма5

		





Диаграмма5

		score 0		score 0

		score 1		score 1

		score 2		score 2



truncated

missens

score

%

Hand stereotypes

11

33

54

44

34

22



Лист1

				truncated		missens

		MRD		9		91

		betweenMRD&TRD8713		87		13

		TRD		79		21

		C-ter		80		20

				truncated		missens

		score 0		0		0

		score 1		0		100

		score 2		44		56

		score 3		71		29

		score 4		86		14						truncated		missens						truncated		missens

		score 5		100		0				score 0		27		83				score 0		12		17

										score 1		71		29				score 1		22		27

										score 2		62		28				score 2		33		50

										score 3		80		20				score 3		42		6

														truncated		missens						truncated		missens

												score 0		0		0				score 0		11		33

												score 1		7		23				score 1		54		44

												score 2		13		18				score 2		34		22

												score 3		80		58





Лист1

		



truncated

missens

Location

precentage

Proportion of mutation types



		



truncated

missens

expressive speech score

%

Expresive speech



		



truncated

missens

Head grouth score

%

Head grouth



		



truncated

missens

bruxxism score

%

Bruxism



		



truncated

missens

score

%

Hand stereotypes




Диаграмма6

		





Диаграмма6

		score 0		score 0

		score 1		score 1

		score 2		score 2

		score 3		score 3



truncated

missens

score

%

Head circumference

8

27

14

17

22

27

56

27



Лист1

				truncated		missens

		MRD		9		91

		betweenMRD&TRD8713		87		13

		TRD		79		21

		C-ter		80		20

				truncated		missens

		score 0		0		0

		score 1		0		100

		score 2		44		56

		score 3		71		29

		score 4		86		14						truncated		missens						truncated		missens

		score 5		100		0				score 0		27		83				score 0		12		17

										score 1		71		29				score 1		22		27

										score 2		62		28				score 2		33		50

										score 3		80		20				score 3		42		6

				truncated		missens

		score 0		0		0								truncated		missens						truncated		missens

		score 1		7		23						score 0		8		27				score 0		11		33

		score 2		13		18						score 1		14		17				score 1		54		44

		score 3		80		58						score 2		22		27				score 2		34		22

												score 3		56		27





Лист1

		



truncated

missens

Location

precentage

Proportion of mutation types



		



truncated

missens

expressive speech score

%

Expresive speech



		



truncated

missens

Head grouth score

%

Head grouth



		



truncated

missens

bruxxism score

%

Bruxism



		



truncated

missens

score

%

Hand stereotypes



		



truncated

missens

score

%

Head circumference




Диаграмма7

		





Диаграмма7

		score 0		score 0

		score 1		score 1

		score 2		score 2

		score 3		score 3

		score 4		score 4



truncated

missens

score

%

Expressive speech

0

0

0

6

10

31

29

43

61

19



Лист1

				truncated		missens

		MRD		9		91

		betweenMRD&TRD8713		87		13

		TRD		79		21

		C-ter		80		20

				truncated		missens

		score 0		0		0

		score 1		0		6

		score 2		10		31

		score 3		29		43

		score 4		61		19						truncated		missens						truncated		missens

		score 5		10		0				score 0		27		83				score 0		12		17

										score 1		71		29				score 1		22		27

										score 2		62		28				score 2		33		50

										score 3		80		20				score 3		42		6

				truncated		missens

		score 0		0		0								truncated		missens						truncated		missens

		score 1		7		23						score 0		8		27				score 0		11		33

		score 2		13		18						score 1		14		17				score 1		54		44

		score 3		80		58						score 2		22		27				score 2		34		22

												score 3		56		27
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Henpobunonormyeckme nccneaoBaHuA
HeanddepeHumnpoBaHHbIX popm PAC.
Henpodunsmonorus

Pe3ynbTaTbl KONIMYECTBEHHOIO CPABHUTENIBHOTO
aHanun3a 33M-aaHHbIX Y AeTten n nogpoctkos ¢ PAC ¢
HOPMATUBHbIMU DI -AaHHbIMUN BbIABUJIN:

Obuwee CHUKEeHNe aMmnanTyabl KonebaHUn, MaKCMMabHO
Bblpa*KeHHoe B ocTpble nepuoabl bonesHun (ctaama perpecca)

HapyLwieHne OHTOreHeTU4eCKMX 3aKOHOMEPHOCTEN
dopmmnpoBaHua 31

Jednumnt 3pnTEeNIbHOro N CEHCOMOTOPHOIO PUTMOB albPa-
inana3oHa

[MoBbIWEHHbIN YPOBEHb 6eTa-2 aKTUBHOCTU
HapyweHne pyHKLUMOHNPOBAHUA «3€pPKa/IbHbIX HEMPOHOBY.



}} HapyLueHne oHTOreHeTUYeCcKUx Yy 4
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Диаграмма3

		3 года		3 года

		5 лет		5 лет

		6 лет		6 лет

		7 лет		7 лет



11 Гц Норма

11 Гц Аспергер

возраст,годы

процент детей с доминированием 11 Гц компонента

11 Гц компонент альфа-ритма

0.02

0

0

0.17

0.03

0.64

0.14

0.6
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						Частота альфа-ритма в Гц.

				Возраст		7-8                   8-9                9-10                10-11														8 Hz		9Hz		10Hz		11Hz

				Asp		7%		50%		43%		0%				3yrs		Asp		7%		50%		43%		0%

						-11%		-71%		-16%		-2%						Norma		11%		71%		16%		2%

				5-6 лет		9%		34%		40%		17%				5yrs		Asp		9%		34%		40%		17%

						0%		-52%		-48%		0%						Norma		0%		52%		48%		0%

				6-7 лет		0%		8%		28%		64%				6yrs		Asp		0%		8%		28%		64%

						-6%		-34%		-57%		-3%						Norma		6%		34%		57%		3%

				7-8 лет		0%		0%		40%		60%				7yrs		Asp		0%		0%		40%		60%

						0%		-36%		-50%		-14%						Norma		0%		36%		50%		14%

																				3yrs		Asp		43%

																						Norma		16%

																				5yrs		Asp		40%

																						Norma		48%

																				6yrs		Asp		28%

																						Norma		57%

																				7yrs		Asp		40%

																						Norma		50%

																						Норма		Аспергер

																				3 года		16%		43%

																				5 лет		48%		40%

																				6 лет		57%		28%

																				7 лет		50%		40%

																				11 Гц

																						Норма		Аспергер

																				3 года		2%		0%

																				5 лет		0%		17%

																				6 лет		3%		64%

																				7 лет		14%		60%
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9Hz
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возраст,годы

Процентная представленность компонента

Доминирующий альфа-компонент у детей с синдромом Аспергера
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10 Гц компонент альфа-ритма
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11 Гц Норма

11 Гц Аспергер

возраст,годы

процент детей с доминированием 11 Гц компонента

11 Гц компонент альфа-ритма



		





		






Koppenayma 3HaYeHMM CNeKTPaNbHbIX XapaKTeEPUCTMK I K
BbIPa*KEHHOCTM ayTUCTUYECKUX NPOABJEHUI NO AaHHbIM (PEP).

[ﬂ “DONLG AoKknaabl_07hCorrelationl cyHMMapHbid Bann ¥ ay TUCTOE 4 33NCSF.CSF - Correlation EEG Spectra and Parameter
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22 Peakuuna Ha moTopHble Npobbl U Ha HabageHne 3a

ABUXKEeHNeM PYKU aKcnepumeHTaTopa y nogpocTtka ¢ PAC

Mpu cxXnmaHuM NPaBoii PyKK B KyNaK
HabnloaaeTca genpeccua CEHCOMOTOPHOrO
pPUTMa B LLeHTPa/IbHO 30He 1eBOro
nonywapus.

. 1

]

Mpwu HabnlogeHUM 3a CXKMMaHUKN NPaBOMA
PYKM B Ky/1aK 3KCMEPUMHHTATOpA

ee e
¥ N
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LA N
Ly N |
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s0 0

Habnlopaerca ysennueHne CEHCOMOTOPHOIO g ¢ @
pPUTMA B LLEHTPA/IbHOM 30HEe 1IeBOTO
nonywapus
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22:MCTEM3 3epKa/ibHbIX HEUPOHOB ([IK.
Puuuonatiu ¢ Konneramwm)

e [leTn WKONbHOrO
Bo3pacTa ¢ PAC,
KoTopble
AEMOHCTpUpylome
Nydwine nokasarenu
MOTOpPHOro
nogpaaHusa ( no
AaHHbIM 33T) nmenwm
6onee sbicoOKUue
HaBbIKMN COUUANNU3aALUMN
N KOMMYHUKaLUMN.
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}} AunarHoctuka PAC c nomoulbto f.

HeunpoPuUsnonoruyecKUX meToaos s
®
Metoa matemaTtnyeckom Knaccudurkaumm I3 okasanca B COCTOAHUM ’ee
pa3rpaHnunTb aeten ¢ PAC n geten ¢ HU3KUM puckom PAC ¢ BEPOATHOCTbIO : : :

okosio 100% (EEG Analytics for Early Detection of Autism Spectrum Disorder: A o o
data-driven approach William J. Bosl, Helen Tager-Flusberg & Charles A. Nelson g e @
Scientific Reports volume 8, (2018). iccnepoBaHo 188 mnaaeHLUEeB B BO3pacTe AN
3,6,9,12 , 24 1 36 mecAuEeB XM3HWN. 2 rpynnbl: BbICOKMI puck PAC 99 mnageHues ( @ @

ecTb cTapwuin pebeHok ¢ PAC) , HU3KKMI puck PAC 89 mnageHueB (HeT cTapliero : : :
pebeHKa c PAC). 3anuncb 33T B COCTOAHUM CNOKOMHOTO 604pCTBOBAHMUA C S5
OTKPbITbIMU rNa3amu B TedeHmne 2 MUHYT. 19 aneKTpoaos., YCTaHOB/IEHHbIX MO 000
cucteme 10-20 %.4yBcTBUTENBHOCTL M crieynPprYHOCTb 0Ko10 100%. (AN

Pa3rpaHnMyeHne BO3MOKHO YyKe B 3 Mmecslla U COXpaHAEeTCcs Ha BceM
nccnesoBaHHOM MPOMEXKYTKe BpeMeHn - A0 36 mecAles.

Hawe uccneposaHue (flopbauvesckaa u Ap.2018) no3sonunno aocrtosepHo (P<0,01)
PA3rpaHNYnTb NO AaHHbIM II[-KAapTUPOBAHUA [AEeTEeEN C OAUHAKOBO HU3KMM
YPOBHEM a4anTUBHbIX HABbIKOB MO Hannyuto nam otcytcrento PAC.

c)

ayTHn3m
MMMy ©PL,


https://www.nature.com/articles/s41598-018-24318-x
https://www.nature.com/articles/s41598-018-24318-x
https://www.nature.com/articles/s41598-018-24318-x
https://www.nature.com/articles/s41598-018-24318-x
https://www.nature.com/articles/s41598-018-24318-x
https://www.nature.com/articles/s41598-018-24318-x
https://www.nature.com/articles/s41598-018-24318-x

IlaHHble cpaBHUTeNbHOro 23M-KapTupoBaHMA. TecTtupyeTca
]

porpamma KnaccupuKaumm cnekTpasibHbIX XapaKTEPUCTUK DI "‘ .
neten n nogpoctkoB no rpynnam: PAC, FXSwn Hopma.

33T 50 ucnbityembix ¢ PAC (ot 3-x go 18 ner)/
93I 50 HopmoTUnuuHbIX getei (P<0,01)

i

93T 47 ncnbityembix ¢ FXS (ot 3-x ao 18 nert)/
93I 50 HopmoTUnuuHbIX getei (P<0,01)
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} [aHHble cpaBHUTeNnbHOro 33 ¢4
s@afho

KapTUpoBaHUA LN

| I3[ rpynnbl aeTen u .:.: :
) NOAPOCTKOB C 000

HeanpPepeHUNPOBaHHbIMU  lylgly
dopmamu PAC cpaBHUBAETCA Cpgage

93 neten n NoAPOCTKOB C 000
cmHgpomom FX. Y 60,9,
ncnbityemoix ¢ PAC L

NOCTOBEPHO HMXKE 3HaYeHUn .:.:.:
CMeKTPanbHOM NAOTHOCTH (CI'I).....
TeTa -aKTUBHOCTMU (5-8 TL) n o
beTa-2 akTMBHOCTU, bonee, e
BCEro B LIEHTPAJIbHbIX 30HaxX 00§

Kopsbl ( P< 0,01), Bbiwe

3HayeHusa CI1 8 anbda un 6eTa-. '
1 nonocax uactot(P<0,01). ¢¢90
000



v y CAL
. Hempobuonornyeckme nccnenosaHma PAC. oy

4 S A
NccnepoBaHMe NNIOPUNOTEHTHDLIX CTBOTIOBbLIX iyt
KNeToK 2

e PaccTponCcTBO CNeKTpa
ayTM3ma npeacrasnseTt coboun
CNOXXHOE PacCcTPOMNCTBO
pPa3BuTMA, Natodnsnonorua
KOTOPOro OCTaeTcA
HEey10BUMOMN BC1eACTBUE
HeAoCTYNMHOCTM UCC/1ea0BaHUA
HEMPOHOB MO3ra NauueHTa.
3TOT AePMUNT NOTEHLMNANIBHO
MOXKeT bbiTb obomnaeH
HEVNPOHHOW
anddepeHumnaumen
NHAYLUMPOBAHHbIX
NAOPUNOTEHTHbLIX CTBONOBbIX
K/1IETOK.




} }opathic Autism: Cellular and Molecular Phenotypes in
Pluripotent Stem Cell-Derived Neurons. Mol Neurobiol. 2017
Aug;54(6) Liu X et al.

NccnepoBanncb HerMpoHbl, nonydYeHHbie n3 iPSC oT HAMBUAYYMOB
c PAC n nx cnbcos. bblnio goKasaHo, Yyto ctpaterus iPSC moket
6bITb 3G PEKTMBHO MCMONb30BAHA AN MOAE/IMPOBAHMSA
nanonatnyeckmnx ¢opm PAC. OKazanocb, 4TO HApYyLUEHUS
3KCNPEeccuun reHoB, NAEHTUPUNLMPOBAHHbIX B HEMPOHAX NALMEHTOB
c PAC 6b1n0 cBsizaHbl He Tosibko ¢ PAC, HO TaKKe C AeTCKOM
wnsodppenmen, annnencmen, CABI u bBunonapHbIM PaccTPONCTBOM.
ITU pe3y/ibTaTbl COr/1acyroTCA C XOPOLLO U3BECTHbIMUM pe3y/ibTaTamMu
nccnegoBaHUM reHoB-KaHamaaTos PAC, MmyTaumMm B KOTOPbIX TaKXe
obHapyrKeHbl NPU APYrux HapyLweHMUAX HEPBHO-MCUXNYECKOTO
Pa3BUTUA.

T.0. noNy4YeHa UeHHaa moaenb ANa AasibHEULLIEro N3y4yeHus
namonatnyecknx popm PAC. Takon noaxoan obecnevynTt yHUKanbHoe
NOHMMAHMNE KNEeTOYHbIX U MOoNneKynApHbix ocHoB PAC, ocobeHHO B
coYeTaHUM C HageKHbIMU AAaHHbIMMW KIMHUYECKOro n
NCUXONOTrM4YeCcKoro uccnengoBaHMA NnauneHTa.


https://www.ncbi.nlm.nih.gov/pubmed/27356918
https://www.ncbi.nlm.nih.gov/pubmed/27356918
https://www.ncbi.nlm.nih.gov/pubmed/27356918
https://www.ncbi.nlm.nih.gov/pubmed/27356918
https://www.ncbi.nlm.nih.gov/pubmed/?term=Liu%20X%5BAuthor%5D&cauthor=true&cauthor_uid=27356918
https://www.ncbi.nlm.nih.gov/pubmed/?term=Liu%20X%5BAuthor%5D&cauthor=true&cauthor_uid=27356918

22 Henpobuonornyeckmne nccneposaxHua PAC.
BanaHue cpenosbiX $paKkTOpOB

Frequency. %

Frequency. %

Frequency. %

16

14

'16 18 20 22

Active RG, arb.un.

Control
n=293
mean 18.9

Patients with
schizophrenia
n=42

mean 21.13

Children with
autism

n=>5I1

mean 17.84

BAn3Koe K onTMMymy KONMYECTBO
TPAHCKPUNLMOHHO aKTUBHbIX Konuii PT B
reHome obecrneynBaeT MakCMMabHYHO
CTPECCOYCTOMUYMBOCTb, BbIX)KUBAEMOCTb U
NPOAONKUTENBHOCTb }KU3HU, TOTAA KaK
HU3KNE NN BbICOKME KONMYECTBA aKTUBHbIX
P NOHMXaOT CONPOTUBNAEMOCTb KJETKU U
OpraHM3ma un onpeaenatoT
NpeapacnonoXeHHOCTb K TOMY UIN MHOMY
MHorogpaKkTopHomy 3abonesaHuto (MP3).

( O BO3MOXKHOM pOAN KONUUHOCTHU
pPU60COMHDBIX FeHOB B Pa3BUTUMU
ncuxuyeckunx saboneBaHui.
N.H.MopoxoBHUK u ap. NMcuxuatpmua Ne 2,
2018,c.89-105.)

O6Hapy)XeHa HU3Kaa KONUUHOCTb
aKTUBHbIX pPUBOCOMHbBIX FEHOB Y
any, ¢ PAC.
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3aKka4yeHue 000

L N N

 3a nocnegHue roabl HAMETUNCA CeEPbE3HbIN Nporpecc B XX
NOHUMaHMK natoreHesa PAC, BblABNEHbI ero paHHue 0600
000

Henpobuonornyeckme mapKepbl, papabaTbliBatOTCA METOAbI
paHHen nomoum getam ¢ PAC, HO CTpeMUTENbHbBIN POCT 3TOTO 4 4 o

PacCTPOMCTBa Pa3BUTUA HEPBHOM CUCTEMbI HE 000
ocTaHaB/MBaeTcA. B nogasnatowem 60NbLWNHCTBE C/ly4aeB oo o
NMPUYMHOM ITOr0 PAaCcCTPOMNCTBA ABNSETCA COYETaHMe i

reHeTUYeCcKux n cpeaoBbix pakTopos. Heobxoammo
obbegnHeHne yCUAnm BCcex cneumasncToB, YTobbl
OKa3blBaTb 3 PeKTnBHYIO0 nomoulb ntoaam c PAC.
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