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KUPHUI (pancada noxropu (PhD) nuccepraumsicu aHHOTAIUACH)

Juccepranmus MaB3yCHHMHI [0J13ap0jauru Ba 3apyparu. bonamapna
HEBPOJIOTUK KacaJUIMKJIAp Oopacuja ayTUCTUK CHEKTp Oy3WIMIIH YbTHOOp Tasiad
ATYBYM MaToyorusuiapaaH oupu OYnuO xucoOnaHagu. JKaxOH COFIMKHM Cakiall
tamkwiotd (JKCCT) mabaymotura kypa, “ayné o6yitnad 160 6onagan Ourracuma
ACBH OGopnuru TaxmMuH KuInHMOKIa. MxTucocnamrupunran €paaMcus, ayTUCTHK
cnekTpHuHr Oy3unuiu (ACB) Oynran Oonanapuunr 95-97% rada orup pyxuit
HOrMpOH OYan6 Komaam”?!. Ymby GomaJapHUHT aKCapusTH JOMMHN PaBHILIA
KOPPEKLHsT KUJIWHYBYM, WKTUMOMN Xamja Tabiaumui Epmamra myxrtox. [y
cababnm Oonanmapia AayTHU3MHHMHT  KJIMHUK-HEBPOJOTHMK Mapajijiejuiapu  Ba
MPOTHOCTUK XYCYCUSITIAPUHU TallIXUCIAIl OPKAJIM caMapaliy AaBoJiall TapTUOMHU
TaKOMWUIAIITUPUII OoJlajap HEBPOJOTHSICHHUHT MyXUM MyaMmMMojapuaaH Oupu
XucoOIaHaau.

Kaxonna Oonamap ayTU3MUHMHT KJIMHUK-HEBPOJIOTHK Napajuiejiapy Ba
MPOTHOCTUK XYCYCHUATIAPUHU ONTUMAIJAIITUPUIN Ba camMapaid JIaBoJialll
TapTUOMHU TAaKOMWUIAIITHPHUIN MaKCaauJa KaTop WIMUN TaJKUKOTIAp OJHO
Oopunran. by Oopaga ayTHCTHK CHEKTPHUHT OY3WJIUIIU PUBOXKIAHUITUHUHT
axaMuATIn XaB() OMWUIAPWHU, KIMHUK-HEBPOJIOTUK, KIMHUK-HEUPODU3NOIOTUK
KYpcaTKUWiapy, ayTU3MHUHT PUBOMIIAHUIINIA KAPUOTUI aXaMHUSITUHU aHUKJIAIIL,
dbonar UUMKIMHUHT OYy3WIUIIM OWlaH acCOLMAIUSJIAHTaH WKKH TOJIUMOp(d
BApUAHTIAPHUHT MOJIEKYJsIp-TeHeTUK Bip ra Oornuk metmonmHcuHTaza (MTR
Asp919Gly, A2756G, rs1805087) Ba penykrazanunr MetuonnHcuHTtaza (MTRR
[le22Met, A66G, rs1801394) TaxwIMHU YTKA3WII 3XTUEKH OpPTHO OOpPMOKIA.
AytuzMm  OuiaH  xacrajaHral Oonanmapaa  pyXud-HYTK — Oy3WJIMIUIApUHU
tamxucnamaa VB-MAPP  Oaxomamr AacTypuHUHI axaMUSTHHH — Oaxosall,
WKTUMOUM MOCIalllyB Ba BepOan XyJK KYHUKMaJIapuHU Xamjaa Oojanapaa
ayTU3MHHA  Koppekmwst kKwiaumga —applied  behavior analysis  tepanusiau
TaKOMWUIAIITUPUIIT OPKAJIA JABOJIAIIHUHT caMapalid TapTUOUHM WIIa0 YUKHIIL
aJoXMU1a aXaMuAT KacoO 3Taju.

MamiiakaTuMu3Ja COFJIMKHUA — CakKjall XU3MAaTHHU TaKOMWUIAIITHPUIILI,
KyMJIaJlaH, XOMMJIAJOPJIUK J1aBpuJa OHAa OPraHM3MHJA l03ara KelaJuraH Typiu
VTKHUp Ba CypyHKajdu Kaca/UIMKJap, YJApHUHT acopaTiapy HaTUXKacuia
PUBOXJIaHAUTAaH UPCUN KACAIUTMKIAPHM 3pTa TalIXMCIAIl, JAaBOJall Ba OJIIUHU
oNuill cu(aTUHU OIIMPHUINTa aJoXujaa bTUOOpP KapaTwiMmokna. by Oopana «....
UpCUM, TEHETHUK, OupiaMyd HMMYHUTET TAHKUCIWTH, TyFMa Ba OPTTUPUITaH
KacaJUlUKJIapra 4YaiauHran Oojanapra Talixuc KYWUIN, YyJIapHA JaBojall Ba
peabunuTanus  KWIMII ~ TU3UMHUHM, Iy OJKyMJaJaH TyFMma, CYpyHKalu
KacaJUIUKJIapra YajJWHraH Ba HOTUPOHJUTH OYiran OojajapHu peaduiauTanus
KWINII MapKa3lapuHU TalKUAI STUII OPKAAM TaKOMHJUIAIITUPHMIL....» 2 Kabu
Bazu(anap Oenrunanrad. [lyHgan xenu0 4uMKKaH xoJia OoJjamapaa ayTU3MHUHT

1 WHO. World health statistics, 2013; WHO.Hearts: technical package for cardiovascular disease management in
primary health care, 2018

2V 36ekucton Pecy6mkacu ITpesunentununr 2018 iinn 7 nexabpaaru II0-5590 con «Y36exucton PecryGmikacu
COFJIMKHM CaKjialll TU3UMUHHU TyOJaH TaKOMMWJUIAIITAPHUIN OYyiW4Ya KOMIUIEKC 4Oopa—TaaOHpliap TYFPUCHIA»TH
®dapMoHU.



KIIMHUK-HEBPOJIOTUK Tapajulelylapi Ba TMPOTHOCTHUK XYCYCHSITIAPUHU KYyJUIAI,
ONTHMAJl JAaBOJIAIl ~ TAKTHMKACUHU  TaHJIANl OPKAIM HPCUNA KacCaLTUKIAPHH,
KaMaUTHpUIIT ~ caMapaJOpJNTHHA  aMmajira  OMIMPUIN  Joi3ap0  WIMUN
WyHanunuiapaan oupu 6ynud xucoOmaHaau.

V36ekncron Pecniybnnkacu Ipesunenrnaunar 2017 iinn 7 depangarn [TH—
4947—con  «V36eknucToH PecryOnuKacHHH —sHaja pPHBOMUIAHTHPUIN — Oyiinda
Xapakatiap crparerwsicu Tyrpucumgay, 2018 #iun 7 mekabpmarm [1d-5590-con
«V30exkucTon  PecryGnWKacH — COFNMKHM — CaKiall  TH3HMHHH  Ty6jaH
TaKOMWUIAIITUPUII ~ OYiiMYa  KOMIUIEKC  4Yopa—TaaOupiap  TYFpUCUIA»TH
dapmonnapu, 2017 #wmn 4 ampenmarn [1K-2866—con «2017-2021 #wummapaa
V36ekncTon Pecry6nukacuaa OHKONOTHS XU3MATHHU SHAJAa PUBOMIAHTHPHII Ba
axoJura OHKOJIOTHK €pJaM KYpCAaTUIIHH TaKOMIUIIAIITHPUII YOpa—Taa0upiapu
Tyrpucuna», 2017 imn 20 mongaru [TK-3071-con «Y36exucton Pecry6muikacn
axomucura 2017-2021 #wmapaa MXTUCOCHAIITHPWITaH  TUOOWMT — Epaam
KYPCATHIIHU STHA/Ia PUBOXITAHTUPHUII YOpa—TaAOUPIapy TYFPUCUIANTH Kapopiiapu
Xxamaa MasKyp ¢aonuarra TETHUNUIM OOIIKa MEBhEPUI—XYKYKUH XyXoKaTiaapia
Oenrunanrad Basu(alapHd aMalira OLIMpUIITra yumly JuccepTauus TaJKUKOTH
MyaisiH gapakaja Xu3MaT KAdaau.

TagKUKOTHUHT pecny0aunka dan Ba TEeXHOJOTUsAJIapH
PUBOKIAHUIIMHUHT YCTYBOP HYHAJMULIAPUra MOCJAMIH. Maskyp TaJKUKOT
pecniyonuka (aH Ba TexHoJorusjap puBoxJaHUIIMHUHT VI «TubOuér Ba
(dbapmakoiIorus» yCTyBOp WYHANMHUIIATA MyBOQUK OakapuiraH.

MyaMMOHMHI  yPraHWJITaHJuK Japaxacd. AyYyTHCTUK  OOJaHUHT
Je3ajanranuscura Machyn Oynran pyxudl (QyHKOMsICH OupiaMyu Oy3WIHIIN
cababnapyHy aHUKJAIIra JOOUp KYyN HWWUIMK UW3JaHunuap — MyBad@akusT
KO30HMaJ Ba XO3UPrd BakTaa Oojanap ayTH3MU PYXUH PUBOXKIAHUIIIA KEHT
TapKajraH Ba KampoBiu Oy3wiuiu 1e6 6axonanran (Haghiri R., Mashayekhi F.,
Bidabadi E., Salehi Z., 2016). Xo3upru maitna MyTaxaCCHCIAPHUHT JHUKKAT
MapKkasuja ayTUCTUK OoJaHWUHT Hadakar pyxuid KoOWIusATHAArH Oab3u
neUIUTAPIUKHUHT HaMOEH Oynummm, Oanku TamKy JAyHE aBBaiIamMOOp, YHHHT
SKUH WHCOHJIapW OWiaH ¥y3apo TabCHUp KWIHII MIAK/UIApW PHUBOKIAHUIIUIATH
Oy3WIMIUIApHUHT yMyMmMui KonyHusTiapu sxou Tytamu (Chelly J. et al., 2006;
Abrahams B.S., et al., 2010; Rudra A. et al., 2016).

bonanap ayru3smu tabuatvHM TymiyHUIAa 6oja puBOXXHMHUHT ad(eKTuB Ba
KOTHUTHUB OY3UJIUIINHY STOHA MAaHTUFUHM aHTJIAraHJaruHa SPUIIAIT MyMKHUHIIUTH
Oup KaTop TaIKUKOTUYMIap TOMOHUAaH kypcatuinau (Pocromamunu W.E., Ydaera
H.IO., 2016; Baird G., et al., 2006; Kogan M.D., et al.,2007; Magiati 1. et al.,
2017). Tlcuxwuk AW30HTOTEHE3 YOy TYPUHHHT IIaK/UTAHTAHJIMTUHHA aHTJIAII,
OoslaHMHT AYHE OWjaH MyHOcaOaTIapWHU TANTKWJI KWJIHIIJAArd OYy3WIHILIApHUHT
YyKypJIMTH MYaMMOHM YHHUHT KyJla KUYMK &muaaH Oomwiad ypranuira
UYHaNTUpWIraH TaJKUKOTIAPHU TaK030 KHJIAJIH. bupok, aytusm Ounan
KacaJUlaHraH Oojanap pyXuil pUBOMNIAHUIIMHUHT WIK JaBpU OujaH OOFIUK Oup
KaTop JKUXaTiapu Xo3upra kamgap erapiuya ypranwimaran (Freitag C.M., et al.,
2010; Jlemenko C.B., 2018).

IOkopu uactoTramaru reHeTUK Ba TE€HOM OY3WIMIILIAD AyTHUCTUK CIEKTP



Oy3wmnnuiapy Ba akiauil 3auduauk Oynran Oonanapia yupainu. By rypyxna
MHUKPOCKOM OCTH/Ia aHUKJAHYBUHM XpOMOCOMa aHOMamusiiapu Ba myHunraek, JJHK
HyCXaJlapu COHUHUHI CYOMHUKPOCKOIUK Y3rapuiiiapd Ba MOHOTE€H MyTalusuiap
anukanran ((Freitag C.M., et al.,2010; Jlemenko C.B., 2018). Kacamnukuunr
103ara KeJulIura TabCUp KYpcaTyBuUM IeHJAp HACHTU(UKAUUACH YHUHI acOCUJa
€TraH pPUBOMJIAHUIIHUHT OY3WIMIIM MEXaHM3MU AaHUKJIAll HWMKOHUHU Oepau
(Rauch A, etal., 2006; Kaufman L., et al., 2010; Shmaya Y. et al., 2017).
AyYTU3MHHUHI T€HETHMKAacH Ba T€HOMHMKAacd MyamMMOCH Oyiuya IIaxcuil Ba
anabuérnapaa KeJITUPUITaH MabJIyMOTIapHU TaXJIWI KWIUII YO0y KacaJUIMKHUHT
KIMHUK Ba TEHETUK TEeTePOreHJIUIH, IIyHUHTACK SIHI'M OuouHpOpMaTUB
TeXHOJIOTHsNAap EpaamMuiia HWHIMBUAyaJJlapapo Ba Xy»Kailpamapapo TIeHOM
BapUalMSUIAPUHUHT  (QYHKIIMOHAN OKUOATIapuHM XHcoOra OJyBYM IOKOpHU
AHUKJIUKIAry KyIIuM4a TaJKUKOTIAPHUHT 3apypaTHHU Tyjia acociaiau (Stromme
P., et al., 2002; Singh S. et al., 2017; Samereh A., Mashayekhi F., Bidabadi E.,
2017). AyTtuctuk Oy3unuuuiapy Ba akiauid 3audiauk OynraH Oonanapja reHOM Ba
XpoMocoMa Oy3WIHIIIAPUHU TeKIUpul AudPepeHnuan reHeTUK TalIXKuciail Ba
PYXHUSITHUHT TErHIUId Oy3WIMIIJIAPUHUHT cabalbiapuHy aHMKJIANlga Karra
axamusaTtra sra. by TexHonorusuiap xacamanranaapHuHr 50% man kam Oyiamarax
KUCMUHU TallKWI KWIYBYM ayTU3MHUHI TE€HETUK IIapTUra s3ra akiJIapuHu
naboparopusiia 3pTa TalIXuciaam UMKOHMHU TabmuHnaugu (Ctposenko JI. A. u
ap., 2016; Mansues /1. B., 2018; Chelly J., Khelfaoui M., Francis F. et al., 2016).

V36ekucronna Oonanapaa ydpaauran pyxuid aca0 y3rapuiuiapHu 3pTa
TalIXucianl, Japojaml TH3UMUHU aMmara omupuil dopacuaa oJumiap TOMOHHIaH
Oup KaTop TaAKUKOTIAp Oaxkapwiran. AyTusM OuiaH oFpurad Oemopiapaaru reH
Ba OKCWJUIApHM COFJIOM KHIIWJIAPHUKUJAH dapKiail, ayTU3MHUHI TE€HETHK
KUXAT/AaH MIAKUIAPUHY 3pTa aHUKIAIl Oopacuja Oup KaTop TaAKUKOTIAp aMalira
ommpunran (Mamxunosa S1.H., 2018, Opramesa H.H., 2018). bupok, Oonanapaa
ayTU3MHUHUHT KJIMHUK-HEBPOJIOTUK Mapajuieiylapu Ba MPOTHOCTHK XYCYCHUATIApHU
MaxcCyc TaJKMKOT MaB3ycH OYJraH smac.

Mynnait kunub, OyHoald TaIKUKOTIap ayTh3M KaOu OFHUp WKTUMOUM
axaMusATra 3ra KaCaJUIMKHUHT MIMOMATUK MIAKIJIapy MAaTON€HETUK MEXaHU3MHUHU
aHUKJIAlll, IIYHUHT/ACK ayTu3MJa TCUXUKAHUHT OY3WIMIIMHU 3pTa THOOWI Ba
MICUXOJIOTUK KOPPEKIUSICUHUHT WIMHUN aCOCIaHraH yCyJUIApUHU WIIIA0 YUKHIIIA
noi3apd xucobnaHaau. bonamap ayTu3mMu CHHIPOMH TaMOMMJIA MIAKILIAHUIINAO
OynryHura Kajaap MICUXOHEBPOJIOTUK PUBOKJIIAHUITHUHT Oy3WIHIIN
TEHJICHIIMSICUHU 3pTa aHUKJAIl Ba OOJIAHM KOPPEKUMSUIOBYM KYI1a0-KyBBaTJIalll
BOCUTAJIADMHU HILJIA0 YUKUII YHUHT WXXTUMOMM MOCTAIIyBH MPOTHO3MHU
AXIIWJIAIITa KapaTUiIraH.

Jucceprauus MaB3yCHHHMHI JMCCePTALMS 0aKaAPWIAETraH OJIMH TabJIUM
MYaCCACACHHMHI WJIMHHI-TAAKHKOT HILJIAPH pekajapu OMIaH OOFJIMKJIUIHU.
Huccepranus vl TOIIKEHT MeauaTpus TUOOWET WHCTUTYTH WIMHN-TAIKUKOT
unuiapu pexacuHur 113-20170929704 pakamiaum «AyTU3MHU KIWHHKaraya Ba
KIUHUK HaMOEH OYIUINMHUHT 3pTa OOoCKMUIapujaa »5pTa TalIXHCIAITHUHT
CKPUHUHT ycyJutapuau unuiad uukumn» (2017-2020) MaB3ycuaaru WIMHNA JTOHAXA
noupacuaa OakapuiraH.

TagKUKOTHUHT MAaKCaAM AayTUCTHK CICKTPHUHT Oy3wnuimmm OyiaraH
Oonanapja MPOTHOCTUK ME30HJIAPHU HIILIA0 YUKHUII Ba yJap PUBONKIAHUITUHUHT



xaB() OMWIApUHU KIMHUK-HEUPO(DU3UOIOTUK, ITUTOTEHETHUK Ba MOJIEKYJISp-
TFE€HETUK TAJKUKOTIIAp acoCua 0axoJallHi ONTUMAIIIAIITUPIIIaH HOOpaT.

TaakuKoTHUHT Bazudagapu:

AyTUCTUK CICKTPHUHT OY3WIHIIN PUBOXKIAHUIIMHUHT aXaMUSTIN XaB(d
OMIJIJIAPWHH aHUKJIAII, YJIap aCOCH/Ia MPOTHOCTHK ME30HIAPHH UIIIA0 YHNKHIIL;

Oonamapna — ayTU3MHHHT  KJIMHHUK-HEBPOJOTHK  XapaKTePUCTUKACUHU
OaxoJial,;

Oonamapna  ayTH3MHUHT  KIWHUK-HEUPO(PHU3HOIOTHUK  KYpCaTKUWIAPUHU
Oaxouart;

Oosanapia ayTU3MHUHT PHUBOXKJIAHUIIUIA KApUOTUI axaMUSITUHU TaxXJIUJI
KWJTHII OMJIaH MUTOTCHETHK TEKIITUPYB OO OOpPHIIT,

dbonaT UUKIMHUHT Oy3WIMIIKM OWIAH acCOUUAlMSUIAHTaH HKKA TOJIUMOp(d
BapHAHTIAPHUHT MOJICKYJsip-reHeTHK B12 ra Gornmk MernonwHcuHTaza (MTR
Asp919Gly, A2756G, rs1805087) Ba penaykra3anuHr metuonmHcuHTaza (MTRR
[le22Met, A66G, rs1801394) taxIMIMHA aMajTra OIIUPHIIL;

ayTu3M OWJlaH XacTajlaHraH Oosaiiapja pyXUM-HYTK OYy3WIHIUIApUHU
tamxuciaamga VB-MAPP  Gaxomam gacTypuHUHT  aXaMUsATH, MOKTHUMOMM
MOCJaNIyB Ba BepOal XyJK KYHUKMaIapyuHu OaxoJiall;

Oonmanmapaa ayTu3MHHM Koppekiusi Kuiuiiga applied behavior analysis
TEpaANUSHUHT caMapaJopIUruHu KUECUN Oaxoiall.

TagkKuKOTHUHT o00beKkTH cudatuga TomKeHT TmeauaTpus THOOHET
MHCTUTYTUHHUHT mudoxoHacuna 2017-2020 iwinap gaBOMUa ayTUCTUK CIEKTP
Oy3wnuimu OunaH jaBojaHrad 2 €mmad 15 €mrava 6ynran 100 nadap Oonamap
OJIMHTaH.

TagKMKOTHUHI NpeIMeTHHHM BEHO3 KOH 3apao0u Ba HEHPOPU3MOIOTHUK
TEKIIUPYBIAP TAITKUI KATATH.

TaakKuKOTHUHT  ycyiapud. TankuKOT WMHMAa KIMHUK, HEBPOJIOTHK
TEKIUPYB, HEUPODU3HOIOTUK TeKIUPYB (pyTHH DI), MUTOTEHETHUK, MOICKYJISAP
— TeHETHK Ba CTATHCTHK TAJAKUKOT yCyJutapuaaH (hoigaanuiras.

TagKMKOTHUHT MIIMHUIA SHTWJIMTH KyWuaarmiapian noopar:

ik 6op aytusMm kacawuruga MTRR renun rs1801394 momumopduzMuHUHT
G amnenu Ba A/G retepo, G/G TOMO3UTOTIIM T€HOTUITUHUHT aCCOIUALIUACH aAyTU3M
PUBOXKIIAHUIN XaBhU OWIIaH y3BUI OOFIUKJINTY UCOOTIIAHTaH;

wik 6op MTRR renu rs1801394 nmomumopdusmununr A aminenu Ba A/A
TCHOTUIIMHUHT MaBXKyJl OYIUIIM ayTHU3M PUBOXJIAHUIIHM XaBOUHU KaMaUTHPHUIITN
AHUKJIAHTaH;

WIK 00op ayTm3M OWJIaH XacTajlaHraH Oojanap/iard HEBPOJOTHK CHHIpOMIIAP
Ba ayTH3M KIMHUK MaHU(ECTAIUICUHUHT ¥3ap0o OOFIUKIUTH UCOOTIIaHTaH;

ayTu3M OwWjlaH KacaJUlaHTaH Ooyajlapjia pPyXUM-HYTK Oy3WIMIILIapH,
WKTUMOWN MOCJIaITyB KYHUKManapu Ba BepOan xynkHu tamxucnamniga VB-MAPP
OaxoJani JacCTypUHUHT camapaopiuryd UCOOTIIaHTaH.

TagKMKOTHUHT aMaJInii HATUKAJIAPH KyHuaaruiapaad noopar:

WKKaJla >KUHCAAru Oosajmap opacuja ayTHUCTHK CIHEKTp OY3WIMIIUHUHT
yupal Xakugard MablyMOTIap acocujaa ymoly KacaJUTMK [aKJIAaHUIIMHUHT
aXpaTWiran OWOJIOTMK Ba MKTHUMOUM XaB() OMHIIApU TEKIIMPYB Ba JUHAMHK
Ky3aTyB 0JIMO OOpWIIUIIM JI03UM OYiraH Oosanap rypyxu IMIaKIaHTUPUIITaH;



ayTUCTUK CHEKTp Oy3mnuiuu Oynran Oonanapaa oiub OOpuiIraH KOMIUIEKC
TEKIIUPYB HaTHXKajlapura TasHraH Xojja CIIHUHT TYpJau JAaBpiapujia yuioy
KACAJUIMKHUHT KJIMHUK KYPUHHUIIJIAPU XaKUJIard MaBXKy]l TacaBBypJiapra aHUKJIHK
KUPUTUIITAH;

ayTu3M Oynran OoJianapia pyXui-HyTK Oy3WIuIUIapy, HYTK KYHHUKMalapy Ba
MKTUMOUN MOCHAIIYBHUHT M(OJANAHTAHIUTHHUA 0axoJiall Ba KOPPEKIUs KUIIHIII
yuyH VB-MAPP Gaxonam nacrypugan ¢oigagaHuil TAKOMUIAIITAPUITAH.

TagkuKOT HATHKAJIAPUHUHT  MINOHWIWJIMIK. Taakukor  uinuaa
3aMOHAaBUM  yCyJd  Ba  EHJANIYBIAPHUHT  KYJUIAHWITAHJIUTH,  Ha3apuu
MabJIyMOTJIADHUHT OJIMHTAH HATHXKaJlap OWIaH MOC Kenuiu, onubd OopuiraH
TEKIIUPYBIAPHUHT  YCAYOMI KUXaTAaH TYFPUIWTH, OeMopiap COHHHHUHT
€TapJIWJIUTY, KIUHHUK, HEBPOJOTUK, HEUPOPU3UOJIOTUK, I[MTOTEHETUK Ba
MOJEKYJISIp-TEHETUK Ba CTAaTUCTHUK YyCyJap €pJaMuia HIIJIOB OEpUIITaHJIUTH,
IIYHUHTIEK, OoJjlanapAa ayTHU3MHHMHI KJIMHUK-HEBPOJIOTMK TMapajulejuiapu Ba
MPOTHOCTUK XYCYCHUSITJIAPUHU ONTUMAJJIAIITUPUIN Ba camMapaid JaBoJjall
TapTUOM XaJdKapo XamJla MaxaUluid MabiIyMoTiap OWiIaH TaKKOCIAHTaHJIUTH,
YUKApUITaH XyJioca XaMJla OJIMHTaH HaTWKaJapHUHT BaKOJATIM Ty3WiIMajap
TOMOHUJIAH TACIUKJIAHTAHJINTYA OUJIaH acOCIaHaIH.

TagKMKOTHUHrT  WIMHIA Ba  amMajuii  axamMusiTM.  TaJKuUKOT
HATWKaJApUHUHT Ha3apuil axaMusiTH OMPUHYMA MapTa LIUTOTEHETHK TaJKUKOTIap
Ba B2 ra 6ornuk metnonuH cuHtaza (MTR Asp919Gly, A2756G, rs1805087) Ba
MeTuoHuHCHHTa3a peaykraza (MTRR Ile22Met, A66G, rs1801394) acocuna,
A66I", pc1801394) ACBHMHT MIaKJUIAHUIIKM Ba 3YPAWMIIMHUHT SIHTU THUIIOTETUK
cXeMacu 04u0 OepHITaHIUTH OWJIaH U30XTaHAH.

TagkUKOT HATHUKATAPUHUHT WIMHUN axaMHsTU Oojajiapjia ayCTUCTUK CIIEKTP
Oy3WIMIIM MOWWJUIMTHHM 3pTa TalIXuciam Ba KeWnHuanuk applied behavior
analysis Tepanusicu épaamuaa GeMopIapHU CATOMATIIMK XOJATHHH SXIITUIAII, OTa-
OHa Ba Ooyla ypracuaa MyHoca0aTIapHU THKJIANl Ba TalIXUCOT YCYJIUHU
ONTUMAJUIAIITUPHUIL, OEeMOpJApHUHT Xa€T cudaTUHU AXUIall WMKOHUHU
Oepranauru OuaaH U30XIaHAH.

TagKuKOT HATHKAJAPUHUHT KOpPUl KuanHumu. bonanapaa ayTU3MHUHT
KIIMHUK-HEBPOJIOTUK  Mapajuieiylapy  Ba  MOPOTHOCTUK  XYCYCHUSTIApUHU
ONTUMAJUIAIITHPHUIL OYinYa OJIMHTaH UIMHUM HaTHXanap acocua:

Bonanapna ayTU3MHUHT KIMHMK-HEBPOJOTHK Mapajuiesiylapd Ba MPOTHOCTUK
XYCYCHUSITIIADUHY ONTUMAJUIAIITHPUIL OVHNYa UIMHUM TaAKUKOTHUHT HATWXKalapu
acocuga unuiad uukwiran «bomanapga aytusmum nasosamia applied behavior
analysis (ABA) JaBojall TapTUOMHU camMapajopiurmy» HOMIM YyCIyOui
taBcupHoMacu Tacaukianran (COFMKHU cakjaml BazupauruHuHr 2020 iun 22
okTsOpaaru 8H-1/257-coH MabliyMOTHOMacH). Ma3kyp yciayOuil TaBcUSHOMA
JaBoJall MYyAJATHHU KUCKApPTUPUI, KEIUO YMKYyBYM CajlOWil acopatiiap COHUHU
KaMaWTUPUII Ba JaBOJAIl caMapaJOpJIUTMHU SIXIIWIIAl UIMKOHUHU Oepras;

Oosanapaa ayTU3MHHUHT KIMHUK-HEBPOJIOTHUK Mapaijiejuiapu Ba MPOTHOCTUK
XYCYCUSTIAPUHHA ONTHUMAUIAIITUPHUIL OyiHWYya OJMHraH WIMUN HaTHKajlap
COFJIMKHU CaKJall aMaluéTura, >KymijajgaH, TOMIKEHT mneauaTpuss TUOOUET
WHCTUTYTH KJIWHUKACUHHUHT KIMHHUK amanuétura >xopuil KuiauHraH (CofJuKHU
cakinami — Basupiaurmaumar 2021 dmn 29 wmiomgarm 08-09/6212-con
MabllyMOTHOMAacH). TaJKUKOT HATHXKaJlapu AaBoJjialll MyAJaTHHU KUCKAPTHUPHIL,



peMHUCCHUsl NTaBpUHHU Y3alTUpHUIN Ba ayTU3Mu Oop OonaiapHu aTpod-myXxuTra
MOCJIAIIUIITN UMKOHUHH OepraH.

TagkukoT  HATWKAJAPUHMHI  anpoOamuscu. Ma3kyp  TaJIKUKOT
HaTwKanapu 4 Ta, )kymJiaJad, 2 Ta Xajakapo Ba 2 Ta pechnyOynKa WIMHi-aManui
aHXKyMaHJIapuaa MyXxokamaJaH YTKa3uiraH.

TagkKuKOT HATWKAJAPUHUHT JBJOH KWIMHrawauru. Jlucceprauus
MaB3ycu OVimda >xamu 13 Ta WAMUN WII 4om OSTWITaH OYynuO, NryiapiaaH
V36ekucron Pecnybonukacu Onuit aTTecTanuss KOMUCCUSICUHUHT AUCCEpTAIUsIap
acocuil WIMHUI HATWKaJaApUHU YOM STHIL TABCHS 3TWITaH WIMHUHN Hampiapaa S Ta
MakoJja, )XyMmJiagaH, 3 Tacu pecrnyOiinka Ba 2 TacH XOPWKWN KypHaJuIapja Harip
ATUITAH.

JluccepTaMSIHUHT TY3WJIMINM Ba Xa:XMHU. Juccepranus TapkuOU KUPHIIL,
Oem 000, Xxynmoca Ba (Qoilgananwiran anabué€riap pyiixarungan wuoOopar.
JuccepranussHUHT XaxMu 102 O€THM TaIIKWII 3Taau.

JIUCCEPTALIUSIHUHT ACOCUM MA3ZMYHHU

Kupum xucMmuaa TagKUKOTHUHT JOJ3apOJIMTH Ba axaMmHsTH, yHIOy HIlra
Oynran 3apypar acocliaHTaH, TaJKUKOT Makcaaw, Basudanapu, OOBEKTH Ba
npeaMeTH TaBcU(pIaHTaH, Ma3Kyp TaIKUKOTHUHT pecmyOnmnka (adH Ba
TEXHOJIOTHSJIAD YCTYBOp HYHAIWIIApUra MOC KEJNWIW KypcaTuO Oepwuiras,
TQIKUKOTHUHT WJIMUW STHTWJIWTH Ba YHMHT aMaJMid HaTWKalapu ¥3 udomacuHu
TONTaH, OJIMHTAaH HAaTHXKAJIADHUHI WJIMHUA Ba aMaiuidl axaMUsSITH Oo4yuO Oepuiira,
TaJKUKOT HATH>KATAPUHUHT aMaliéTra >KOpui KUIMHUIIY, YOI STUJITaH UIjIap Ba
IUCCEePTALUSHUHT TAPKUOUN Ty3UIUIIN OYinYa MabIyMOTIap KEITHUPUIITaH.

Hucceprauusaudr «bojiamapga ayru3sMHH TANIXHCJIANIHUHL 10J13ap0
Myammosaapu (agabduéraap o03opu)» 1e6 HoMIaHraH OupuHun OoOUAA
AMUJIEMUOJIOTUK TAAKUKOT Macalajlapy akc 3TraH 3aMOHaBUU aabuétiap kypuo
YUKWITaH Ba TaxJWi KuiuHra, Oonanapjga ACbH HUHI MaToJIOTMK MEXaHU3MH
oun® Oepunran. VYmOy maTtojorusjia ayTU3MHHUHT  MOJEKYJSApP-TEHETUK
KUXaTJapura Ba aMajlui TaxJIWIHA o0 Oopuin Tamoiumnapura (ABA) amoxuaa
BTUOOP KapaTHUJITaH.

Huccepranusaunar «boaanapaa ayTu3MHH TalIXUCJAAIIAA TaJAKHKOT
MaTepuasg Ba ycyjiapw» €0 HOMJIAaHTaH MKKMHYM 00o0uaa TeKmupuia€TraH
Martepvail Ba TEKIIUPYB yCyJulapu TakAuM OdTWirad. Tekmupunaétran
rypyxJjapaa ayTucTuk Oy3wmnuapHu tamxuciam yayd ACh tamxucu DSM-1V
Me3oHmapusian Qoitgananwian. HazopaT rypyxuHH, XMHCHM Ba €mm Oyiinua
acocuil rypyx OWIaH TaKKOCIaHyBYHM, TabJIUM Myaccacajlapura KaTHaillJluraH Ba
ayTUCTUK Oy3mnunuiapu Oynmaran, 35 Hadap Oonanap TalIKWi KWiau. Acocuit
rypyxau ACbh 6ynran 100 Hadgap 6012 TaAUIKAIT KWIIIH.

Kyinpnarunap rokopuaa KauWa STWITaH TypyXJIapAaH WCTHCHO ME30HIapu
Oynub xucobmanau: xo3upia mapkazuii aca® tuzuMuHUHT (MAT) opranuk
IIMKACTIIAHUIIKM;,  MOJAJaJap  aJIMAllMHYBUHUHI  HAaciIui  Oy3WIHILIapu
(peHunkeToHYpHs, THPO3WMHEMHS, THIEprMIAYypuss Ba 0.); XpoMocoma
KacaJUIUKJIapH; ayTUCTUK CIEKTPHUHT OOIIKA Oy3UIUIIIapH.



Hesponocuk mexwupys oxopu Mus (GyHKOusIapu, OOml MuUs HEpBIapH,
xapakat ¢QyHKOusnapu (MXTUEpU  Xapakatiap, KOOpJAWHALUs, OeuxTuép
Xapakartjap), Ce3rUpJiuK, MEHUHTHAJ CUHJPOM, BEreTaTUB-TPOPUK (PyHKUHsIIAD
XO0JIATUHU 0axoJall OujiaH KeTMa-KeT oind OOpuIIu.

AyTU3MHUHT U(OJaJIaHTaHJIMTUHU OaxoJialll y4yH Oojanap ayTU3MUHU
O6axomam mkanacu Kymuranmwigu (Childhood Autism Rating Scale — CARS
(Schopler E. et al.,1988)).

MoueKynsp-reHeTnK Tekmmpysiap ¥Y3P CCB I'emaTonorns Ba KOH KyHHII
UTUuunr “Monexkynsp THOOMET Ba XykKailipa TexHoOJOTruscH  OyauMuia
Oaxxapunan, (paxdap — T.¢.1., mpod. X.5.Kapumon).

Y6y UIIHUHT MoJekyisp-renetuk kucmu Y3P CCB I' Ba KK UTH tu66wuit
reHeTUKa JIabopaTOpUsICUHUHT 0azacuaa oaxapuiad. CTaHgapT HUTOTEHETHK YCYII
Oup HedTa CTaHAAPT MyOJIaKaJapHU y3 WUWTa OJaJN: MUTO3 IMUKIMHUHT TETUILTH
Oockuunga XyKalpaJapHUHT aXpadulid €KW TYIUIaHWW (KyJbTHBAIIHSICH )
(metadaza, mpodaza), Xyxaiipamapra TUMOTOHHK HWIIJIOB OepHIl Ba (QUKCAIHs
KWINIL, PEeaMeT OMHACHa YyJIapHUHT TapKaJIMIIH, XpOMOCOMa MNpenapatiiapuHu
Oy4Il Ba KEMMHYAIMK XPOMOCOMANIApHHU EPYFIUK KU (PIFOOPECIEHT MUKPOCKOT
octuma Taxjwn kKwiuiml. [lepudepuk konma JAHKvu axpatum ycymu. JJHKHUK
QXpaTHIl YYyH HIOUIA0 YUKApyBYHM (PUpMaHUHT HYpUKHOMAacHra MYyBOGHUK
“Hexctbuo” (Poccusi) MUK “Ammu-IIpaiim PUBO-nipen” tymiamu Epaamuaa
JAHK axpatriam.

Asxpatuinran JIHKHUHT kKoHIeHTpausacu Ba To3amura A260/280 uM TYIKUH
y3yrwmuruga NanoDrop 2000 (AKI) crekrpodoromerpuma Viraanau. A260/280
HucOatu OunaH aHuUKIaHyBYM axpatwirad JHK HamyHamapuHuHr To3auru
1,7/1.8 wu tamkun kwign. JTHK Amnnudukanmscu HIID “Jlutex” (Poccus)
MUYX tect-cuctemacunan ¢oigananuod, unuiad YMKapyBUYMHUHT UYPUKHOMACUTA
myBoduk “Applied Biosysteems” (AKII) Ba “Corbett Research” (QUAGEN,
I'epmanus) ¢upMacMHUHT AACTypJAIITUPWITaH TEPMOLMKIEpaapuaa oJud
OopwIIIH.

OnuHran HaTHXKanapra, CTaTUCTUK HIUIOB OCPUIIHUHT  YpHATUITaH
byukusnapuaan dolgananuinad kuputun ounaH, Microsoft Office Excel 2010
nactypuid maketu €paamuza Pentium V mepcoHan KOMIIBIOTEpUZIAa CTATUCTHK
WIIIJIOB OEpUIIIH.

JuccepranusHuHr “boJiajiapaa ayTM3MHHUHI KJIMHHMK-HEBPOJOTrHK Ba
HelipoBU3yaJn3anus Xycycusitiapu” Homiau yuyuHuu Oobuga ACH Oynran
OoJianap/ia HEBPOJIOTUK CTAaTYCHUHT AUHAMUKACU KUECHM OaxolaHu.

Ymby xonatma nepuHatan xaBd omMuiuiapu (OOJMaHUHT TyFUJTaHIArd Ba
JaKaJIOKJMK JaBpPUAAry X0JIaTH) XaKuaa OJWHTaH MabiIyMmoTtiapra MyBopuk, 49%
7a HEBPOJOTWK Oy3wnunuiap 1 oinukkada O6ynran naBpaa, 26% Jga HEBPOJIOTHK
Oy3wuinuiap HeoHaTasn AaBpaa kKys3atwirad. Jlespnu 15% Oonamap Tyrunranma
2500 rpamMm €kum 4000 kujmorpaMmaaH KaM BasHra sra Oynranimap. AchuKcUs Ba
OHa KOpHHUJA PUBOXIJIAHMIIIAH OopKana koiuin 8% Hadap Gemoprnapnaa yduparas.
[loctHatan xaB} ommImapu Xakuaa OJUHTAH MAabJIyMOTIapra MYyBO(UK,
Oonmanmapuunr 77% na ounacupga canOuii pyxud Myxutr, 46% ma Te3-Te3
Kacayianui Ba 23% Aa simiain mapouTiIapy XM OYIMaraninri Ky3aTuiraH.

bonanap ayrusmu Oynran OojlaJapHUHT KYIIMHYA OWJIABMM aHaAMHE3WJa
UIIOHAPJIM Tap3/la PyXui Kacayukiapra Mmouun Oymumu (p<0,05), ante- Ba



nepuHatan JaBpujaa ofunuiapHuHr Oynumum (p<0,05) Ba mnepuHatan xaBd
OMWUIApDUHUHT Oupra kenaumura osra Oynrannap (p<0,05), Oy ayTuctuk
OY3WIMIUIAPHUHT MAKIJIAHUIIK/A KaTTa POJib YHHAIIN MyMKUH.

CoMaTuk maToyiorusi CTPYKTypacu Ky XoJjaTiiapja OIIKO30H-UYaK TPaKTH
KaCaJUIMKJIApUHUHT (OMiMap TpakT AUCKUHE3USICH, TacTPOAYOJEHAll COXAHUHT
CYpYHKQJIM KacaJJIMKJIApU) MAaBXYyMJIUTU OWIAH XapaKTepliaHIH, yJap acocui
rypyxjaaru OonanapHuHr 72,1% HU Tallkwil KWiad, Oy Ha30paT TypyXUHUHT
KypcaTkuwiapujaHd umoHapau tap3aa gapk kwinu (P<0,05). lllynunraex acocuit
rypyxjaara Oosanap opacujaa karra gousga OpoHXHal acTMa, aTOMUK JEPMATHT,
QUIEPTUK PUHUT, WKKWIAMYHA WMMYHTAHKUACIUK XOJaTJIapu KYpUHHUIIHAJATH
ajiepro- Ba uMMyHonatoJsiorusi yuparad (9,6% ra kapmu 60,5% Moc paBuuiga;
P<0,05). JIOP-ab30napu naronorusicu (CypyHKajdid TOH3WUIUT, aA€HOUAUT, OypyH
TYCUKJIApUHUHT KUIIINKIWTK) Ha30paT rypyxura nucoaras (7,7%) kynunua ACb
Oynran Oonamapna tamxucinadrad (23,3%). FOpak-KkoH TOMUp THU3UMUIATU
OFUIIUIAP aCOCAH CHUHYC TYTYHMHHMHT JUCQYHKIUSIApPU - CHHYCIM Taxu- Ba
OpamuapuTMmusiap, cuHoaTpuan Onokaza 2 JapakaCMHUHT | TUMHM KYpUHHUIIUAA
Oynran, ynap acocuéd rypyxaaru OonamapHunr 23,3% pga, HazopaT rypyxuaa -
7,0% na yuparan. bup Hedra maroNOTHATIAPHUHT OWpra yupamu KynuHYa
OoNaNapHUHT acoCHM Typyxuaa Ky3atuiaraH Ba 55,8% Hu, Ha3opaT rypyxuaa sca
NaTOJIOTUSAJIAPHUHT Oupra ydpamu aHdya kam Oynran Ba 9,6% Ttamkun Kuwiran (p
<0,05).

bosajapHuHr  KypyBM  BakTHJa  HEBPOJOTHMK  CTaTyC  TOHYCHAp
JTUcconuanusicu, pediekciaapHuHT y3rapuiid (raid Ba nepuoctai pediaeKcIapHuHT
E€HI'WJI ACUMMETPHSCH), HYTKHUHI TMAacTJIMTH Ba WKTUMOUNW  MYJIOKOTAA
HYKCOHJIADHUHT MaBXYJUJTUTH KYPUHUIIUIATH TAPKOK MUKPOCUMIITOMATHKA OuIaH
XapaKTepiaaHn.

bom must HepBiapu ToMOHHMIaH — OypyH-71a0 OypMacHHUHT aCUMMETPUSICH
Ba CWUIMKJIAHTAHIUTH, KY3 EpUKIAPUHUHT ACUMMETPHUSICH, TUJIHUHT YpTa
YU3UKJAH YeTra OFMINM Ba 0. IHaKIWJard Musl WHHEPBAIMSCUHUHT
ETUIIIMOBYMJIUTH; KOHBEPIeHIMS Ba aKKOMOJAIUSHUHT Oy3wmumu  15,6%
Oonanapaa, OypyH-1ad OypMacCUHHMHT CHJUTMKJIAHTAHIIUTY Ba KaM XapakaT4yaHIUTH:
yHT TOMOHJIaMa - 17,2% Oonanapna, yan ToMonnaama - 12,4% Gosanapa; TUIHUHT
ypTa un3ukaaH yetra oruiu 2% Oomanapia Ky3aTwian (KYmuUuiuk oonaiap yuoy
UHCTPYKUUSIHU Oakapuiijan Ooml TopTauiap), Oynasdap Ba TceBIoOyJbOap
CUMIITOMJIAp aHUKJIaHMaau, Oupok 14% Oonanapaa roTuin pedekcH cakjiaHraH
XO0JiJa OFW3/a OBKATHM Yy30K BaKT ynuiad Typullld Ky3aTWwiad. ToHYycC
JMCCOIMAIIMSICH, MATOJIOTHK pedIiekciap, KOOPAWHAIMOH OYy3WIUIUIap KIUHHUK
Takkociam rypyxu 9,1% Ounan takkocmanranga 35,5-41,1% o6ynau. HeBposoruk
CUMIITOMATHKa ayTHU3M OuWjaH KacayutaHrad 3-6 énuim Oolanap rypyxuaa KYImpok
udonananras, oupok 7-10 €mma xam MykKoaMaras.

ACb Oynran Oomanmapaa  yUKYHMHT  Oy3Wiumu  (IMCCOMHUsIAP,
WHCOMHUSJIAP, COMHOJIOHTBHS, COMHAMOyJIM3M, TYHTH Baxumasap) 4acTOTacu
axamusin Ttapsga (p<0,05) rwoxopu Oynran - 41%. ynunraek, MAT na
NaTOJOTUK y3rapunuiap Oynmaran Oonanap ¢Qous3u HazopaT Typyxu OujaH
TaKKOCJIaranjaa axamusariu napaxana (p<0,05) mact 6ynran (9% ra xapmm 42,8%)
(kxans. 1).



Kaasaa 1
HeBpoJiornk cuHapoMJIap CTPYKTypacu
(ymidy kacaJuiukJiap 0yJaran 6oJiaJJapHuHr yMmymnii connaad % na), aoe. (%)

Ho3zouorus maxkmiapu Hazopar Acocuii rypyx
rypyxu (n =100)
(n=35)

14,2 19 19

[lepudepurk nepBUKalI STHIIMOBYIIUTH CUHIPOMHI

My1ak TUCTOHUSICH CHHAPOMHU 20 25 25

5,7 16 16

ITnpamuia-, SKCTpanupaMyuIaId CUMIITOMAaTUKA

GNP NN O

OHype3 2,8 8 8
YHUKYHUHT Oy3WIHIIN 5,7 41 41
bonika cunapomiiap 14,2 6 6

MAT HUHT NAaTOJOTUACUCU3 15 42.8 9 9

N3ox: * — TadoByTiap p < 0,05 O6ynranma CTaTUCTUK aXaMUsTIa dra.

HyTtkaunr Oy3unumu ukkana rypyxaa 100% xonatna yuparad. Acocuit
rypyXJia SUIUTUII THO3UCH, aCTEPEOTHO3, AIIUTUII-MOTOPUKA KOOPJUHAIIMICU Ba
nuHamMuK mpakcuc (87% ,83%, 83% Ba 77% Moc paBullga) YCTYHIMK KHITaH.
Bbynna ku€cnam rypyxuaa ymoly Oy3wiuiap aHda kam oynraun (57%, 43%, 30%
Ba 23% wmoc paBuiga). PacM 4n3uil Ba SUIMTUII-HYTK XOTUPACUHUHT Oy3WIIMIIN
MKKaja rypyxjaa Jespiu Oup xunaa yuparan (67% Ba 83% acocuiina Ba 57% Ba
77% Kuécnai rypyxuia MOC paBHIIIA).

Ymlby TagkukoTAa Ky3aTyB Ba JaBoJiall >kapa€¢Huga Ooranap XOJaTUHU
auHaMuKanga Oaxomamga 3 émpman 15 &mrava Oynran Oojanapaa  ayTH3M
KYPUHUIUIAPUHUHT U(OTaIaHTaHJIMTUHY aHUKJal yuyH Oammm mkana VB-MAPP
naH (honmamaHuIIn.

by Oomanapna xynuHYa KYpKHUII Ba HEPBO3 XOJATH aHUKJIAHTAH. DHT MacT
Vpraua Oamn “HOBepOan KOMMYHHUKalus® Ba ‘“‘npeameriapaad (oiganaHunr’
cyOmkanacuga 2,12 Oamnman Oynran. Konran xonmatmapna, Oapua Oomamap
opacuga kypcatkuuiap yprada Oynran. ACBH Oynranm OGonamapuunr 80% na
ayTU3MHUHT ypTa Aapakacu Ky3atuirad Ba 35-37 Oamn nuamo3onuga OynraH, 6
Hadap Oomanmapna (20%) ayTU3MHUHT OFHp Japa)xacu Ky3aTHIITaH, yiap Oupo3
KaTTapok €mra Oyiara.

O0I' pUTMUHUHT XYCYCHUSITIIADUHU aHUKJIAIl Y4yH 3pTa Ooyajliap ayTU3MU
tamxucu (F84) Oumnman 3-15 émmm 24 wnadap Oemoprman wubopaT Trypyx
TEKIIUPYBAAH YTKA3WIAU. TeKIHUpyBAATWIApHUHT yprada €mm -10,5 ém. O30
“Onnedanan-131-03” anmapaT-macTypuii KOMIUIEKCH EpAamMuaa THHY OynraH
TETUKIMK Xonatuaa kann stungu. D01 €3yBu dpouran (F3, F4), mapkazuit (C3,
C4), tena (P3, P4), suca (O1, O2), ong yakka (F7, F8), ypra uakka (T3, T4) Ba
opka yakka (T5, T6) coxamapnan (TOK pakamiap OwiaH yam sipuMm Imap, Kyt
pakamiap OunaH —YyHr spum map Oenrunanrad) “10%—20% xankapo TU3UMHU
Oyiirua MOHOIOJSIP amMaira OMUPUIIH.

Texmmpysaaru rypyxiapaa 100% xonatnapaa pyxuil-HyTK (HaoJIUTrHHUHT
nacaiiumiy, cyx0aTaomu OWIaH KYpyB MYJOKOTMHUHI WYKJIWTH, 3MOLIMOHAI
JA0WIIMK, TEHIJIOUUIapu OWilaH y3apo ajoKa YpHAaTUII KOOWIMATHHMHT,
WOKTUMOUN-IMOIIMOHAT OOFJTUKIUKHUHT WVKJINTH, CTEPCOTHUIIMK Ba YEKJIAHTaH
KU3UKUIUIapra OepuiraHjiurd, IOKOpU Japaxajaru xapakat  (aoJuiuru
KYpUHUILIIAPUAArU KJIMHUKACH Ky3aTUJITaH.



2-KaBaia

TCKINNPYBAaru

oemMopap

rypyxuna

JOMHHAHT

20I'-

PUTMUHMHT TaKCUMJAHUIIW KypcaTuiraH. TeKmupyBAarwiapHUHT Oapyacuaa
JIOMUHAHT aib(a-pUTMHUHT UYKIUTH, (PA0JUIUK MHACKCUHUHT 50% naH KaMiury,
(haoUNTMKHUHT J€30praHu3alMOH XapaKTepra 3ra SKaHIUuTu YbTUOOPHU KapaTaJiu.

Kansag 2
Texmmpysaaru 0emopJiap rypyxuaa J0MUHAHT 1" pUTMHHUHI TAPKAJIUIIHA
JIOMUHAHT pUTM Anbda- bera-putm Henbra- Tera-put™
pUTM pUTM
bemopiap conn 0 4 6 14
YMmymuit connyiad Gpousu 0 16,67 25 58,33
YacToranap nuamnazonu, ['1g 8-12 17-34 1-4 4-5

58,33% xomnatiapaa 4-5 ' yactora nuana3oHu1a TeTa-(PpaouIMK YCTYHIUK
KWiaau, Oy WOKTUMOWM MOCIHANTYBHUHT KUWWHJIUTH XaKuaa ajojiaT Oepuiu
MyMKHH. TabKuaIan J03UMKH, TETa-PUTMHUHT MUKIOPHN Xa)KMH Ba XOJIATHUHT
OFMPJIMK  Japakaclh opacuja ¥y3apo OOFMHMKIMK  Ky3aTwiraH. KimHuk
KYPUHUIIUIAPHUHT 3ypaiuill napaxacuaa 931 1a mycTaokHUHT O0apya coxanapuaa
TeTa-puT™M M(doJaTaHTaH Ba IHCAAA anbha-puT™M peaykiusianrad. Kacamukauar
WKOOWNM  JIMHAMHMKACMHUHT  Malgo OYIMIIM  TETa-pUTMHUHT  aXaMUSTIH
penaykmusacu Ba anbha-puT™M UOJATAHTAHIUTUHUHT WIIOHAPIN OIIUIIN OWiIaH
KeuraH.

Iy wapca anukmanrankud, 16,7% xomatmapna (2 Hadap Oemop)
NENIOHAHUHT OJIJT KUCMHU coxXacunaa Oera-(paoJuiiK omraH, OyHIa KacaJTTMKHUHT
KJIIMHUKACU KyHuJaru CUMITOMIIap KypuHUIIMAA UdoanaHraH: 0e30BTalIUK, OUp
XKoMla YyThpa OIMaCIUK, TeKITUPYB BaKTHIA XOHaAa y €KaaH Oy €KKa IOpaBepHILL.
bera-2 daommuk maaexkcu 27-34 I'p vacTora nrano30Hu OmiraH O6apya coxamap/a
I0KOpH Oyran. Ym0y 6eMmopiapaa 1oMUHAHT OeTa-puT™ amiunrygacu 94 mxB Hu
TAlIKWI KWIAW. beMopimapHHHT KIMHHMK XOJaTHHU XucoOra onran xonga 200
MABIYMOTJIADUHU  TaxJIWJA KWWl KIMHUK KYPUHUIUIAP CTPYKTYPACHHUHT
xycycusitTiapu Ownan  O0I  amoxujma — XapaKTepUCTHKAJaApUHUHT  ¥3apo
OOFJUKJIWTMHYA aHUKJIAIra WMKOH Oepau, OyHmaH Oonajap ayTH3MHHH dpTa
TalIXUciania Kymumda Mmapkep cudaruaa dhongaaaHui MyMKHH.

[Mynnati kb, aytusm Oynaran Oojanapaa HEBPOJOTHK CHUMIITOMATHKA
TOHYCHUHT JUCCOLMALMSICH, pedieKcIapHUHT V3rapuinu (maidé Ba MepuocTal
pedaeKkCIapHUHT €HTUJI aCUMMETPHSCH), HYTKHUHT TMAaCTJIWTH Ba WKTUMOUU
MYJIOKOTAQ HYKCOHJIap MaBXKYIJIUT U KYPUHUIINUIATU TapKOK
MUKPOCUMITOMATUKAHUHT MaBXYUJIMTH OwWjiaH xapakTtepiaHaau. HeBpoisoruk
CUHApOMJIAp TMepUHATal JaBpAa Mapka3uii acad TU3UMHM IIUKACTIAHUIIU
CyOKJIMHMK TIaK/UTApUHUHT  (TMpaMujia, dSKCTaprnupaMuia eTUIIMOBYMIUTH
CUHAPOMH, MYIIAaK JTUCTOHHMSICH CHHJIPOMH, SHype3 Ba 0.) erapimya IOKOPH
4acTOTaa YYPAIIMHUHT OKUOATH OVIIMIIA MyMKHH.

HuccepranusaHuur “Aytuzm 0yJjaran 6osanap opacuaa MTR Ba MTRR
TeHJIAPUHH  MOJIEKYJISIP-TEHeTHK  TAXJMJIMHHHT  HaTWKajJdapu’  HOMIHU
TYpTuHUYM O0OuAa ¢donaT HUKIUHUHT Oy3WIMIIM OujlaH OOFNIUK OYIraH HKKU
noJiuMopd BapHAHTIAP MOJICKYJSIPp-TEHETUK TAaXJWJIWHUHT MabIyMOTIApU
kearupwirad: B12 ra 6ornuk metnonuHcuHTaza (MTR Asp919Gly, A2756G,
rs1805087) Ba wmeruonuHcuH-Tazapeaykraza (MTRR  1le22Met, A66G,
rs1801394). Xpomocoma naToJOTUICUHUHT Yy 1-pacMia OepuiraHs.
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Pacm 1. Ayrusm 0yJiran 0os1ajap DMTOreHeTHK TEKIIUPYBUHUHT HATHXKAJIAPH

Xosupru Baktaa OemopnapauHr terunuid JIHK-OankuHu spatuin ydyH
aytusMm Oynran Oosanapna JIHKHuM Tanmam Ba aXpaTuIl TEKIIUPYBIApH JTaBOM
sT™MoKIa (>kans. 3).

Kansaa 3
AyTtu3m 0yJran 00/1aj1ap HUTOTeHeTHK TEKIIMPYBUHUHI HATHKAJIAPHU
Ne Eum LG L Kapuotunuuu Texkmupui
TUTACTHHKAJIAP
3 15 Hopwmau spkak kapuotunu 46,XY.

2 v 15 [Tomumopdusm anukiaanrad — 13 Ba 15 xpomocomanapu
nynnom coxanapuaur ommuimu (S+). 46, XX.

3 v 15 [Tomumopdusm anukIanrad —15 xpomocoMacu iyaont
coxajapuHUHT omumu (S+). 46, XV.

4 4 15 Hopwmaun spkak kapuotunu 46,XY.

5 3 15 Hopwman aén xapuorumnu 46, XX.

6 5 15 Hopwman aén kapuorumnu 46, XX.

7 3 20 21 xpoMocoma nmonruMophU3MHI aHUKIaHTaH — HYIIOII
COXaJIapUHUHT omuiy (S+). Dpkak kapuotunu 46,XY.
14 Ba 15 xpoMocomalapHUHT TOTUMOPHU3MH

8 7 20 AHMKJIAHTaH — YOI COXaTaPUHUHT OIIUIIH (S+).
Opkak kapuotumnu 46,XY.

14 Ba 21 xpoMocomallapHUHT TOTUMOPPU3MH
aHWKJIAHTaH — UYII0II COXaTapuHUHT omuim (S+,

9 5 28 stk+). Meradazanunr 43% 1a aKpOLEHTPHK
XPOMOCOMAJIAPHHUHT CATEJIUTIIN aCCOIMALUsIapH
anukyaarad (CAAX). DOpkak kapuotumnu 46,XY.

< aén xapuotunu (46, XX)-3
Ypraua | 4,940,590 |  17,5+1,49 o Kipnommg o xe)-a

lynnait  kuaumo,

ayTu3Mm Oynran Ooyialiap opacuja IMTOTEHETUK

TekmupyBaa aén kapuotunu (46, XX) 33,3% na Ba spkak kapuotunu (46,XY)
66,7% xonatnapaa anukiaanrad. rs1805087 (A2756G) MTR nonumMopdu3MUHUHT
TapKAJITaHJIUTH ayTu3M Oynran OonanapHunr 50 Hadapuga Ba HazopaTaaru
OonamapHuHT 54 Hadapuaa aHUKIAHTaH.




AyTtuaMaaH a3uAT uyekyBum Oonamapaa AA, AG Ba GG reHoTuiuiapu
YacTOTaJapUHUHT TapKaiaranauru moc pasuiiga 64,70%, 31,37% Ba 3,92% Hu,
Ha3opaT rypyxmaa 3ca moc pasumga - 72,22%, 25,93% Ba 1,85% Hu tamkuin
Ky (pacm 2).

OCHOBHOI O reqormm AA (%) M regormm AG (%) HEreHOTIMGG (%)

(OCHOBHOII

OCHOBHOoII 50.0 (OCHOBHOII
(OCHOBHOII =
(OCHOBHOII |
OCHOBHOII " v2=7,64; p<0,01
OCHOBHOIT (OCcHOE ¥ o
OCHOBHOI —I OCHOBHOIT
- i —
OCHOBHOM = o | -
OCHOBHOoII (OCHOBHOII (OCHOBHOIT
OCcHOBHOIT L !
Aytism (n=50) Haszoparrypyxn (n=58)

Pacwm 2. Tekmupysaaru rypyxaapaa MTR rean A2756G nonmmmopgusmu
TFCHOTHUIUVIADUHUHT TAPpKAJITaHJIUTH

AyTu3M TalIxucu KyWwiran Oojanap opacuja Ba HazopaT TypyXuaaru
mapTin corsiom Oynran Oonamap opacuna MTR renu rs1805087 (A2756G)
nonuMopd  MaApKepUHHMHT  ajUlelajlapy  Ba  TEHOTUIUIAPU  YacTOTacu
TapKAJITAHJIUTUHUHT TEKIIUPYBUJA CTATUCTUK XKUXATIAAH aXaMmusTIu TapoByTIap
aHukjaunmagu. A/G TeTepo3urorac T€HOTUNH TapKaJTaHJIUTMHUHT YacTOTacu
31,4% (16/51), nazopar rypyxuuma 3ca 25,9% (14/54) HM TamIKWI KWITHA, MOC
pasumga (y2 =0,47; p=0,24; OR=1,35; 95% CI 0,57-3,17; df=1).

Aytu3am  Oynran  Oomamapga MTR  renmn  rs1805087  (A2756QG)
nomuMmopusmu A Ba G amremutapu 4acToTacMHUHT Tapkanranmnuru 80,39 Ba
19,61, moc paBumiga, Ha3opar rypyxuaa 3ca - 85,2 Ba 14,8, Mmoc paBuIIa TalmIKuiI
Ky (pacm 3).

Mamtens G (%) DOammens A (%)

- OCHOBHOIT

I Ocroenoit

Hasopat rypyxu | OCHOBHOIT

aAyTH3M - -
- | (OCHOBHOIL

O CHOBHOGHOBHOTHOBHNMHOBHOGHOBHOTHOBHOGHOBHITHOBHOTHOBHOGHOBHOTHOBHOIT

Pacwm 3. Tekmupniaran rypyxjaapaa MTR renu rs1805087 (A2756G) nmosmmmopdpuzmu
AJUIeIJIADUHUHT YaCTOTACH

Aytuzm Oynran Oomanapna AA, AG Ba GG yacroTanapu Moc paBulILAa
11,8%, 68,6% Ba 19,6%, Hazopat rypyxuma — Mmoc paBumiga 64,8%, 25,9% sa 9,3
% Hu Tamkwi Kwigd. AytusMm Oynarad Oonanapaa A, G ajsieJapUHUHT 4acTOTacu
Moc pasumga 46,0%, 54,0%, nazopat rypyxmaa 3ca Mmoc pasuiiaa 77,8%, 22,2%
Hu Ttamkun  Kuagu. MTR  renm rs1805087 (A2756G) mnonumopdusMuHu
TEKIUPUII Oopacuaa OJIMHTAaH MAabIyMOTIap ajUie/uiap Ba TEHOTUIUIAPHUHT



TaKCUMJIAHUIIKJA CTAaTUCTUK axaMmusTra »sra TadoBYyTJIapHU aHUKJIaMaraH
Oyncama, MabiayMmM Japaxajga Koppemsius — aHukiaanav.  [lomumopdusm
TEHOTUIUIAPU TAKCUMJIAHUIIMHUHT HATIOKalapu TaxJIWJ KUIWHUO, MOMYISIUOH
TaHJIOB OWJIaH TaKKOCJIAaHTaHJa, ayTu3M Oynran Oemopiap opacuma 1,2 Gapasap
yerynnuk Kummu omnan A/G (y2 =0,47; 95% CI 0,57-3,17) rereposurora
FEHOTUIUHUHT CYCT KOPPEJSIMMOH ajoKacu MAaBXY/UIMTMHU aHUKIaau, Oy
TaJKUKOTYWIAPHUHT MabiaymoTiapura 3ull kenmanau. lllyHra kapamaii, ayTusm
TaIlIXUCH TacAWKJIaHTaH Ooyanapjaa, Hazopar TaHioBura Hucbarad (95% JAU =
0,68-2,93, df=1), G amnenu aHWUKIAHWUIIHN JapakxacHHUHT 1,4 GapaBapra OmIHIIN
OwnaH OOFIMK CTaTHCTHK axaMHSTra dsra OYyJIMaraH KOppesslus aHWKJIaHTaH.
YMyMaH odrasHja OJIMHTaH MabJIyMOTIap 3WJ 3Mac Ba TaAKUKOTUYUIIAPHUHT
MabJIyMOTJIApUTa MOC KEJIaIH.

MTRR renuga katop nonmuMmopdu3MiIap aHUKJIaHTaH, YIapHUHT OUpH, aliHaH
sca A66G yuyH ayTu3M OWIaH accoluanusicd KypcaTwiraH. AyTusm Oynrax
oonanapaa AA, AG Ba GG reHOTUIMMHUHT YacToTacu Moc pasumiaa 13,7%, 66,7%
Ba 19,6% Hu, Hazopar rypyxuaa sca Moc pasuiia - 63,0%, 24,1% Ba 12,9% uHu
TalIKua Kuiaau. Aytu3m O0ynran 6onamapaa A, G aineiapuHUHT 4acTOTacH MOC
paBumga 47,1%, 52,9%, nazopat rypyxuaa sca moc pasumiaa - 75,0%, 25,0% Hu
TaIIKAI KAJIIH.

[I'ypyxna (TakCUMJIAHUITHUHT KyTWUJIaETraH Ba Ky3aTUJIAETraH 4acToTajlapu
opacuma) MTRR renn A66G mnomumopdusmu yuyH Xapau-BaiinGepr
MyBO3aHATHIaH CTATUCTHK axaMUsATra 3Ta OFHII aHuKIaHrad (y2 = 6,92; p=0,006).
Aytusmaa PXB  Oyiinua TeHOTHIUIAp TaKCUMJIAHWUIIUHUHT  KyTWJIaéTraH
gactotacu: A/A =22,1; A/G =49,8; G/G =28,0. bemopnap rypyxuna PXB 6yiinua
TeHOTUIUIAp TAKCUMJAHUIIMHUHT Ky3aTuiaétran uacroracu: A/A =13,7; A/G
=66,7;, G/G =19,6. PXB naH OFWIIHU TaxjIWi KWJIWHAEITaH TypyX TaHJIOB
COHJIADMHUHT €Tapiiya SMACIUTH OWjiaH TYIIYHTHUPUII MyMKUH (pacum 4).

. ;

2 3 4 5 G 7 8 $ 10 11 12 13 14 15 16 17 18
- - Start

Ac-allele

Start

G-allele

Hamuocanap unmepnpemayuscu: 1.(+/-) renotun A/G; 2 (— rernotun A/A;
6,7,15,16 — romo3urotTiiz reHOoTUN A/A (HOpMas reHOTHII);
3,5,8,9,11,13,14,17,18 — renotun A/G (TreTepo3uroT/ii TeHOTHUI);

4,10,12- romozuromiu reHotunt G/G (MyTaHT T€HOTHN).

PacMm 4. Metnonun cunra3zapeaykrasza (MTRR) renu A66G nosiumopduzmu
AeTeKUMACMHUHT 3JIeKTpodoperpammacu

MTRR renn A66G nomuMopd MapKEepUHHUHI ajuleJllapd Ba T€HOTHUIUIApU
YaCTOTACMHUHI TAKCHMJIAHUIIMHU TaxJIWJ KWIMIIAA CTaTHCTHK axamusATra sra



tadoByTinap anuknannu. Iy napca kypcarunauku, G amienu Ba G/G reHoTUNH
TallyBYMJIApU ayTU3M PUBOMJIAHUIIMHUHT IOKOpU xaBdura sra Oymamgunap (G
amrenu: OR=3,38; 95%CI: 1,88-6,05; G/G renorunu: OR=6,94; 95%CI: 1,96-
24,53, wmoc paBumiga), ury Ounan Oupra A amwienu Ba A/A  reHOTUINH
TalryBYMJIaApUAa 3ca ayTU3M pUBOKIAHUIIMHUHT xaBu nact (G amnenu: OR=0,3;
95%Cl: 0,17-0,53).

Myngait kunuO, ayTU3MHU 3pTa TalIXHCIAll MYXUM, YYHKH Y ayTHU3M
MAILIFyJIOTJIapUHU aH4ya 3pTa OoluIall Ba KOPPEKIUs KWIMIIra UMKOH Oepaaw.
AyTusMm Oyiran Ku4yuk €mgaru OoJiajap y4yH Oy IIYHHM aHIJIATAIMKH, TYIUK
cajJoXuATra 3ra OVl y4yH MUSTHUHT TJIACTUKIIUTU KYIIPOK U(oaalaHraHu1a, Ba,
OuHOOapUH, apajallyB aHya caMapalid TabCUp KypcaTraHuja, 3apyp KyHHUKMaap
spTa OOCKUWIapaa YKUTUIIA]IH.

HMucceprauusaauar  “boaasapaa ayrusMHuH  jJaBojamjga  ABA
TePpANMSHUHT camMapaaopJuru” Homiau OemnHYM OoOuja  XyJIK-aTBOP
TEPANUACUHUHT ayTU3MHU KOPPEKUUS KWIMIIHUHT caMmapalid yCyJjiapu €EKu
aManui XarTu-xapakatiapHu Taxymin kuiuim ycynu ABA  (Applied behavior
analysis) kentupwiran. Tekmupysnaru 100 vadap Oomanapaan acocuii rypyxaaru
25 wnadap Oonamap ABA Ttepanmsicu Epaamuaa JaBOJTaHAWIAP, TaKKOCIIAII
rypyxunara 75 Hadap Oonmamap 3ca - craHmapt (hapMakoTepanmusHA OJIIUIap Ba
Joromnea OWJIaH MAIIFyJIOTIAp YTKa3wiau. JlaBo caMmapaopIuriHUHT JTUHAMUKACH
Tepanusi OoNUIaHTaHAaH CYHT 6 oWjgaH keinH Oaxomannu. J[aBo camapamopnuru
WKKaJa TeKmmpyBaaru rypyxiaapaa VB-MAPP nactypu 6yitnaa 6axomanmm.

Cypam koOmnmustTuau Oaxonamt: 10% koOwmmsitra sra smac, 30% cy3mnap,
MMO-ulIopanap €Ky albTepHATUB KOMMYHUKALMS €plaMuaa UKKH TypjiMya Cypalll
KoOwnmmsiTHra sra, Oupox €pmamra mMyxTox samnap. 20% wmycrakun pasumiga 4
Typau4da cypam Koounustra, ssHa 40% 2 Typnuua BasusTiapaa 2 TypJid ojamiiap
OwaH cy3nap, UMO-HIopanap KU aJbTePHATHB KOMMYHHUKAIUS EpAamMua cypai
KoOwmmsTATa ATa daUnap (pacum 5).

Ko GHNHAT MABMHY [ 3 MaC
10%

cy3nap, HMo-HWopanap
EKH GoLIKa anTEPHATHB o
KO MMYHHEaLHA Epaamuaa /
2Typnu ofamnap Gunan 6
cipaw
40%

2cipaw [c{znap, Hmo-
Huwopanap, Gowka
anTepHaTHE
KO MMYHHEALHA
30%

4cfpaw (cfznap, Hmo-
Huwopanap, Gowka
anTepHaTHE
KOMMYHHHKaLHA)
20%

Pacm 5. Cypam KOOMJIMATHHHHT IIAK/VIAHT AHINTH

TagkUKOTHUHT Oapya UIITHUPOKYWIIApU YKUTHUILIATH KUUUHYWINKIIAD, SIbHU
VKATUIIAArd MYpPaKKaOJIMKIAPHUHT KYIUIMTMHM, OaxoJsamjga OKOpU OauiHU
OJIIUNAp, WIYHUHT YYyH aWTUO YTUITaH KUMMHYWIMKIAPHU TY3aTUII JacTypu



3apyp Oynran. TagKMKOTHUHT Oapya UIITUPOKYMIAPHU YTUII TaBpUHU OaxoJaiiia,
SbHU TYPYXJIM YKATHLIAA TYCUKJIAPHUHT Ky OyiaraHuaa, nact OajutapHu oJiuiap,
IIYHUHT YYyH AacTIa0Ku JacTyp oJaTAard MHAUBUIyal MyXUTIAa Ou0 OOpuiau.
TagkukoTHUHT Oapua umTUpokuunapu VB-MAPP 06yiinua KyHHKMalapHUHT
Oapua rypyxjapuja KaMUYWIMKIAPHU, TYPYyXJIM YKUTHUIITAa TYCKUHJIUK KWJTYyBYU
XYJIK-aTBOp Ba OOIIKa MypaKKaOJIUKIapHU HAMOEH KUJIAHIIAP.

TagkUKOTUMU3 HATHUXKATAPUHUHT TaxJIMJIM Makradraya €Emiard ayTu3m
Oynran Oonanap/ia HyTK, MKTUMOUN Ba YHHUH KYHUKMaJTapUHUHT PUBOXKIAHUIINIA
aHUK WXKOOMN JMHAMHKa MaBXyIJIUTrHHM Ba ABA Tepanms OwiaH megaroruk
KOPPEKLUUSIHUHT CaMapaJIOPJIMTUHUA TacAUKIaau (pacum 6).

| Drepanusan assan 6 oiizan cjur

Pacm 6. VB-MAPP épnamuaa aytuzm OM/1aH Kaca/UIaHTaH MaKkTadraya émjaaru
00J1aTADHMHT PUBOKJIAHMIIHHU TeKINMPHUII THHAMHAKACH

Onu6 OGopunraH TaAKUKOTIap HaTHXKacuia, 0ab3u XoJariapaa UIIOHApIU
xapakrepra sra OyiraH, sXIIuWiIaHUII aHuKiIaHau, Oupok ACB Oynran Oonanap
PUBOXJIAHUIIMHUHT Oapya KypcaTKuwiapuja TaKKOCHall Typyxura HucOaTaH
acocuil Typyx/Jia sIXIIWJIaHUIITa OYIran TeHACHIUS Ky3aTUiau (kaaB. 4).



Kansaia 4

ACD 0yJyirad TeKIIUPyBAAH YTraH 00JIaJJAPHUHT PUBOKJIAHUIIH

PuBosxitaHum Acocuil rypyx Takkocmam rypyxu
KypCcaTKH4JIapH HaBonamgan | [laponamgan | JaBonamjan | aponamigan
aBBaJl CYHT aBBaJl CYHI

Oxonanusnap 28% 16% 24% 20%
Jlexcukonna “Men” 20% 12%* 24% 14%*
OJIMOILIMHUHT WYKJIUTH
HyTKHUHT rpaMMaTuk 12% 6%* 12% 8%
TY3WIAIIMHUAHT OY3UITHIIN
To3annkka puost KUInII 12% 8%* 10% 8%
KOOWJIMSATUHUHT HYKIUTH
HoanexBat amornuonan 16% 8%* 12% 8%
PHUBOKIIAHUII
XaBotup Ba (poOusITapHUHT 12% 6%* 12% 8%
oyuIm
KomMyHuKaTus 36% 16%* 40% 24%
GYHKIUSITAPHUHT
KUNUUHIIUTH
ArpeccuBIINK 20% 14% 16% 14%
XapakaT cTepeoTuIiapu 12% 8% 10% 8%
Viikyra KeTuIgaH oJiIuH 16% 8%* 16% 10%
OHACHHMHT EHUJA OYIHIIN
3apyparu
Vitun (paonusTHHIHT 28% 18% 28% 24%
WYKJIUTH
Vitun crepeoTHIapu 64% 34% 60% 50%

N3o0x: * - rypyxyap opacuaar MabJIyMOTJIapHUHT UinoHwinianry (P<0,05)

Takkocnam rypyxuaa IIYHUHTIEK Oojaliap pPUBOXKIAHUIIMHUHT Oapuya
KypcaTKUwiapuja JaBojamnl skapa¢Huga MKOOWM JMHAMUKa Ky3aTWIraH, OUpPOK
dakat “Jlekcukonga “MeH”  OAMOMIMHUHT WYKIUTH  KypcaTKA4iIapuia
umoHwWIMnuK Kaing stungu. Kommexke gaBo ACBH Oynran Oonana Hadakat
PUBOXJIAHUII KYHUKMAJAPUHUHT TUKIAHUINM, Oalkd NIYHUHTJEK, (akat
dbapMakoTepanusi odraH  OoJaJapHUHT  TaKKOCHall TypyXura HucOaTaH,
XaBOTUPJIHMK Ba (oOUS CUMITOMJIAPUHUHT JAesipiu 2 OapaBap TEKUCIAHUIIWTA
MMKOH Oepaji.

byHnan Tamkapu Ou3 KYpull, SUIMTUII-HYTK XOTHPACH, JUKKAT-IBTUOOP,
¢dukpiam kapaéHiapu, pyxud cdepacu KypcaTKUwiapu JIUHAMUKACUHUHT
MabJIyMOTJIAPUHH YPraHUII YU4yH TaJKUKOTIAp 0Jub OopauK (3kauB. 5).

TaaKuKOTHM TyraTHIN BaKTHaa OU3 MKOOMH JTUHAMHUKAHU Ky3aTAuK: aTpod-
MYXUTra KU3UKHUIIHUHT OPTHUIIW, Yapyall, Ky3FadlyBUYaHJIHK, arpeCCHUBIUKHUHT
nacaiumm. KypyB Mmogammurura 6ynran onepatus xotupa 1,93 6apaap, smmtuii-
HYTK Momayuru OVyitmua 1,76 GapaBap optau. Vxtuépuii 3pTHOOp ce3umapiv
napaxana Oapkapop Oynau, TekumupyBia Oynrannapaa xartoiap coHu 1,28
OapaBapra kamaiian. Onu® Oopwiaran YKUTUII KypcUJaH CYHr Oouanap



Basu(anapuu ypraua 2, 95 tara Oaxkapa onnuiap, GUKpial MaxcyJIOpJIUrd 3ca
3,57 GapaBapra omiu.

Omu6 Oopwiran YKuUTUII KypcuaaH cYHr Oonamapnaa ¢ooOusimap COHU
KamMalau, yMyMHUM XaBOTUPJIMK Macaiijy, TeKIIUpyBAaru Oojiajapaa arpeccuB Ba
JICTIPECCUB peaKIUsIap Ce3WIapiu Japaxaaa Kamanau.

Kaasaa 5
JaBosiamiadn apBaJl Ba KeiluH /A 0yiaran 0os1ajlapHy TeKIIUPHUILIA
OJIMHTaH MabJYMOTJIAP

K¥ypcarkuunap Acocuil rypyx Hasopar rypyxu

HaBonamgan | JlaBonamgan | JlaBomamgan | JlaBosa

aBBall KeHnH aBBaJl maad
KEUNH
K¥ypui Ba SIIUTHII-HYTK XOTUPACH KYpCaTKUWIAPH TUHAMUKACHHUHT MabIyMOTIapH

Kypuir xorupaCUHUHT XaXMHU 1,5 ¢urypa 2,9 ¢purypa | 1,24 purypa 1,7
(OMpHUHYM TAaKJHMOT) dburypa
SMUTUII-HYTK XOTUPACUHUHT 2,1 cy3 3,75 cy3 2,2 cy3 3,0 cy3
XaKMH (OMPUHYH TAKIUMOT)

JIMKKaT-9bTHOOP KYpCcaTKUWIapy AUHAMUKACHHUHT MabJIyMOTJIApH

| makMKa WYUAard Xaroyiap COHU | 9,1 | 7,3 | 8,8 | 8,1
dukpanam camapaJopury KypcaTKHWwiapy JMHAMUKACHHUHT MabJIyMOTIApH
baxxapwiran Ba3udanap COHI | 2,15 | 4,1 | 2,3 | 2,9
Pyxuii cdepa kypcaTknuiapu AMHAMUKACHHUHT MabJIyMOTIapy
dobusnap 6,1 4,7 6,9 5,9
XaBOTHUPJIUK 7,3 5,6 6,4 5,9
ArpeccuB peakuusiap 7,6 6,3 7,7 7,1
JlenpeccuB peakmusiiap 5,4 3,9 5,8 5,2

Acocuii typyxaaru Oomamapma 92% xomaTmapna ypra Ba udomanaHTaH
mapakaga KOTHUTHB (DAOMUSATUHUHT WKOOMI nuHamukacu Kysatwiawm, 40%
Oonamapia CycT WKOOWI AWHAMHKA aHWUKIaHau, 8% XojaTiapaa 3ca JTUHAMHKA
Ky3atuaMmanu. bonanapuuar 8% ma mxoOui AuHaMUKa KaThbui udoaa STHIIH,
AMOIMOHAT XOJATUHUHT aXaMUATIW Japaxaja SXIIWIAHTaHU Ky3aTWUJIIH,
uxTuépuil QaonusaT naWgo OYnNaM, Xapakar CTEPEOTUILUIAPUHHUHT Macaluiiu
Ky3aTWIIH, HYTKHUHI KOMMYHUKATHUB (yHKuusuiapu maitno OYynau. Crannmapt
MeToauKka OVinmya YkuTwiran Oonanapja udojaiaHraH [apaxkajard MXoOui
nuHaMmuka Qakat 8% Jna Ky3aTwiau, ypra Aapaxaaaru UXTu€puil (HaoausiTHUHT
naigo Oynumm 28% Oonanapaa, 36% na — kyucus gapaxa, 28% Ja xonatiapaa
TMHAMUKAHUHT WVKJIWTH ~ Ky3aTWwiav, sSbHH 64% XojaTiaapiaa JAuWHaAMHUKa
Ky3aTWIMaau €KU cycT OYnau; ¢akaT OojamapHUHT Yopak Kucmuaa (36%) ypra Ba
udoanaHral JMHaMUKa Ky3aTUJIIH.

Acocuil rypyxaaru aytusm Oynran Oonanaplia AaBojialiiaH cyHr 6 oigaH
keitun VB-MAPP Vypraua OannapuHUHT UIIOHAPIM OIIMIIM Ky3aTWiran Oyica
(83,6£5,5 ra kapmm 47,5+4,3; P<0,05), Takkocnam rypyxuaa 6 oijaH CyHT ypraua
Oaap acocuil TypyXHUHI OajuiapuaaH auTapiuk gapk Kuimagud. Acocuil rypyx
¥praua Oammap KypcaTKM4M Iy XakKujaa Jaanonar Oepaguku, ayTu3Mm OVyiran



Oonanapaa HYTK KYHUKMaldapu Ba XKTHUMOMH ¥3apo TabCUp KYpCATHIN OILJIH,
IIYHUHTJIE€K KOMMYHHUKTHAB KYHUKMaap BYKy/Jra Keiaras.

XVJIOCA

1. Aytusm OunaH KacajylaHraH OoJiajap/ia HEBpPOJIOTMK CHMITOMAaTHKa €mra
OofnuK OYnanbd, TOHYC AUCCOIMALUSICH, peQieKCIapHUHT Y3rapuiu (maii Ba
nepuocTan peQIeKCIaApHUHT SHTHI aCUMMETPHUSCH), HYTK MaxCyJIOPIUTHHUHT
MACTINTA Ba VOKTUMOWHA MYJIOKOTIArd HYKCOHJIAp KYPHHHINKIA TaPKOK
MUKPOCUMIITOMATUKAHUHT MaBXKyIJTUTH XapaKTepIaHaIH.

2. AytmaMm OwmaH KacayulaHTaH Oonaiapia aHWKJIAHAJAWTAH  HEBPOJOTHUK
CUHApPOMJIAp TEpUHATANT JdaBpja MapKa3uid acad TU3UMH IHUKACTIIAHUIIUIA
CyOKIIMHUK TIAK/UIAPUHUHT (MHpaMuja, dSKCTpamupamMuia eTUIIMOBUMIUTH
CUHAPOMU, MYIIIAK JUCTOHUSCH CHHIPOMH, JHYpe3 Ba 0.) eTapiu Japaxajia Kopr
4acTOTa/la YUpalluHUHT OKuOatu 0ynubd xucobnaHaau.

3. bemopnapHMHT KIMHUK XOJAaTHHH XpcoOra omu0 Mus OHODJIEKTPUK
(GaoJUTUTUHUHT MabIyMOTIAPUHHN TaXJIWI KWIHNII KIMHUK CTPYKTYpIaApUHUHT
xycycusiTiiapu  Ounan OO0 anmoxuaa — XapakKTepUCTUKAJIapUHUHT  ¥3apo
OOFNMKINTAHY aHWKJAITra WMKOH Oepau, OyHaaH Ooiamap ayTH3MUHU 3pTa
TaIIXuChanaa Kymumaa Mapkep cudaruaa Goigananuin MyMKAH.

4. Aytm3m Oumnan KacaimaHrad Oomamap opacuga 33% xonmariapnaa  aén
kapuotunu (46, XX) Ba 66,7% spkak kapuotunu (46, XY) aHukimaHau, OyHH
Oonanapia ayTU3MHU 3pTa TANIXUCIAITHUHT ME30HH cudaThaa KyJIall MyMKUH.
5. Monekynsp-TeHeTHK TEKIIUPYBIa Iy Hapca aHUKIAHAWKH, A aJJICTHHUHT
Oymumu OwmnaH Takkocimaranma, G MTR A2756G  aminenwHUHT  OYauIIN
ayTU3MHUHT 103ara kenumu xaBpuau 1,4 Gapasapra ommupanu (95% AU = 0,68-
2,93, df=1). Ayrtusm Owran kacamuianran Oemopiapna muaop G aymemn MTRR
reau s1801394 nonmumopdusm yupamuHUHT YacToTacu 52,9% Hu TalKuI KA.
6. AyTusM pUBOXJIAHUIIMHUHT XaBpu Ounan Oornuk Oynram MTRR renu
rs1801394 nmonumopdusmunuar G aminenu Ba rerepo A/G, G/G romosuroranu
TeHOTUIIMHUHT CTAaTUCTHK axaMUATra d5ra acCOlMalMsICH aHWKJIaHau. byHna
MTRR renn 151801394 renu mnomumophusMuHUHT A amnenn Ba A/A
TeHOTUIIMHUHAT OYIUIIN ayTU3M PUBOXKIAHUIIH XaBPUHU KaMaWTHPAIH.

7. Dpra Oonamap ayTu3Mu OynraH Oemopiapia WKTUMOUN MOCHAITyBHUHT
aXaMUSATIIM  SXIIWJIAHAIIA Ba KOMMYHUKAOCJUIMTMHUHT OIIWINKA  TalIXHCIIAIT
KOMIUIEKCUTa ~ PYXUH-HYTK  Oy3wiIHILIapW, WXTHMOUW  MOCHAIlyB  Ba
koMmyHukanusiiapra VB-MAPP nactypu Ba ABA TepanussHUHT aHbaHaBUU
JTABOCH KUPHUTHJITAHJAH CYHT aHUKJIAHIW. ACOCHHM TrypyxJa ypra OajuTapHUHT
OIIMINK Iy XaKujaa AanojaT Oepaauku, ayTH3M OWJIaH KacajllaHTaH OoJanapja
HYTK Ba WXKTUMOMH y3ap0 TabCUp KypCaTUIl KyHUKMajapu, LIYHUHTIACK
KOMMYHUKATHUB KYyHUKMajapra sra 0ynum ypraya 45,3% omau.



HAYUYHBIN COBET DSc.04/30.12.2019 IO NPUCYKJIEHUIO YUYEHBIX
CTENEHEWM IIPU LIEHTPE PA3BUTUS IPO®ECCUOHAJIBHOH
KBAJTU®PUKAIUN METALIMHCKUX PABOTHUKOB

TAINKEATCKUHW MEANATPHIYECKNN MEINIIMTHCKUN MHCTATY T

JIOHUEPOBA ®APAHTMUCBOHY AJIMIIEP KU3U

KJIMHUKO-HEBPOJIOI'MYECKHUE ITAPAJIJIEJIM "
MNPOTHOCTUYECKHUE OCOBEHHOCTU AYTU3MA Y JETEA

14.00.13 — HeBpoJsorus

ABTOPE®EPAT IUCCEPTAIIUU JIOKTOPA ®NJIOCOPUU (PhD)
1O MEJUIIMHCKHUM HAYKAM

TAIIKEHT - 2021



Tema pmuccepraumm poxtopa ¢uiaocopun (PhD) nmo mMegunmumHckumM Haykam
3apeructpupoBaHa B Bbicmieii arrecranuonHoii komuccun npu Kadunere MuHHCTpOB
Pecny6aukn Y30ekucran 3a NeB2018.2.PhD/Tib642.

I[I/ICCCpTaI_[I/IH BBEIMTOTHEHA B TaIlIKeHTCKOM neanaTpuiICcCKOM MCIUITUHCKOM UHCTUTYTC.

ABTopedepaT AuccepTanuy Ha TpeX A3bIKax (y30€KCKHiA, pyCCKUH, aHTJIMICKU (pe3tome))
pasmerieH Ha BeO-ctpanune Haywynoro coBera (www.tipme.uz) u Ha WMHbopmarmoHHO-
o0pasoBaTenpHOM mopTaje «Ziyonety (WWw.ziyonet.uz).

Hay4Hblil pyKOBOAUTE/Ib: Mapxnnosa SIkyrxon HaGueBna
JOKTOp MEIUIIMHCKHUX HayK, mpodeccop

OduuuaabHbIe ONNMOHEHTHI: Ilamancypos IllaanBap llamypaToBuy
JOKTOp MEIUIIMHCKHUX HayK, mpodeccop

Yytko Jleonng CemeHoBUY
JOKTOp MEIUIIMHCKHUX HayK, mpodeccop

Beaymas opranusanus: byxapckui roCyJapCTBEHHBIN MEULIUHCKUI
UHCTUTYT
3ammuTa JUccepTalid COCTOUTCS « » 2021 r. B 4acoB Ha

3acenmannn Haywnoro coBera DSc.04/30.12.2019 mpu LlenTpe pasButus npogeccuoHaTbHON
KBaJTM(HUKAIMA MEAUUMHCKUX paboTHUKOB (Anpec: 100007, Tamkent, Mwup3o-Yiayroekckuii
paiion, yi1. [Tapkenrtckas, 51. Ten./@akc: (+99871) 268-17-44, e-mail: info@timpe.uz).

C nuccepranmeir MOXXKHO O3HaKOMUThCS B MH(popmanmoHHO-pecypcHOM 1eHTpe Llentpa
pa3BUTHS TPOPECCHOHATBHON KBATU(UKAIIUN METUIIMHCKUX PAaOOTHUKOB (3apeTUCTPUPOBAHA 32
Ne ). Appec: 100007, Tamkent, Mup3o-YiyrOekckuii paiion, yin. Ilapkentckas, 51.
Ten./®@akc: (+99871) 268-17-44.

ABTOpedepaT auccepTanuu pa3ociaH « » 2021 rona.
(Peectp nmpoToxoina pacceuiku No OT 2021 rona).
X.A. AkunJioB
npeacecaarciib Hayqﬂoro COB€Ta 10
NPUCYXKACHUIO YYEHBIX CTENEeHeW, MA.M.H.,
npodeccop

H.H. Yo6aiinyaiaeBa
yueHblii cekperapb HayuyHoro cosera mo
NPUCYKACHUIO YUYCHBIX CTENeHed, MA.M.H.,
JOLEHT

B.I'. T'agypos
npeiceaaresib  HayyHOro  CeMUHapa  IpH
Hayunom coBere mo NpHCYKACHUIO YYECHBIX
CTEeNEeHEeMH, A.M.H., Ipodeccop


http://www.ziyonet.uz/

BBEJEHHUE (anHoTauus auccepranuu noxkropa ¢puaocopuu (PhD))

AKTYaJIbHOCTh H BOCTPeOOBAHHOCTHL TeMbl auccepramuu. Cpeau
HEBPOJIOTMUECKHUX 3a00JIEBaHMI y IeTe pacCTPOMCTBO ayTHCTHYECKOTO CIEKTPA -
OJIHA U3 CaMbIX MpUBIEKalomMX BHUMaHue natonorui. [lo nanusiM Bcemuphoit
opranuzanuu 3apaBooxpanenusi (BO3), «ogun u3 160 nereit BO BceM MUpe UMEET
PAC. be3 cneumanuzupoBaHHOW moMomu A0 95-97% nereit ¢ pacctpoiicTBamu
aytuctuyeckoro crektpa (PAC) cTaHOBSTCS  TSDKENBIMH — MICUXUYECKUMU
WHBAIUJIaMU. bBONBIIMHCTBO U3 ATUX JeTed HYXJIAITCS B IOCTOSHHOU
KOPPEKIMOHHOW, COLMAIBHOW M 00pa3oBaTeIbHOM MOAJEPKKE HA CETOAHSUIHUN
nenb. [loaTomy ynyumienue 3Q(HEKTUBHBIX CXEM JIEYEHHUS IMYTEM JIMarHOCTUKHU
KJIIMHUYECKUX U HEBPOJOTHUECKUX Mapasiesiell U MPOrHOCTUYECKUX 0COOEHHOCTEN
ayTU3Ma y JeTel SABIISIETCS OJHOM U3 BaXKHBIX MPOOJIEM JI€TCKOI HEBPOJIOTHHU.

Bo Bcem wMupe ObUT TPOBEACH psii HAyYHBIX HCCIEIOBAHUM s
ONTUMU3AIUN KIMHUYECKUX U HEBPOJIOTMYECKUX Mapasuiesied u MpOrHOCTUYECKUX
XapaKTEPUCTUK JETCKOr0 ayTHU3Ma, a TakxKe Uil yaydiieHus 3Q(EeKTUBHBIX CXEM
nedyeHuss. B cBs3M ¢ 3TUM BBIABIEHB 3HAYUMble (AKTOPHl pPHUCKA Pa3BUTHUS
pPacCTpPOMCTB ayTUCTUUECKOTO CIEKTPa, KIMHUKO-HEBPOJIOTHYECKHE, KIMHUKO-
HEUpPOPU3UOJIIOTUYECKHE TIOKa3aTelIu, POJb KAapHOTHUIA B Pa3BUTUU ayTU3Ma,
MoseKkyasipHo-reHeTnueckas B12-cszannas MmetnonuncunTaza (MTR Asp919Gly,
12168, A2756) naByx mnoJUMOpP(HBIX BapUAHTOB, CBSI3AHHBIX C HAPYIICHUSMHU
donaTHOrO 1KKIA, TOTPEOHOCTh B aHanu3e mMeTuoHuHcHUHTa3bl (MTRR Ile22Met,
A66G, 151801394) Bo3pactaer. Oco0Ooe 3HAUYCHHWE HMMEET OIEHKAa Ba)XHOCTU
oneHoyHOM mnporpamMmbel VB-MAPP B nuarHoctuke NCUXUYECKUX W PEUYEBBIX
pPacCTpOICTB y JeTel ¢ ayTu3MoM, pa3padoTka 3(PPEKTUBHBIX CXEM JICYEHUS 3a
CYET YJIYUIIEHUsI COLMANIbHOM ajanTaliud U BepOalbHBIX MOBEICHUYECKUX HABBIKOB,
a TakXe MPUMEHEHHUE MCUXOTEPANEeBTUYECKOr0 aHalln3a MOBEACHUS B KOPPEKIIUS
ayTU3Ma y JETeu.

B Hameil crtpaHe oco0oe BHUMAaHHE YJIEISETCA IMOBBIIICHUIO KadyecTBa
MEIUIMHCKOM TOMOIIM, B TOM 4YHWCIE paHHEW JUArHOCTHKE, JICYEHUIO U
Mpo(UIIaKTHUKE Pa3TUIHBIX OCTPHIX M XPOHUYECKUX 3a00JeBaHUII MaTepu BO
BpeMsi OEpEeMEHHOCTH, HACJICJCTBCHHBIX 3a00JeBaHWN, pa3BUBAIOIINXCS B
pe3yJbTaTe uX OCJIOKHEHUU. B CBsA3M ¢ 3TUM pemaroTcsl Takue 3ajayd, Kak «...
COBEPIIIEHCTBOBAHUE CHCTEMbl TUATHOCTUKH, JICUCHUS W peadWINTalud JEeTeH C
HACJICICTBEHHbIMM,  T'€HETUYECKHMH,  IEPBUYHBIMH  UMMYHOAE(DUIIUTAMHU,
BPOXKJICHHBIMM M MPUOOPETCHHBIMU 3a00JIEBAHUSIMU, B TOM YHUCJE CO3JaHUE
peadWINTAIMOHHBIX TIEHTPOB JUISl JeTe C BPOXKICHHBIMU, XPOHHYECKUMU
3a00/1EBAHUAMH M HMHBAIUJHOCTBIO...» ° . [l09TOMY OJHHUM U3 aKTyalbHBIX
HAay4YHBIX HAMNpaBICHUN SABISIETCS pealu3alus KIMHUKO-HEBPOJIOTMYECKHUX
napajuieneil 1 IpOrHoCTHYECKUX 0COOCHHOCTEN ayTu3Ma y aeteH, 3 (peKTUBHOCTh
CHUYKEHUSI HACJICICTBEHHBIX 3a00JIEBaHUN 3a CUET BHIOOpA ONTUMATbHON TaKTUKHU
JICYECHUSL.

% Vka3 Ilpesunenta Pecriybnmmku Y36exucrtan or 7 nexadps 2018 r. Ne 5590 «O KOMILIEKCHBIX Mepax IO
KOPEHHOMY COBEPLICHCTBOBAHUIO CUCTEMBI 31PaBOOXPAHEHUS.



JlaHHOE THCCEPTAllMOHHOE UCCIIEA0BAHUE B ONIPEACICHHON CTEIIEHH CITYKUAT
peueHuto 3anad, npeaycMoTpeHHbIX B NeVII1-4947 ot 7 deBpans 2017 roga «O
CTpaTeruH JIEUCTBUN MO AalibHeileMy pa3Butuio PecrnyOnuku Y30ekuctaH Ha
2017-2021 romer», Ne VII-5590 ot 7 mexabpst 2018 roma «O KOMITJIEKCHBIX Mepax
M0 KOPEHHOMY COBEPIICHCTBOBAHHUIO CHUCTEMBI 3PaBOOXPAHEHUS PECITYyOIHKU
V36ekucran»?, Ne TII1-2866 ot 4 ampens 2017 r. «O Mepax no ganpHeimemy
Pa3BUTHUIO  OHKOJOTHYECKOM CHy>KObI W COBEpUICHCTBOBAHUIO  OKa3aHUs
OHKoJIoTHUecKor momomu B PecrmyOmmke Y30ekuctan B 2017-2021 rr.», NellIl-
3071 ot 20 utons 2017 roma «O Mepax mo JajJbHEUIIEMY PA3BUTHIO OKA3aHUS
CICUUAIM3UPOBAHHON  MEAMIIMHCKOM  momommu  HaceleHutro  PecmyOnuku
V36ekucran Ha 2017-2021 roawi», a Takke B JAPYTUX HOPMATHBHO-TIPABOBBIX
JIOKYMEHTax, MPUHATHIX B JaHHOU cdepe.

CoorBercTBHE HCCJIeI0BaHUS OCHOBHBIM NPUOPUTETHBIM
HANlPaBJICHUSIM Pa3BUTHS HAYKH M TEeXHOJOrui pecnyOauku. JlaHHoe
WCCIIEIOBAHUE BBIIIOJIHEHO B COOTBETCTBUHM C NPUOPUTETHBIM HAIPaBICHUEM
pPa3BUTHUA HAYKHU U TexHOJIOrui pecnyonuku VI. «Meauunna u papMakoIoTHs.

CreneHp H3y4YeHHOCTH MPOOJeMbl. MHOTOJETHHMH MOUCK NEPBUYHOIO
HapylleHusl, CTpajamplieil  MCUXWYecKo  (YHKIUH, OTBETCTBEHHOM  3a
Je3alanTaluio ayTHYHOrO peOeHKa, He YBEHYAJICS YCIIEXOM, M B HACTOSIIEE BpeMs
JNETCKAA ayTU3M I[PU3HAH II€PBA3UBHBIM, BCEIMPOHUKAIOIMIUM HapYyLIEHUEM
ncuxudeckoro pasputus (Haghiri R., Mashayekhi F., Bidabadi E, Salehi Z., 2016).
B neHTpe BHHMaHHS CHELMATMCTOB B HACTOSIIEE BPEMS HAXOASTCS HE CTOJBKO
NPOSIBICHUS  NEeDUIMTAPHOCTH  OTACHBHBIX  TCUXHYECKHX  CIIOCOOHOCTEH
ayTUYHOTO peOeHKa, CKOJBKO OOIMe 3aKOHOMEPHOCTH HAPYIICHHS Pa3BUTHS
dbopM ero B3aMMOJEWUCTBHSI C OKPYKAIOIMUM MHUPOM H, B TIEPBYIO OUYEpElb, C
omskum uenoekoMm (Chelly J. et al., 2006; Abrahams B.S., et al., 2010; Rudra A.
etal., 2016).

IToka3zaHo, 4TO mporpecc B MOHMMAaHUU MPUPOJIBI JIETCKOTO ayTU3Ma MOXKET
OBITh JOCTUTHYT TOJBKO TIPM OCO3HAHWHM €IWHOW JIOTUKA HAPYIICHHS
ah(PeKTUBHOTO U KOTHUTUBHOTO pa3BuTus pedenka (Poctomamsmmm U.E., Ydaera
H.IO., 2016; Baird G., et al., 2006; Kogan M.D., et al., 2007; Magiati I. et al.,
2017). Ilommmanue TOro, 4YT0 (HOPMHUPOBAHME [AHHOTO THUIA TCUXUYECKOTO
JU30HTOTEHE3a CBS3aHO CO CTOJb TIyOWHHBIMU HapYyMICHUSAMH OpTaHHU3AIUN
OTHONIICHW pebeHKa C MHUPOM, BBIBOJWT Ha TEPBBIA IUIaH KCCIEIOBAHUS,
OpPUEHTHPOBAHHbIE Ha caMblii paHHUN Bo3pacT. OnaHAKO, pAI Ba)KHEWUIIHX
ACIIEKTOB PAHHETO IICUXMYECKOTO pa3BUTUSA JETEM C ayTU3MOM JO CHUX IIOp
octaercs HemoctatouHo m3ydeHHbimMu (Freitag C.M., et al., 2010; Jlemenko C.B.,
2018).

['eHeTHUECKHE W TEHOMHBIC HAPYUICHUS BCTPEYAIOTCS C BBICOKOM YaCTOTOM
y IETEN C paCCTPOMCTBAMHU ayTHUCTUYECKOTO CIEKTPAa U YMCTBEHHOW OTCTAJIOCTBIO.
B sT0il rpynne BbIABISIOTCS Kak BUAMMBIE TOJ MHKPOCKOIIOM XPOMOCOMHBIE
aHOMaJuu, TaK M CyOMHUKpOoCKomuueckue Bapwaruu uwcia komud JIHK wu

*Vxas3 TIpesunenta Peciy6mikn V36exucran ot 7 nexa6pa2018 roma Ne VII — 5590 «O KOMIUTEKCHBIX Mepax Mo
KOPEHHOMY COBEPILEHCTBOBAHUIO CUCTEMBI 3/IpaBooXpaHeHns Pecyommkm Y30ekucran».



MOHOTE€HHbIe MyTanuu. Maentudukanus reHoB, BIMUSIONIUX HAa BO3HUKHOBEHUE
3a00J1€BaHMs, TTO3BOJISIET BBIABUTD JIEKAU[UA B €T0 OCHOBE MEXaHHM3M HapyIICHUs
passutus (Rauch A., et al., 2006; Kaufman L., et al., 2010; Shmaya Y. et al.,
2017).

AHanu3 COOCTBEHHBIX M JIUTEPATYPHBIX JAHHBIX MO MPOOJEME T€HETUKH U
F€HOMUKH ayTHU3Ma IMO3BOJIIET 000OCHOBAHHO CJIENIATh 3aKIIIOUEHUE O KIMHUYECKOU
Y T€HETUYECKOW T'eTepOreHHOCTH 3TOTO 3a00JieBaHUsl, a TaKKE O HEOOXOJUMOCTU
JIOTIOJIHUTENbHBIX BBICOKOPA3PEIIAIONINX HCCIEA0BAaHUN MEKUHIUBUIYAIbHBIX U
MEKKJIETOYHbIX T'€HOMHBIX Bapualuii ¢ y4yeToM HX (PYyHKIHOHAJIBbHBIX
MOCJEACTBUN, ONPEACNSIEMbIX C TOMOILIBI HOBBIX OHOMHPOPMATHYECKUX
texnosoruii (Stromme P., et al., 2002; Singh S. et al., 2017; Samereh A.,
Mashayekhi F., Bidabadi E., 2017). UccnenoBanusi TEHOMHBIX U XPOMOCOMHBIX
HApyWIEHW y JeTe C ayTHUCTUYECKUMH pPACCTPOMCTBAMU M yMCTBEHHOU
OTCTAJIOCTBIO 3HAYUMBI sl HU(dEepeHIINaNbHOM TeHETUYECKON TMAarHOCTUKU U
onpeiesieHs] TPUYUH COOTBETCTBYIOIIMX HAPYLICHUM MCUXUKUA. ITU TEXHOJIOTUU
o0ecrnieunBaoOT PaHHIOKO 1a00paTOPHYIO JUAarHOCTHKY Tr€HETUYECKHU
0o0ycnoBieHHBIX (OpM ayTh3Ma, KOTOpble MOTYT cocTaBisTh He MeHee S50 %
ooapubIx geteit (Ctposenko JI. A. u ap., 2016; Mansues 1. B., 2018; Chelly J.,
Khelfaoui M., Francis F. et al.., 2016).

Takum o0pa3oM, MOJOOHBIE HCCIETOBAHUS SBISIIOTCS AKTYalbHBIMH IS
OMpeNIeNICHUs] MATOT€HETUYECKUX MEXAaHU3MOB MJIMONATUYECKUX (POPM TaKoro
TSOKENIOTO  COLMANIBHO 3HAYUMOro 3a00JIeBaHUsSl KaK ayTU3M, a Takke s
pa3pabOTKM HAy4YHO OOOCHOBAHHBIX METOJOB paHHEH MEIUIUHCKON U
MICUXOJIOTUYECKOW KOPPEKIUHU HapyIICHW TCUXUKU Tpu aytusme. Pazpabotka
CPEACTB pAHHEro BBISBICHUS TEHACHIUM HMCKAKEHUS TCUXOHEBPOJIOYECKOTO
Pa3BUTHA U KOPPEKIMOHHON MOIACPKKUA peOeHKa A0 MOMEHTa OKOHYATEIbHOTO
dbopMupoBaHusS CHHAPOMA JIETCKOTO ayTU3Ma HampaBlI€Hbl Ha YJIy4llIeHUE
MPOTHO3a €T0 COLMAIBHOM aJIalTalldH.

CBsi3b TeMBbI JIMCCEPTANNH C HAYYHO-HCCJIEA0BATEJILCKUMHU padoTammn
BbICHIECT0 00pPa30BaTEJNbLHOI0 Y4YpexKIAeHHsl, Ie¢ BbINOJHEHA JIUCCEepPTALUI.
JHuccepranuonnas padorta BxoauT B miaH HMP TamkeHTCKoOro neapnaTpudeckoro
MEIUIMHCKOTO  WHCTUTYTa, M  COOTBETCTBYET MPUOPUTETHBIM  HAyYHBIM
UCCIIEIOBAHUSIM, OCYIIECTBIsSIEMbIM B pecnyonuke. J[lanHas pabora Obuia
BBITIOJIHEHA B paMKax ykKperuieHHo#l Tembl rpanta 113-20170929704 «Pa3zpaboTka
CKPUHHUHIOBBIX METOJIOB paHHEW [MAarHOCTUKH ayTW3Ma Ha JOKIMHUYECKOW U
paHHel craausax npossiaeHus» (2018-2020 rr.).

Leab muccieqoBaHusi: TMPOBEACHUE KIWHUKO-HEHPODHU3NOIOTHUCCKUX,
HATOTCHETUYECKUX M MOJICKYJISIPHO-TEHETUYECKUX MCCIENOBAaHUN y JIETEH C
paccTpoiicTBaMM  ayTHYECKOTO CIIEKTpa C pa3pabdOTKONl MPOrHOCTUYECKHX
KpUTEpUEB U ompeiesieHneM (akTOpOB pUCKa UX Pa3BUTHUSL.

3anaun ucciae 0BaHMS:

BBISIBUTH 3HAUYMMBIE (PAKTOPHI PHUCKA Pa3BUTHS PACCTPONCTB ayTHUECKOTO
CIIEKTpa, HA OCHOBAHUM KOTOPBIX pa3zpadoTaTh IPOrHOCTUYECKUE KPUTEPUU;

M3YUYUTh KIMHUKO-HEBPOJOTHUECKYIO XapaKTEPUCTUKY ayTU3Ma y JIeTel;

OIICHUTh KIIMHUKO-HEUPOPU3UOIOTUUECKHUE TTOKA3ATEH ayTU3Ma Y JEeTeH;



MPOBECTU IUTOTCHETUYECKHE HCCIECIOBAHUS C aHAJIU30M 3HAYUMOCTHU
KapUOTHUIIA B Pa3BUTUH ayTH3Ma Y JETEH;

MPOBECTH  MOJEKYJISPHO-TCHETUYECKUM  aHaIu3 JIBYX MNOJIUMOP(HBIX
BApUAHTOB, AaCCOLMUPOBAHHBIX C HapylmieHusiMu (QonaTtHoro 1ukina: Bl2
3aBucumoni MeTuoHuHcuHTasel (MTR  Asp919Gly, A2756G, rs1805087) wu
MetuoHuHcuHTa3bipeayKTa3sl (MTRR Ile22Met, A66G, rs1801394);

ONPEAEIUTh 3HAUUMOCTh OLIEHOYHOU nTporpamMbel VB-MAPP B nuarnoctuke
MICUXO-PEUEBBIX HAPYIIEHUN, HABBIKOB COIMAJBHOM ajanTallud ¥ BepOaIbHOIO
MOBEJICHUS Y JIETEH C ayTU3MOM;

JaTh CpPaBHUTENbHYIO OLEHKY 3(dextuBHocTn ABA Tepanum mnpu
KOPPEKLIMH ayTU3Ma Y JETEH.

O0bexToM mcciaegosanmus cranu 100 mereir B Bo3pacte oT 2 no 15 ner,
JEYUBIIUXCSA C PACCTPOMCTBAMU AYTHUCTHYECKOrO CIEKTpa B CTalMOHApe
TamKeHTCKOro NeauaTpuiecKoro MeauuHcKoro naectutyta Ha 2017-2020 roger.

IlpeameTomM  uHcciaeqoBaHMsl  SIBIIIETCSL  BEHO3HAs  ChIBOPOTKA U
HEUPOPU3NOIIOTHUECKUE UCCTICIOBAHUS.

MeTtoabl ucciieoBanus. B uccien0BaHUU KCIOIB30BAINCH KIIMHUYECKHUE,
HEBpoJIOTUUYECcKue, Helpoduinonornueckue (pyTuHHas I317), HUTOreHeTHUECKUE,
MOJIEKYJISIPHO-TEHETUUYECKUE U CTATUCTUYECKUE METObI UCCIICIOBAHMUS.

HayuyHasi HOBH3HA HCCJIeJOBAHMS 3aKIIOYACTCS B CIETYIOIIEM:

BIIEpBbIC MPU ayTU3Me ObLIO MOKa3aHo, 4TO accounanus amiens G noarumopdpusma
reHa MTRR rs1801394 u accoumarusa romo3urotHoro renotuna A / G rerepo, G /
G Hepa3pbIBHO CBSI3aHBI C PUCKOM PAa3BUTHS ayTU3Ma;

BIIEPBBIE OOHApPY)XEHO, YTO Hamuume amwiens A u reHotunma A / A
nonumopdusma rs1801394 rera MTRR cHmkaet puck pa3BuTus ayTusma.

BIIEPBbIC JI0Ka3aHA KOPPEALMS MEXKYy HEBPOJIOTHMUYECKUMHU CUHAPOMAMU U
KJIIMHUYECKUMH MPOSBICHUSIMU ayTHU3Ma y AETEH C ayTU3MOM.

Hokazana s(dQexkTuBHOCT, oOmeHOouHOW mporpammbl  VB-MAPP B
JMAarHOCTUKE TICHUXMYECKUX U PEUEBBIX PACCTPOICTB, HABBIKOB COIMAJIbHON
aJanTaiyy u BepOaIbHOTO MOBEICHUS Y JIETeH C Ay TU3MOM.

IIpakTHyeckue pe3yabTaThl HCCIAEAOBAHMUSA 3aKITI0YAIOTCS B CIEIYIOLIEM:

JAHHBIE O BCTPEYAEMOCTH PACCTPOUCTB ayTUCTUUYECKOrO CIEKTpa y AeTei
oboero mnona cdopMupoBamu TPymHIy JAeTed, IS KOTOPHIX HEOOXOIUMO
UCCNeIOBaTh M JUHAMHYECKH OTCIEKUBATh HM30JIMPOBAHHBIE OMOJIOTHYECKHE U
colanabHbie (PaKTOPbI pUCKa POPMHUPOBAHUS FTOTO 3a00JIEBAHUS;

pe3yabTaThl KOMIUIEKCHOTO HCCIEIOBaHUS JIETe C paccTpoicTBamMu
ayTUCTUYECKOTO0 CHEKTpa MPOSCHWIM  CYIIECTBYIOIIUE MPEACTABICHUS O
KJIIMHUYECKUX MPOSIBICHUAX 3TOTO 3a00JIeBaHUs B pa3HOM BO3pacTe;

YIY4YIIEHHOE WCHOJIb30BaHUE MporpamMmbl olieHKu VB-MAPP nns ouenku u
WCIIPABIICHUS] BBIPAXKEHUN TCUXUKO-PEUYEBBIX PACCTPOUCTB, PEUYEBBIX HABHIKOB U
COLIMAIBHOM aJanTalyn y AETEN C ayTU3MOM.

JlocToBepHOCTH ~ pe3yJabTAaTOB  HccedoBaHus. B wuccienoBaHuu
UCIIOIB3YIOTCS COBPEMEHHBIE METO/bl M MOJIXO0/bl, COOTBETCTBUE TEOPETHUUYECKUX
JAHHBIX TIOJIYYEHHBIM pe3yJbTaTaM, METOAO0JOTHYECKass TOYHOCTh 00CiIe0BaHus,
aJIeKBaTHOCTh  KOJMYECTBAa  MAIIMEHTOB, KIMHUYECKHUE, HEBPOJOTHYECKUE,



HEUPOPU3UOIIOTUYECKHE, HUTONEHETUUECKUE M MOJEKYISIPHO-TEHETUYECKUE U
CTaTUCTUYECKUE METOAbl, a TAKXKE KaK KIMHAYECKHM ayTh3M Yy JeTed. -
OnTuMu3anus HEBPOJOTUUECKUX TMapajuiesiel U MPOrHOCTUYECKUX OCOOEHHOCTEH
U NopsaoK 3(PGEeKTUBHOTO JI€UCHUSI OCHOBAHbI HA CPAaBHEHUU MEXKIYHAPOJHBIX U
MECTHBIX JAaHHBIX, 3aKIIOUCHHE U TOJYyUYCHHbIC PE3YyJbTaThl MOJATBEPKICHBI
KOMIIETEHTHBIMU OpTraHaMu.

Hay4ynasi u npakTu4eckasi 3Ha4UMOCTh Pe3yJibTATOB UCCJIE0BAHMS.

Hayunass  3HauuMOCTP  NOJNIYYEHHBIX  PE3YJbTAaTOB  HCCIEAOBAHMS
3aKJIFOYaeTCsl B TOM, YTO BIEPBbIE HA OCHOBAaHUM ITUTOTCHETHYECKHUX
UCCIIEIOBAHUM W TPOBEICHUS T'€HOTUIIMYECKUX couyeTaHud mnonumopduzma B12
3aBucumonr MetuoHuHcuHTazsl (MTR  Asp919Gly, A2756G, rs1805087) wu
MetuoHuHcuHTasbipeaykTassl (MTRR 1le22Met, A66G, rs1801394) ycranoBnena
HOBas TUMoTeTUYecKas cxema popMupoBaHus u nporpeccuponanusi PAC.

HayyHnasi 3HaUMMOCTh PE3yIbTATOB HCCIEIOBAHUS OOBSCHSIETCS TEM, 4YTO
paHHSs JMAarHOCTUKA PAaCCTPOMCTB AayTUCTHUYECKOTO CIEKTpa Yy JEeTed U
MOCIEAYIONIEE MNPUMEHEHUE TMPUKIAJHOW IOBEICHYECKONM  aHAJTUTHUYECKOU
T€paluy MOXET YJIYyUIIUTh 30POBbE IMALNUEHTOB, BOCCTAHOBUTH POJUTEIBCKO-
JIETCKUE OTHOIIEHUST W ONTUMH3UPOBATH METOAbl JUATHOCTUKH, YIYUIIUTh
COCTOSIHHE MALIMEHTa U KAYECTBO €0 KU3HMU.

BHeapenue pe3yabTaToB HccaeaoBaHMs. Ha OCHOBaHMM TOJYYEHHBIX
Hay4YHBIX PE3yJIbTATOB MO ONTHUMHU3AIUU KIMHUKO-HEBPOJOTMUYECKUX Mapauienei
Y MIPOTHOCTUUYECKUX OCOOEHHOCTEN ayTHU3Ma y JeTeu:

Metoauyeckoe — onucanne — «I(PPEKTUBHOCTH  CXEMbl  JICUCHHUS  C
MCIIOIb30BaHUEM MPUKIIAIHOTO aHaln3a noBeneHus (AVA) B jedeHuu ayTusma y
JeTei», OCHOBAHHOE Ha PE3yJbTaTaX HMCCIEIOBAaHUA MO ONTUMHU3ALMU KIMHUKO-
HEBPOJIOTUUYECKUX Mapajuiesiel M MNPOTrHOCTUYECKUX OCOOEHHOCTEW ayTu3Ma y
netreit (CrpaBka Munsapasa 8H-1 / 257 ot 22 okts16pst 2020 r.). DTO pyKOBOJCTBO
MO3BOJIIET COKPATUTh MPOJOIKUTEIBLHOCTh JICUCHHS, YMEHBIIUTh KOJUYECTBO
HEXEeNATeIbHbBIX OCI0XHEHUN U MOBBICUTH 3P ()EKTUBHOCTH JICUCHHUS;

MOJIyYEHHbIE  HAy4dHble  pe3yJbTaThl MO  ONTUMHU3AIMU  KIUHHUKO-
HEBPOJIOTUUYECKUX Mapajuiesiel WU MNPOTHOCTUYECKUX OCOOEHHOCTEW ayTu3Ma y
JeTei BHEJIPEHbl B MEIUIUHCKYIO NPAKTUKY, B TOM 4YHUCJIE B KIMHUYECKYIO
MPAKTUKY KIWHUKUA TallKeHTCKOro MeIUuaTpudecKoro MEAUIIMHCKOrO WHCTUTYTA
(CopaBka MunznpaBa Ne 08-09 / 6212 ot 29 wuronsa 2021 r.). Pesynbrarsl
UCCIIEIOBAHUS TO3BOJIMIIM COKPATUTh MPOJOKUTEIBLHOCTh JICUEHUS, MPOJIUTH
MIEPUOJ] PEMUCCUU U aJIalTUPOBATH JIETEH C AyTU3MOM K CpeJlie OOUTaHUS.

Anpobauus  pe3yJbTATOB  HCCIAeA0BaHHMSA. Pe3ynbTarbl  JAaHHOTO
UCCIIeIOBaHUs OBLTH OOCYXICHBI Ha 2 MEXTYHAPOIHBIX M 2 PECIyOJMKAHCKHIX
Hay4YHO-TIPAKTUYECKUX KOHPEPEHIIUSIX.

Ony0JIMKOBAHHOCTH Pe3yJbTATOB HCCJIeA0BaHMA. Bcero mno teme
JUccepTaluy onmyoJInKoBaHo 13 HaydHBIX pa0doOT, B TOM YKCIIE€ 5 CTaThbU B HAYYHBIX
KypHaJlaXx, PEeKOMEHJOBAHHbIX K IMyOJMKaIlMd OCHOBHBIX HAYYHBIX PE3YyJbTAaTOB
aucceprauuii Beiciell aTrecTanioHHOM komuccuell PecriyOnnku Y30ekucraH, B
TOM 4HCJ€ 3 B HAIIMOHAIBHBIX U 2 B 3apYOEKHBIX KypHaJaXx.



CTpykTrypa u 00beM auccepramun. CojepkaHue TUCCEPTAINH COCTOUT U3
BBEJICHUS, TISATH TJIaB, 3aKIIOYCHHUS W CIUCKA WCIOJIb30BAaHHOW JUTEPATYPHI.
O6beMm auccepranum 102 cTpanwmil.

OCHOBHOE COJIEP’KAHUE JUCCEPTALIUU

Bo BBegeHum O0OOCHOBaHbBl AKTYaJlbHOCTh UM  BOCTPEOOBAHHOCTH
JUCCEePTAIMOHHON PaboThl, CHOPMYITHUPOBAHBI LIENb U 3aJlaul, O0ObEKT U MPEAMET
HCCIENOBAHUSA, TMOKA3aHO COOTBETCTBHE  MCCIENOBAaHUA  MNPUOPUTETHBIM
HamnpaBJICHUSIM pPa3BUTUS HAyKU W TexHojJoruil B PecnyOnuke VY30ekucTaH,
M3JI0’KEHBl Hay4yHasi HOBU3HA U HAYYHO-TIPAKTUYECKas 3HAUYUMOCTh PE3YJIbTaTOB,
000CHOBaHa JIOCTOBEPHOCTh IMOJYYEHHBIX pe3yiabTaToB. Takke NpUBOIATCS
CBEJICHUSI O BHEJIPEHHUM B MPAKTUKY PE3YJIbTATOB HCCIEAOBaHMS, anpodauuul u
MyOJMKaIMy pe3yibTaTOB padOThl, CTPYKTYpE AUCCEPTALINU.

B mepBoii rnaBe aucceptauuM «AKTyaJbHbIe NPO0JIeMbl IUATHOCTHKH
ayTusmMa y jaereid (0030p Jureparypbl)» pACCMOTPEHBI M IMPOAHATU3UPOBAHBI
COBPEMEHHBIE JINTEPATYPHBIE HCTOYHUKH, B KOTOPBIX OTPAXKEHBI BOIPOCHI
AMUJIEMUOJIOTHUECKUX HCCIEOBAaHUMN, pacKpbiBaeTbesi maromexaHusm PAC y
nereii. Ocoboe BHUMaHHWE MPUIAETCS MOJEKYJSIPHO-TCHETHUECKUM acTeKTaM
ayTU3Ma U MPUHIKIAM MPOBEJICHHS MPUKIIAJHOTO aHalu3a nosenenus (ABA) npu
JTAaHHOW MAaTOJIOTHH.

Bo BTOpoii riiaBe gucceprauun «O0umas XxapakTepucTUKa KIMHUYECKOro
MaTepHaJa U MeTOA0B 00CIeJ0BAHUSA» NIPEJACTABIICH UCCIIEAYEMbIM MaTepUall U
MeToabl ucciaenoBanuii. Jluarnoz PAC B ucciegyeMbIX TpyInax ONpeaesisics ¢
ucrnois3oBaHueM kputepueB DSM- IV a1 AWMAarHocTMKA — ayTUYHOTO
paccTpoiicTBa. ['pymniy KOHTpOJIsI COCTaBuiIM 35 JETel, COMOCTaBUMBIX C
OCHOBHOW TpyMNMoOW IO MOy W BO3paCTy, MOCEHIAIOMMX 00pa3oBaTeIbHbIC
YUPEKICHUSI U HE UMEIOIINE ayTUCTUYECKHX paccTporcTB. OCHOBHYIO TPYIIILY
coctaBunu 100 nereii ¢ PAC.

Kpurepusimu UCKIIIOUEHUSI U3 BBILICYKA3aHHBIX TPYII SIBISUIACH: TEKYIIUE
OpraHWYecKHe  TMOpakeHUs  LeHTpainbHOW  HepBHOM  cuctembl  (IJHC);
HACJICICTBEHHbIE HapyIleHHs oOMeHa BenlecTB ((heHUIKETOHYPHsI, TUPOZHHEMHUS,
TUNEPTIIMIAYPUS H  JIp.); XPOMOCOMHBIE 3a00JICBaHUSA, TMpOYHE (IPyTHE)
paccTpoiicTBa ayTUCTUUECKOTO CIIEKTpA.

Hesponoeuueckoe obcnedosanue TMPOBOJUIHU, TOCIEAOBATEIBHO OIEHUBAS
COCTOSIHME  BBICIIMX  MO3TOBBIX  (YHKIMH, YepenHbix HepoB (UMH),
JBUTATEIbHON byHKIUN (TIpOU3BOJIBHBIE IBUKEHMUS, KOOpAUHALMSA,
HEIMPOU3BOJIbHBIE JIBUKEHUS), UYYBCTBUTEIBHOCTb, MEHUHIECAJIbHBIA CHHIPOM,
BEreTaTUBHO-TPOUICCKUE (PYHKITUH.

JIns ompenesieHHs] BBIPAXKEHHOCTH ayTH3Ma MNPUMEHSJIACh IIKAJIa OLEHKU
nerckoro aytusma (Childhood Autism Rating Scale — CARS (Schopler E. et
al.,1988)).

MoeKyJISIpHO-TEHETUYECKUE  MCCIEN0BaHUs  BbIMOJHsUIMCh B HUU
I'ematonorun u mnepenuBanus kpoBu M3 PVY3 B oraene “MosekynspHoit



MEIUIMHBI ¥ KIETOYHBIX TEXHOJOTUM  (PYKOBOIMUTENIb — J.M.H., Tpod.
X. 5. Kapumos).

MonekynsipHO-TeHEeTUUeCKass 4acTh JaHHOW paboThl BBIMOJHEHA Ha Oa3e
naboparopun Meauimackor reHetuku HUUND u TIK M3 PVY3. CranmapTHbIi
LATOI€HETUYECKUN METOJl BKJIIOYAET HECKOJIbKO CTaHJApPTHBIX MPOLEAYp:
BBIJICJICHUE WJIM HAKOIUIEHUE (KYJIbTUBUPOBAHME) KIETOK B COOTBETCTBYIOLIEH
CTaJuu MUTOTHYECKOTro IuKia (Metadasa, nmpodasza), runoToHnueckas oopadoTka
u QuKkcalusi KJIETOK, pacIIaCTbIBAHUE HUX Ha MPEAMETHOM CTEKJIe, OKpallluBaHUE
XPOMOCOMHBIX MpPENapaToB U MOCIEAYIONIETO aHaInu3a XpPOMOCOM TO0Ji CBETOBBIM
wim  (QIoopecleHTHbIM — MUkpockonoM. Meton  Beimenenus JHK — u3
nepudepuueckoit kposu. JHK Bbigensiim ¢ moMmouipio Habopa A BbIIEICHUS
JHK «Ammu-IIpaitm PUBO-tipern» OO0 «Hexctbuo» (Poccust) B cooTBETCTBUU
C MHCTPYKUUAMU (DPUPMBI-IIPOU3BOIUTEIISA.

Konuenrpanmto u  umcrory  BbigeneHHod JHK — w3mepsiim  Ha
cunektpodoromerpe NanoDrop 2000 (CIIA) npu mmmue Boaubl A260/280 Hwm.
Uucrora obpasnoB BeigeneHHor JIHK, ompenensemas otnomenuem A260/280,
coctaBuna, 1,7/1.8. Ammmdukanus JIHK npoBomunace Ha mporpaMMupyeMbIX
tepmorukiepax ¢upmer «Applied Biosysteemsy (CIIA) m «Corbett Research»
(QUAGEN, I'epmanwus), ¢ UCIOIb30BaHHEM TecT-CUcTeMbl koMmannun OO0 HIID
«Jlurex» (Poccust), o MHCTPYKIUU MPOU3BOIUTENS.

[lonyueHHble pe3ynbTaThl 00pabOTaHbl CTATHCTUYECKH HA MEPCOHATBHOM
kommbioTepe PentiumV ¢ momomieto mporpammuoro maketa Microsoft Office
Excel 2010, Bkimroyas WCIONB30BaHWE BCTPOSHHBIX (DYHKIMHA CTaTHCTHYCCKOM
00paboTKH.

B Ttperbert rmaBe guccepraunu «KiIMHUKO-HeBpoJOrMYeckue U
HellpoBH3yaJIM3allMOHHBbIE OCOOEHHOCTH ayTH3Ma Yy [JeTeil» IPOBOAUTHCS
CpPaBHUTEJbHAS OLICHKA JUHAMHUKH HEBPOJIOTHYECKOro cTartyca y aerer ¢ PAC.

CornacHO TOJYYEHHBIM JIaHHBIM O TMEpPUHATAIBHBIX (PAKTOPOB pHUCKA
(cocTtosinne peOEHKAa MpPU POKIECHUU U B MEPUOJ HOBOPOXKIEHHOCTH) B JAHHOM
ciayyae, y 49% oTMedanch HEBPOJIOTUUECKUE HAPYILIEHUS B IEPUOJ 10 | Mecs,
y 26% HeBpOJOTHYECKUE HapylleHusi B HeoHaTadanbHOM mepuonae. Okomo 15%
nerer umenn maccy npu poxaeHuun Menee 2500 rpam wmimm 4000 kumorpam.
Acdukcus u 3aaepxka BHYTPHYTPOOHOTO pa3BUTHUS BCTPEUYAINUCH Y 8% MalleHTOB.
CoracHO TIOJIy9eHHBIM JIaHHBIM O TIOCTHATAIBHBIX (aKTpax puckax, y 77% nereit
OTMEUaJIiCd IIJIOXOM TICHMXOJIOTHYECKHA KIMMaT B ceMbe, y 46% dyacTeie
3aboneBanus 'y 23% HabIaronpusTHBIE OBITOBBIC YCIOBHSI.

JleTn ¢ OETCKUM ayTU3MOM HMMEIOT JOCTOBEPHO 4Yalle OTATONIEHHOCTH
CeMEMHOro aHamHe3a Mo rncuxuyeckuMm 3abdoneBanusM (p<0,05), oTkiIOHEHHS B
aHTe- W nepuHataibHoM nepuone (p<0,05) u coueTtaHWe mepUHATAIBHBIX
dakropoB pucka (p<0,05), 4To MOXKET UTPaTh OOJIBIIYIO POJIb B (HOPMHUPOBAHUH
ayTUCTUYECKHUX PACCTPOUCTB.

CrpykTypa cCOMaTUYECKOW MAaTOJOTHHM XapaKTEPU30BAIACH B OOJIBILIMHCTBE
Cly4aeB HaJIW4ueM 3a00JIeBaHUS >KEIYJIOYHO-KUIIEYHOTO TpakTa (IUCKUHE3UHU
OWIIMapHOTO TpaKTa, XPOHWYECKHWE 3a00JIeBaHUS TACTPOAYOJCHAILHON 30HBI),
KoTopble cocTaBuiau 72,1% pgered B OCHOBHOW Tpymme, 4YTO JIOCTOBEPHO



OTJIMYAJIOCh OT Mmoka3ateneit kKouTposibHou (P<0,05). Tak ke B OOJbIIOM MPOIEHTE
cpeau JAeTell OCHOBHOM TpYIIbl BCTpeyalach alliepro- W HUMMYHOIATOJOTHS,
MpeACTaBlICHHAass  OpOHXWAJIBLHOM  acTMOW,  ATOHHUYECKUM  JE€PMATUTOM,
aJUIEPTUYECKUM PUHUTOM, BTOPUYHBIMU HMMMYHOAEC(PUUIUTHBIMH COCTOSIHUSIMU
(60,5% mnpotuB 9,6% coorBerctBeHHo; P<0,05). Ilatomoruss JIOP-opramos
(XpOHUYECKUN TOH3WIUINT, AaJCHOWIWUT, HCKPUBICHUS HOCOBOW TMEPETOPOJIKH)
Oosiee yacto auarHoctupoBaiuch y nereit ¢ PAC (23,3%), yeM B rpynime KOHTPOJIs
(7,7%). OTkJIOHEHUS B CEPIACYHO COCYIAHCTOH CHUCTEME IIPEICTAaBIICHBI OBLIH
MPEUMYIIECTBEHHO AUCHYHKIUSIMH CHUHYCOBOTO Y3JIa - CHHYCOBBIE Taxu- U
OpanuapuTMUM, CHHOATpUAJIbHOU OJI0Kanoi 2 cT. 1 Thma, KOTOpble BCTPEYAINCH Y
23,3% nererr ocHOBHOU rpynnsl Uy 7,0% - B KOHTposibHOU Tpymme. CodeTaHue
HECKOJIBKUX IMATOJIOTUH Yalle OTMEYAJIOCh B OCHOBHOM I'PYyNIE IETEH U COCTABUIIO
55,8%, B KOHTPOJILHOM K€ TPYIIIIE COYETAaHHAs MATOJIOTHS OTMEYanach 3HAYMMO
pexe u coctaBmia 9,6% (p <0,05).

Hesposiornuecknii ctatyc Ha MOMEHT OCMOTpPA AETEH XAPAKTEPU3OBAJICS
paccestHHOM MUKPOCUMITOMATHUKOW B BHUJE AUCCOIMALMA TOHYCA, U3MEHEHUEM
pedaekcoB (JIETKOW aCMMMETPHUH CYXOXKHJIBHBIX M TIEPHOCTAIBHBIX pediiekcoB),
HU3KOM pedyeBOl MPOAyKIUMEN U HaTnYueM JieeKkTa B COIIMaIbHOM OOILIEHHH.

Co CTOpOHBI 4YEpPEMHO-MO3TOBBIX HEPBOB — HEAOCTATOYHOCTH YEPEMHOM
WHHEpBAIMM B (opmMe acMMMETpUM M CIJIAXKEHHOCTH HOCOTYOHBIX CKIIAJIOK,
aCUMMETPHUH TJIa3HBIX IIENel, OTKIOHEHHUS Ss3blKa OT CpEIHEeW JIMHUM U Jp.;
HapyIlIeHHe KOHBEPIeHIIMU U akKoMoJauu Obuto y 15,6% nereid, criiaxkeHHOCTh U
MEHbIIIas MOABUKHOCTh HOCOTYOHOW CKJIAJKU: mpaBou - y 17,2% nerei, neBoi -
12,4% neteil; OTKIIOHEHUE A3bIKa OT cpeaHel TUHUK B 2% (y OONBIIMHCTBA JeTel
OTKa3 OT BBINOJIHEHUSI JaHHOW MHCTPYKIUHU), Oyap0apHBIX U MceBA0OYIb0apHBIX
CUMIITOMOB BBISIBIEHO He ObUI0, HO y 14% pereil OTMEUEHO MJIUTEIBbHOE
yAep>KaHUe MUILIHA BO PTY IPU COXPAHHOM IJIOTaTelbHOM peduiekce. Jlucconuanus
TOHYCA, MaTOJIOTHYEeCKUE pedIIeKChl, KOOPAUHAIMOHHBIC HapyIIeHus: Obutn B 35,5-
41,1% 1no cpaBHEHHIO C Tpynmol KIMHHUYECKOro cpaBHeHus 9,1%.
HeBponorudeckass cumnromatrka Obiia 0osiee BhIpaKeHa y JETeH ¢ ayTU3MOM B
BO3pacTHOU rpynne 3-6 JIeT U crilakuBallach, HO HE ucyesasa, B Bo3pacte 7-10 ser.

YV nereii ¢ PAC 3naunmo (p<0,05) BbllIE YacToTa pPacCTPOWCTB CHa
(AMCCOMHMU, WHCOMHHUU, COMHOJIOHTBHUS, COMHaMOYJIU3M, HOYHBIC KOIIMAaphl) -
41%. Taxxe oTMeEYaeTcsi, UTO MPOIEHT JIETEH, Y KOTOPHIX HET MaTOJOTUYECKHX
m3meHennd B [THC craructuueckn 3Haunmo (p<0,05) HUKE MO CpPaBHEHUIO C
KoHTpoIeM (42,8%, npotuB 9%) (Tadm. 1).



Tab6auna 1
CTpyKTypa HEBPOJIOrHYECKUX CHHAPOMOB (B Y% OT 00111ero 4ucia aereii ¢
JaHHBIMH 3a00J1eBaHUAMHU), abc¢. (%)

Ho3zonoruueckue Gpopmsr I'pynma OcHoBHas
KOHTPOJIA rpymnma
(n=35) (n =100)

CunzpoM nepudeprudeckoil IepBUKAIBHON HEAOCTATOYHOCTH 14,2 19 19

20 25 25

CHUHIpOM MBIILIEYHON TUCTOHUU

5,7 16 16

ITnpaMuIHO-, DKCTpaNIMpaMyIHasl CHMIITOMATHKA

GNP (NN O

OHype3 2,8 8 8
PaccrpoiicTBa cHa 5,7 41 41
IIpoune cuHIPOMBI 14,2 6 6
bes nmaronoruun [THC 15 42,8 9 9

[Tpumeuanue: * — pa3auuus cTaTUCTUYECKH 3HaYUMBI 1ipH p < 0,05.

Hapymenue peun Bctpeuanuck B 100% ciaydaeB o6oux rpymnn. B ocHoBHOM
IpyIIe 3HAYUTENbHO Mpeodiafanu CIyXOBOM THO3UC, aCTEPEOTHO3, CIYXOBO-
MOTOpPHBIE KOOpJMHALMM W JuHamudeckuil mpakcuc (87% ,83%, 83% u 77%
COOTBETCTBEHHO). [Ipu 3TOM B CpaBHMUTENBHOW TpyIIle ATUX HAPYUIEHUU OBLIO
3HauuTenbHO MeHblie (57%, 43%, 30% u 23% coorBercTBeHHO). Hapymenue
PUCOBaHUS M CIIyXO-peueBasi aMsITh BCTpeUaiach MPUMEPHO OJUHAKOBO B 00EHX
rpynnax (67% wu 83% B ocHoBHOMl u 57% wu 77% B cpaBHUTEIbHOU
COOTBETCTBEHHO).

JInsi OLIEHKM AWHAMHUKU COCTOSIHUSI JI€Tel B Mpouecce HaOMIoJeHUS U
JICYeHUsI B JAHHOM HCCIIEIOBaHMU ucIoib3oBaiiack VB-MAPP, omnenounoi
IIKAJION JJIsl ONPEEICHUS] BBIPAXKEHHOCTH ayTUCTUYECKUX MPOSIBJICHUN y JIeTe ¢
3 no 15 ner.

VY a5TuUx Jerei AOBOJBHO YAacTO OINpeaensiercss OOsi3Hb U HEPBO3HOCTD.
Campiil HU3KUN cpegHuil 6amn ObUl B CyOIlKane «HeBepOanbHasi KOMMYHUKAIUS»
U «HUCHOJIb30BaHHE MpeaMeTroB» mo 2,12 Oamna. B ocTalbHOM, UMENIH MECTO
CpeoHHE TOKa3aTeNu cpenu Bcex uccienyembix aerer. Y geret ¢ PAC y 80%
JeTel oTMevanach yMepeHHas CTeNeHb ayTu3Ma U Obuta B Auamnaszone 35-37 6anos,
y 6 pereit (20%) oTmewanach TsbKeNlas CTENEHb ayTh3Ma, OHHM ObLIu Ooiee
CTapIllero BO3pacTa.

Jlns BeIsiBIEeHUs ocobeHHocTed putMoB DI Oblna oOcneioBaHa rpymnma u3
24 6onbHBIX B Bo3pacTe 3—15 neT ¢ quarHo3oM paHHero jaerckoro aytusma (F84).
Cpennuii Bo3pact obcieayembix 10,5 ner. D3I peructpupoBaiu B COCTOSIHUU
CIIOKOMHOTO OOJpPCTBOBAHUSI C MOMOIIBIO annapaTHO-MPOrPAMMHOIO KOMILIEKCa
«Ounedanan-131-03». 3amuce D317  ocymiecTBIsIM  MOHOIOJSIPHO IO
MexayHapoanon cucteme «10%—20%» ot ppourtansubix (F3, F4), nentpanbHbix
(C3, C4), temennnix (P3, P4), sarbutounsix (01, 02), nepenneBucounsix (F7, F8),
cpeaneBucouHbiX (T3, T4) u 3agneBucounbix (TS5, T6) KOPKOBBIX 30H (HEUETHBIMU
urudpamu 0003HaYEHBI 00IACTH JIEBOTO MOIYIIAPHUS, YSTHBIMU — IIPABOT0).

B rpynne oGcnenyembix B 100% ciiydaeB HaOmromaercsi KIMHUYECKas
KapTUHA B BUJE CHIDKCHUS MCUXOPEYEBOM aKTUBHOCTH, OTCYTCTBUSL 3PUTEIBHOTO
KOHTaKTa C COOECEIHHUKOM, SMOIIMOHAILHOM JIAOMIBHOCTH, HECIIOCOOHOCTH K




YCTAHOBJICHUIO  B3aUMOCBSI3€Ml  CO  CBEPCTHUKAMHU, OTCYTCTBUSI  COIHO-
AMOIMOHATBHOMN B3aUMHOCTH, MOTJIONIEHHOCTHU CTEPEOTUITHBIMU u
OTpaHUYEHHBIMU UHTEPECaMU, MOBBIIICHHON JBUTaTEIbHON aKTUBHOCTH.

B Tabnume 2 mokaszaHo pacmpeaelieHne JoMuHupyromero D3I -putma B
rpymme obcienyeMmbix marueHToB. OOpaiaer Ha ceOsi BHUMaHHE OTCYTCTBUE Y
BceX oOclielyeMbIX JTOMUHUPYIOIIETO alb(a-puTMa, UHACKC aKTUBHOCTH MEHEe
50%, ne30praHn30BaHHBINA XapaKTEP AKTUBHOCTH.

Taoauua 2
Pacnpenesienue nomuHupywiero purma 331" B rpynmne odcieayemMbix
NalUEeHTOB
JIOMUHUPYIOIIUI PUTM Anbda- bera-putm Jenbra- Tera-put™
pUTM pUTM

Unco 00JIbHBIX 0 4 6 14
ITporeHt ot oOmiero yncnia 0 16,67 25 58,33
Jnanazon gacror, I'm 8-12 17-34 1-4 4-5

B 58,33% cnydaeB 1OMUHUPYET TE€Ta-aKTUBHOCTH B JIMANa30HE 4acTOT 4—5
['m, 4TO BO3MOXHO CBHUIETEIBCTBYET O 3aTPYJHCHUHM COIMAJIBbHOW aJlanTalllH.
CtouT OTMETUTD, YTO HAOJIOAIACH B3AUMOCBS3b MEXKY KOJIMYECTBEHHOU Mepoi
TE€Ta-pUTMA U TAKECTHIO COCTOSIHMSA. B cTanuu pasrapa KIMHUYECKUX MPOSBICHUAMN
Ha OO Obul BBIpaXEH TETa-PUTM BO BCEX 30HAX KOPbI M pPEayLHUPOBaH
3aThUIOUHBIA anbga-put™. llosiBIEeHHE MOJOXKUTETbHON NTUHAMUKHU 3a00JIeBaHUs
CONIPOBOXIAJIOCHh 3HAYUTEIBHOW PEAYKIUEH TEeTa-puTMa U JOCTOBEPHBIM
YBEIIMYEHUEM BBIPAXKEHHOCTH alib(pa-puTMma.

boimo BeiiBIeHO, uTO B 16,7% caydaeB (2 mamueHTa) OTMEYaloCh
yBelnueHue 0eTa-aKTUBHOCTH B MEPEIHETI00HOM 001aCTH, MPUYEM B KIMHUYECKOU
KapTUHE 3TO BBIPAXKAJOCh B BHUJE CIEAYIOUUX CHUMIOTOMOB: OECIOKONCTBO,
BbIpa)KEHHAs HEYCHUUYUBOCThb, X0Ab0A IO KOMHATE€ BO BpeMs OOCIeIOBaHUS.
Nunekc Oerta-2 akTUBHOCTH OBLI YBEJIWYEH BO BCEX 30HAaX KOPBI C JAUANA30HOM
yacToT 27-34 ', AMmutyaa JOMUHUPYIOLIEro OeTa-puT™Ma y JaHHBIX NallMEHTOB
coctaBmia 94 mMkB. AHanu3 gaHHbIX DO ¢ y4€TOM KIMHHUYECKOTI'O COCTOSIHUSA
MAIMEHTOB IMO3BOJWJIN BBISIBUTH B3aMMOCBSI3b OTIEJIBHBIX XapakTepucTuk D3I ¢
0COOEHHOCTSIMU CTPYKTYPBI KIIMHUYECKUX MPOSIBICHUH, YTO MOXKHO MCIIOJIb30BaTh
B KA4eCTBE JIOMOJHUTEIBHBIX MAapKEPOB B JIMArHOCTUKE PAHHErO JETCKOrO
ayTu3Ma.

Takum oOpa3om, HEBPOJOTHYECKAs] CUMIITOMATHKA y JETEH C ayTU3MOM
3aBUCUT OT  BO3pacTa M  XapakTEepU3yeTCsd  HAIMYUEM  PACCESTHHOU
MUKPOCUMIITOMAaTUKONH B BHJIE€ JMCCOIMAIIMM TOHYCa, M3MEHEHHEM pPedIIeKCOB
(Jlerkoli acUMMETPUU CYXOXHIIBHBIX W TMEPHOCTAIBbHBIX PEPIEKCOB), HU3KOI
pedeBOil TMPOAyKIMEeW W HaauuueM JedeKTa B COIUAIBLHOM  OOIICHHH.
HeBponoruueckue CHHAPOMBI (CHHAPOM MUPAMUIHOM, HKCTpaUpaMHIHOU
HEJIOCTATOYHOCTH, CHUHJIPOM MBIIIEYHOW AUCTOHUU, DHYpPE3 MU MPOYHE), MOTYT
SBJIATBHCSI CJIEICTBUEM JOCTATOYHO BBICOKOM YaCTOTHl CYyOKIMHHYECKUX (HOopM
MIOPaXKCHHS LEHTPAIBHON HEPBHOM CHCTEMBI B IEPUHATAIIBHOM MEPHUO/IE.

B uyerBeproin rmaBe gucceprauuu  «Pe3yabTarhl  MOJIEKYJISAPHO-
reHeruyeckoro anaausa resoB MTR u MTRR cpeau agereii ¢ ayruzsmom»



MPUBOASTCA JaHHBIE MOJEKYJISIPHO-TEHETHYECKOTO aHalu3a JIBYX MOJIUMOPQHBIX
BapUAHTOB, AaCCOIMHPOBAHHBIX C HapymieHusMH ¢GosatHoro mwkma: Bl2
3aBucumoini MeTuoHuHcuHTassl (MTR  Asp919Gly, A2756G, rs1805087) wu
MeTuoHUHCHH-Ta3bIipeaykTa3sl (MTRR Ile22Met, A66G, rs1801394). Jlons
XPOMOCOMHOM MAaTOJIOTUH MpeJICTaBIeHa Ha puc. 1.

OcHOBHOM

OcHOBHOM

OcHOBHOM

OcHOBHOM

OcHOBHOM

OcHOBHOM

OcHOBHOM

OcHOBHAA TPYTINIA SKEHCKITT KAPIHIOTHIT MYZKCKOIT

H HopmaneHelikapudmail.  H ] ienmremmocH)y KTy pbl Xp OMOCOM

Puc. 1. Pe3y1bTaThl HUTOT€HETHYECKOT0 HCCJIEIOBAHNS IeTel ¢ AyTH3MOM

B Tekymmii MOMEHT mpoAoKaeTcsi 00CiIeoBaHWE OTOOp M BBIJACICHHE
JHK y 0onpHBIX C ayTu3MOM Juisi co3aaHus coorBeTcTByromiero JIHK- Oanka
narueHToB (Tadm. 3).

Tabéanua 3
Pe3y.]1])TaTbI HNUTOTCHECTHYICCKOI'O HCCJICA0OBAHUA z(eTei/i C aYTU3MOM
Ne Bo3spact i Hccenenoanue kapuoruna
IIJIACTUHOK
3 15 Hopwmanehsiii myxckoit kapuotun 46,XY.

2 v 15 BersiBiien nomuMopdusm — yBeIM4eHne CIy THUYHOM
30HBI XpoMocoM 13 u 15 (s+). 46,XX.

3 v 15 BersiBiien nomuMopdusm — yBeIM4eHNEe CIy THUYHOM
30HBI XpOMOCOMBI 15 (S+). 46, XV.

4 4 15 HopMmanbHblil Mykckolt kapuotun 46,XY.

5 3 15 Hopmainbhslii sxkeHckuit kapuotur 46, XX.

6 5 15 Hopmainbhslii sxkeHckuit kapuotur 46, XX.

7 3 20 BersiBiien nomiMopdusm xpomocomsl 21 — yBennueHue
COYTHUYHOMU 30HHI (S1). Mysxkckoit kapuotun 46,XY.
Berisisiien nomimopdusm xpomocom 14 u 15 -

8 7 20 YBEJIMYEHUE CIIlyTHUYHOM 30HBI (S1). Myxckoi
kapuotun 46,XY.

Brisisien nomimopdusm xpomocom 14 u 21 -
yBEIMUCHHE CITyTHUYHOU 30HBI (S+, Stk+). B 43%

9 5 28 MeTada3 BBISBICHBI CATEITUTHBIC ACCOLUAIIUN
akpoueHTpuueckux xpomocoM (CAAX). Myxckoit
kapuotun 46,XY.

JKeHCKuH kapuotuil (46, XX)-3
Cpemice | 4,94059 | 17,5+1,49 oot e (( ) 6,XY))_6




Takum o0pa3oM, HNpH HUTOT€HETUUYECKOM HCCIEIOBAHUM CpeIU JEeTel ¢
ayTO3MOM yCTaHOBJEHHI xkeHckui kapuotun (46, XX) B 33,3% u B 66,7% ciyuasax
Myxckoi kapuotun (46,XY). Pacmpoctpanennocts mnomumopdusma rs1805087
(A2756G) MTR Obina onpenenena y 50 geteit ¢ ayTu3aMoM U y 54 KOHTPOJIBbHBIX
NETEH.

Pacnipoctpanennocts wactor reHotunoB AA, AG u GG y gerei,
cTpazaromux aytusmom, coctabuia 64,70%, 31,37% u 3,92%, cOOTBETCTBEHHO,
TOrJa Kak B KOHTpoJbHOW rpynmne — 72,22%, 25,93% u 1,85%, cOOTBETCTBEHHO

(puc. 2).
; y O reporrm AA (%) O reHorim AG (%) EreHoTmmGG (%)
OcHoBHOII

(OCHOBHOII

O CHOBHOIT S o (:)CHOBHOﬁ
(OCHOBHOII 50,0
(OCHOBHOII
OCHOBHOI1 ¥2=1,64; p<0,01
OCHOBHOI1 (OcHOBHOII OCHORHOI
OCHOBHOIT —I e '
(OCHOBHOII N - _|
OCHOBHOIi OCHOBHOTI OCcHOBHOII
OCHOBHOI1 — !
Aytism (n=50) KoHTponsHag rpymma (n=538)

Puc. 2. Pacnipenenenue reHoTunoB noumopgusma A2756G rena MTR
B 00CJ1eI0BAHHBIX I'PyNIax

UccnenoBanne  pacopenesieHus  4acTOT — ajieied HW  TEHOTHUIIOB
nonumopduoro mapkepa rs1805087 (A2756G) rena MTR cpenu nereir ¢
JIMarHO30M ayTU3M M B KOHTPOJIbHOM Tpymme Cpeau YCIOBHO-3/I0POBBIX JETEH HE
BBISIBWJIO  CTaTUCTUYECKU-3HAUMMBIX  paznuuuid. YacToTel  pacrpejeneHus
reHotuma rerepo3urot A/G coctasisio 31,4 % (16/51), a B KOHTPOJIBHOM TpyIIIe
25,9% (14/54), cootBerctBenHo (Y2 =0,47; p=0,24; OR=1,35; 95% CI 0,57-3,17;
df=1).

Pacnpoctpanennocts yactor amiened A u G noaumopduszma rs1805087
(A2756G) rena MTR y nereii c¢ ayrusmom coctaBuia 80,39 u 19,61,
COOTBETCTBEHHO, @ B KOHTPOJIBHOM Tpymre - 85,2 u 14,8, cooTBETCTBEHHO (pHC. 3).

- OCHOBHOIT

B O crormoit

Mamtens G (%)  DOammens A (%)

KoHTponbHas rpyria 1o .
JCHOBHOIT

aAyTH3M - -
- | (OCHOBHOIL

OcHoBfioHOBHOHOBHUHOBHUTHOBHOHOBHTHOBHTHOBHOHOBHUHOBHTHOBHOIT
Puc. 3. Hacrorsl anieneit nomumopgpusma rs1805087 (A2756G) rena MTR B
00cJ1eI0BAHHBIX IPyNIAX
Yacroter AA, AG u GG y gereit ¢ ayruzmoMm coctaBwii 11,8%, 68,6% u
19,6% cooTBeTCTBEHHO, B KOHTpOJbHOW Trpymme - 64,8%, 25.9% u 9,3 %
cooTBeTCTBeHHO. YactoTel aiutenet A, G B getu ¢ aytusmMoM coctaBuiu 46,0%,




54,0% COOTBETCTBEHHO, a B KOHTpOJNIbHOW rpymme - 77,8%, 22,2%,
COOTBeTCTBeHHO.  llosiydeHHbIE B  XOJIe  NIPOBEACHHOTO  HCCIIECIOBAHUS
nonumopdusma rs1805087 (A2756G) rena MTR nanuble, XOTS U HE BBISBUIU
CTATUCTUYECKH 3HAUYMMBIX Pa3JIMuui B paclpeesiCHUU ajijiesieil 1 TeHOTUIOB BCE
OOHApYKUJIU ONpENETCHHBIC KOPPEISAInU. AHAIN3 PE3yNbTaTOB PACIPEIACICHHUS
F€HOTUIOB MOJUMOp(PU3Ma YCTAHOBWIJI HaIM4KMe CJIa00W KOPPEJSIUOHHON CBSI3U
rerepo3urotroro reroruna A/G (y2 =0,47; 95% CI 0,57-3,17) ¢ npeobnaganueM B
1,2 pa3za cpeau MNalMEHTOB C ayTU3MOM, MO CPaBHEHHUIO C TMOMYISLIUOHHON
BBEIOOPKOHM, YTO B II€JIOM HE MPOTHBOPCUYUT JaHHBIM HCCIeoBaTeNei. Tem He
MeHee, ObUTa yCTaHOBJICHA CTATUCTUYECKH HE3HAYMMas KOPPEJSAIusl CBS3aHHAS C
MOBBIINICHWEM CTETICHW BBISIBICHUS amienss G y JeTell ¢  yCTaHOBJICHHBIM
JMArHO30M ayTh3M B 1,4 pasza, OTHOCUTENHHO KOHTPOJIBHOU BBIOOpKH (95% JIU =
0,68-2,93, df=1). B nienom nony4eHHbIE TaHHBIE HE MPOTUBOPEUAT U COTIIACYIOTCS
JTAaHHBIMH HCCIIEIOBATEIICH.

B rene MTRR obnapyxen psig nomuMophu3MoB, ISl OJJHOTO U3 KOTOPHIX, a
nMeHHo A66G, nokaszaHa acconuanus ¢ aytusmom. Hacrora reHotuna AA, AG u
GG y nereit ¢ aytuzmoM coctaBuiu 13,7%, 66,7% u 19,6% cOOTBETCTBEHHO, a B
KOHTPOJIbHOM rpynmne - 63,0%, 24,1% u 12,9% cooTBeTcTBeHHO. YacTOTHI aieneit
A, G y nereit ¢ ayrtusmoMm coctaBwi 47,1%, 52,9% cOOTBETCTBEHHO, a B
KOHTpOJIbHOM rpynme - 75,0%, 25,0% coOTBETCTBEHHO.

VY CTaHOBIIEHO CTAaTHCTUYECKHA 3HAUYMMOE OTKJIIOHEHHE OT paBHOBECHUsI Xap/Iu-
Baitn6epra mis nonmumopduzma A66G rena MTRR B rpymime (Mexay oxxunaemMon
u HabOiomaemMol yactoramu pacrnpenenenus) (x2 = 6,92; p=0,006). Oxunaemas
JacToTa pacrpejeneHus reHotunoB 1no PXB B aytusme: A/A =22,1; A/G =49,8;
G/G =28,0. Habmonaemas 4actoTta pacrpezenenus reHotunos no PXB B rpymnme
oomeHBIX: A/A =13,7; A/G =66,7;, G/G =19,6. Otkinonenue or PXB MoxHO
OOBSCHUTHh HEJIOCTATOYHON YHUCICHHOCTHIO BBIOOPKH AaHAIU3UPYEMOU TPYIIIIbI
(Tab.4).

Start

A-allele

Start

G-allele

Humepnpemayus pesyromamos: 1.(+/-) renoturie A/G; 2 ( — reHotun A/A;
6,7,15,16 — roMo3uTOTHBIN reHOTHIT A/A (HOpMaTbHBIA TEHOTHII);
3,5,8,9,11,13,14,17,18 — rerotun A/G (reTepo3uroTHBII TEHOTH );
4,10,12—- romo3urotHsiii reHoTHn G/G (MyTaHTHBIN T€HOTHIT).
Puc. 4. Dnexkrpodoperpamma aerekunu noaumopduzma A66G rena MeTnoHUH
cunrasapenykrasa (MTRR)

[Ipu ananusze pacnpenesieHHs] 4acTOT ajUielied U TeHOTUIIOB MOJIUMOpP(HOTO

mapkepa A66G rena MTRR Obpuin 0OHapyXeHBbI CTaTUCTUYECKU TOCTOBEPHBIE



paznuuus. beuto mokaszano, yto Hocutenuw amiens G u reHoruna G/G uUMEOT
MOBBINNIEHHBIN puck pasuTws aytusma (amrens G: OR=3,38; 95%CI: 1,88-6,05;
renotuna G/G: : OR=6,94; 95%CI: 1,96-24,53, cooTB.), B TO BpeMs KaK HOCUTEIN
amtens A u reHoruna A/A — nonmxeHHbI puck (awtens G: OR=0,3; 95%CI:
0,17-0,53).

Takum oOpa3oM, paHHSIE AMArHOCTHKA ayTW3Ma Ba)KHA, MOTOMY 4YTO OHa
MO3BOJIIET HA4yaTh 3aHATHUS M KOPPEKIHUIO0 ayTh3Ma HaMHOro pasbiie. Jlis
MaJICHbKUX JI€Tel C ayTM3MOM 3TO O3HayaeT, YTO HABBIKU, HEOOXOIMMBIC s
JOCTH>KEHUSI TIOJIHOTO TMOTEHIMana, MPEeNnojalTcsl Ha paHHEeW cTaauu, Korja
MJIACTUYHOCTh MO3ra ropa3ao Oosiee BbIpakeHa, U, CJIEeJI0BaTENbHO, BO3JICHCTBUE
BMeEIIATEIHCTBA HAMHOTO 3 (hEeKTHBHEE.

B nsToii rnase “JddekTnBHOCT, ABA Tepanuu npu Jie4yeHUH ayTu3mMa y
aereil”  mpeactaBieHa  d()QPEKTUBHOCT  METOJNOB  KOPPEKIHMH  ayTHU3Ma
MOBEJICHYECKON Tepanmuu WM METOJ MPUKIAIHOrO aHanu3a noseacHuss ABA
(Applied behavior analysis). M3 100 oGcnemoBaHHBIX JaeTedl 25 — OCHOBHas
rpyIma, MpoXOoauiu JedeHue ¢ nomoiubio ABA Tepanuu, a 75 nereil — rpymmna
CpaBHEHMS, TMOJNyYaBIIME CTaHAApTHYI0 (apMakoTepanuil0 ¢ 3aHATHS C
noroneaoM. JluHamuky 3¢ HEKTUBHOCTH JIEUSHUS OLICHUBAINA Yepe3 6 MecCsIeB OT
Havyasa Tepanud. J(GPEeKTUBHOCTH JieueHUs OblIa OIleHEHa Mo mporpamme VB-
MAPP B o6eux uccieayeMbIX rpymnmnax.

Onenka HaBbIKa MpockObl: 10% He Brnamenu HaBbikoM, 30% Blamenu IBYyMs
pa3sIUYHBIMU TMPOCKOAMU TPU TOMOIIU CJIOB, JKECTOB WU aJbTEPHATUBHOMU
KOMMYHUKaAllMK, HO HYXaarTcsi B mnomouiu. 20% Biaaenu 4-Ms pa3iudHbIMU
npockbamu camocrtosTenbHo eme 40% Bnanenu 6-10 pa3IMYHBIMUA MPOCKOAMU
CJIOBaMHM, KECTaMU WIH aJbTEPHATHUBHON KOMMYHHKAIMed C 2-Ms pa3HbIMU
JFOJIBMU B 2 pa3IUUHBIX CUTyanusx (puc.5).

OcHOBHOM

——T
/Ocuoauoﬁ

OcHOBHOM

mOHaBbK OTCY TCTBYET
B2 npocbibl (L1063, HECTH, NHIA AALTEPHATHEHIA KOMNY HIKA UNA

04 npocbbnl {CA0BA, MECTH, HHAA A1bTEPHITHEHIA KOMMY HIEA UpA

06 npocsbc 2 | %1 < Wb CACE, MECTOB ANGO 3 PHATHBHOI Ky y

Puc. 5. ChpopmupoBaHHOCTH HABBIKA IPOCHOBI

Bce ydacTHHKHM uccleOBaHUS MOJYYUINM BBICOKHE OaJlibl MPU OIEHKE
TpyAHOCTEHl B OOyYE€HUH, T.€. OOJBIIUM KOJHUUYECTBOM CIOKHOCTEH B
o0yueHUM, MOITOMY Obla HeoOXoauMa MporpaMma KOPPEKIHU Ha3BaAHHBIX
TpyaHocTell. Bce ydyacTHUKM ucCCIeNOBaHHS MHOJYUYMJIM HU3KUE Oallibl NpH
OLICHKE IEepPeXo0/0B, T.€. OOJBIIMM KOJUYECTBOM MpErpaj mpu TIPyHnIoBOM
o0yueHUM, MO3TOMY H3HaudajdbHas NporpamMMma MNPOBOJAUIACH B MPUBBIYHOMN
VHIUBUIYAJIBHOW cpene. Bce y4YacTHHKM  HCCIENOBaHUS  MNPOSBUIU
HEJIOCTAaTOYHOCTh BO BCEX rpynmnax HaBblKOB 10 VB-MAPP, nosenenueckue
U IPOYME CIOKHOCTH, MNPEMATCTBYIOMINX FPYNIOBOMY O0YUYECHHUIO.



AHanu3 pe3yJabTaTOB HAIIETro HUCCIEJOBAHUS MPOJEMOHCTPUPOBAI, YTO
y JeTel ¢ ayTU3MOM JOMIKOJBHOrO BO3pacTa KOHCTATHUPYETCS OIIyTHUMas

MMOJTOXKHUTCIAbHAA AWHAMHKA PA3BUTHA PCUYCBLIX,

COLIMAJIBHBIX W HIPOBBIX

HAaBBIKOB, U MOATBEPAUI dPPEKTUBHOCTD MeJarornuecko koppexmauu ABA-

Tepanuei. (puc.6).
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Puc. 6. I[I/IHaMI/IRa HUCCICTOBaAaHUA PAa3BUTUA JOIIKOJBbHUKOB ¢ QYTU3MOM C MOMOUIIbIO

VB-MAPP

B pe3ynbTaTe NpoBeIeHHBIX UCCIEOBAHUIN ObLIO YCTAHOBICHO YIIyUllIEHUE,
KOTOPOE€ HOCHJIO B HEKOTOPBIX CIydYasX JOCTOBEPHBIM XapakTep, HO IMPHU BCEX
nokazarensx pas3Butus aered ¢ PAC ormeuanach TEHACHIMS K YJIYYIICHHUIO B
OCHOBHOM TpyIIEe [0 OTHOLICHUIO K Tpynne cpaBHeHUs (Tad. 4).

Tao6auna 4
Pa3zButue o0caenoBannbix aerei ¢ PAC
IToka3zarens pa3BUTHS OcHoBHas rpynna I'pynma cpaBHEeHUs
Ho Ilocne Ho neyenus | Ilocne
JICUCHUS JICUCHUS JICUCHUS

Dxoanuu 28% 16% 24% 20%
OTcyTCcTBUE B JIEKCUKOHE 20% 12%* 24% 14%*
MECTOMMEHHUS «S»
Hapymenue rpaMMaTuyeckoro 12% 6%* 12% 8%
CTpOS peun
OTCyTCTBHE HABBIKOB OIPSITHOCTH 12% 8%* 10% 8%
HeanexBaTHOE 3MOLIMOHATIBEHOE 16% 8%* 12% 8%
pa3BUTHE
Haymune tpeBoxkHOCTH M pobUi 12% 6%* 12% 8%
3aTpyiHEeHUE KOMMYHHUKaTHUBHBIX 36% 16%* 40% 24%
byHKIMI
ATpeccuBHOCTb 20% 14% 16% 14%
JlBurarenpHble CTEPEOTUIINU 12% 8% 10% 8%
Heo0xoaumocTh MPUCYTCTBUS 16% 8%* 16% 10%
MaTepH MepeJl 3aChlaHueM
OTcyTCTBUE UTPOBOU ACSITEIHHOCTU 28% 18% 28% 24%
Urposeie cTepeoTunu 64% 34% 60% 50%




[Tpumedanue: * - OCTOBEpHOCTH JaHHBIX MKy rpymnmamu (P<0,05)

B rpynne cpaBHeHMs Tak K€ IpPU BCEX NOKA3aTENSIX Pa3BUTHUS NETEH
OTMEUYEHA TMOJOXUTEIbHAs JUHAMMKA B  IPOLECCE  JICYEHHUs, OIHAKO
JOCTOBEPHOCTh PETUCTPUPOBANACHh TOJBKO NpH Mokazarensix «OTCyTCTBHE B
JnekcukoHe  mecrouMenus  «S».  KommiekcHoe — siedeHwe — CcrocoOCTBYeT
BoccTaHoBlieHHIO y pebeHka ¢ PAC He TOIbKO HAaBBIKOB Pa3BUTHUS, HO U TaKkKe
HUBEJIIMPOBAHUIO CUMIITOMOB TPEBOTH U (OOUM - moUTH B 2 pasa, MO0 OTHOIIECHUIO K
rpyIIe CpaBHEHUS, I€ JETH MOIyYall TOJbKO apMaKoTeparuio.

Kpome sToro Hamu ObUIH MPOBEJAEHBI UCCIECIOBAHUS ISl U3YyUCHUS TaHHBIX
OWHAMUKHU TIOKAa3aTelerd 3pUTEIbHOM M CIyXOpE€YeBOM TNaMsTH, BHUMAHUS,
MBICIIUTENILHBIX TPOIIECCOB, AIMOIMOHANIBHOM cepnl (TadI. 5).

Ha MomeHT OKOHYaHusA HCCIENOBAHUS Mbl OTMETWIIM IOJIOKUTEIBHYIO
JVHAMUKY: YBEJIMUYCHHUE MTO3HABATEIBHOIO MHTEPECA K OKPYKAIOIIEMY, CHHKEHUE
YTOMJISIEMOCTH, BO30yAUMOCTH, arpeccuBHOCTA. OrmnepaTtuBHas MaMsITh B
3pUTENBHONM MOJAIIBHOCTH BO3pocia B 1,93 pasa, B cimyxopeueBod MOJAIbHOCTH -
B 1,76 paza. Ilpou3BojibHOE BHUMAHHUE CTajl0 OUIYTUMO OOJiee YCTONYUBHIM,
KOJIMYECTBO OIIMOOK Yy HAIIMX HCCIEAyeMbIX yMeHbIImioch B 1,28 paza. Ilocine
MPOBEAECHHOTO Kypca OOYy4YeHHsI JE€TU CMOTJIM BBINOJHATH B cpeaHeM Ha 2,95
3alaHui OoJibllle, a MPOAYKTUBHOCTH MBIIILJIEHUS BO3pocia B 3,57 pasa.

[locne mpoBeneHHOTO Kypca 0OydeHHs y JeTeld YMEHBIIWIOCh KOJIUYECTBO
¢$bobuil, cHU3MIACh 00Iast TPEBOKHOCTD, OLIYTUMO YMEHBIIWIUCH arpeCCUBHbBIE U
JETIPECCUBHBIE PEAKIINU Y UCCIIETYEMBIX JIETEH.

Tao0auna 5
Jlannble o0caenoBanus aerei ¢ JJA 10 1 mocJie JjedeHust
IToka3arenu OcHoOBHasl rpynna I'pynma cpaBHEHUs
Jo neuenus ITocne Ho neuenus | Ilocrne
JICUCHUSA JICUCHU

A

JlaHHBIC TMHAMUKH [TOKA3aTEJIEH 3PUTEIILHON U CIIyXOpE4eBOM NaMsATH

OObeMm 3puTeNbHON MaMsITH (TIepBoe 1,5 gurypst | 2,9 ¢purypsr | 1,24 ¢purypsr 1,7
MIPEIbSIBICHHE) burypsl
O0Bem ciayxopeueBoi mamsTu (epBoe 2,1 cnoBa | 3,75 cnoa 2,2 cnoBa 3,0
MIPEAbSIBICHUE) CJI0BA
JlaHHbBIE TMHAMUKY NTOKA3aTeIel BHUMAHUS
Kon-Bo omm6ok 3a 1 MuH | 9,1 | 7,3 | 8,8 | 8,1
JlaHHBIC TMHAMUKY MMOKA3aTeNei MPOTyKTUBHOCTH MBIIIJICHHS
Ko7-BO BBINOJIHEHHBIX 3a1aHUI | 2,15 | 4,1 | 2,3 | 2,9
JlaHHbBIE TMHAMUKY NTOKA3aTeIeH SMOLMOHAIBHOMN Chepsl

Dobun 6,1 4,7 6,9 5,9
TpeBoKHOCTH 7,3 5,6 6,4 5,9
ArpeccuBHbBIEC pEAKIINU 7,6 6,3 7,7 7,1
JlenpeccuBHBIE peakiuu 54 3,9 5,8 5,2

B 92% ciyuaeB y nereii OCHOBHOW TpYIIIbl OTMEYAIH IMOJ0XKHUTEIbHYIO
JMHAMUKY TO3HABATEIIbHOU JEATEbHOCTH YMEPEHHON U BBIPAKEHHOU CTEMEHU; Y
40% nereld KOHCTaTUPOBAIM CJIa00 MOJIOXKUTEIbHYIO TUHAMUKY, a B 8% cilydaeB
JMHAMHKa OTCyTCTBOBasa. Y 8% jeTeil MojoKUTeNbHAasl JUHAMHUKA Obljla BECOMO
BBIpaXK€HA, OTMEYAIM 3HAYMMOE YIY4YIICHUE HMOIIMOHAIBHOTO COCTOSIHHUS,




MOSIBJICHHE MTPOU3BOJIBHOMN JIESITENbHOCTH, CHUYKEHHUE JBUTATEIbHBIX CTEPEOTUITUH,
MOSIBICHUE KOMMYHUKATUBHOM (QYHKIIMU peun. Y JAeTeil, o0ydaBmIMXCS MO
CTAaHJAPTHOM METOJMKE, TMOJOXKUTEIbHYI0 JUHAMUKY BBIPQXEHHOW CTENEHU
KOHCTAaTHUPOBAIM TOJBKO y 8%, JAMHAMUKA TO3HABATENBHOW JESITEIBHOCTH
yMepeHHol ctereHn y 28% nereit, B 36% - cimaboit creneHu, B 28% ciy4aes
OTMEYaeTCsl OTCYTCTBHE TUHAMHKH, T.€. OTCYTCTBHE U CIa0yr0 JUHAMHKY B 64%
CJIy4aeB; TOJbKO Yy ueTBepTH Jietent (36 %) ymepeHHas U BbIpa)KEHHAs JUHAMUKA.

Y pereid ¢ ayTM3MOM M3 OCHOBHOW Ipynnbl udepe3 6 MecCsleB JICUCHUS
OTMEYaeTCs JOCTOBEPHOE TMOBBINICHHE cpeaHnx OamioB VB-MAPP (47,5t4,3
npotuB 83,6+5,5; P<0,05), Torna kak B rpyIie cpaBHEHUsI cpeliHre Okl yepes 6
MECSIIEB HE 3HAUYUTENIbHO OTJIMYAIUCh OT OaJlJIOB OCHOBHOMW rpyribl. [ToBbIieHue
cpeaHux OaljioB B OCHOBHOHM TpyIIEe CBUAETEIBCTBYET O TOM, YTO Yy JETEU C
ayTU3MOM IOBBICUJIMCh HaBBIKM PEUYHM U COIMAJIBLHOIO B3aMMOJCUCTBUS, a TakKKe
puoOpeN HaBbIKU KOMMYHUKATUBHOCTHU.

3AKVIIOYEHUE

1. HeBposnoruueckass CUMIITOMATUKa y AETEH ¢ ayTU3MOM 3aBUCHUT OT BO3pacra u
XapaKTepu3yeTcss HAIWYUEM PACCESTHHOM MHUKPOCHMIITOMATHKOW B  BUIE
JUCCOLMAllMM  TOHyca, U3MEHeHueM peduekcoB  (JIETKOM  acUMMETpUU
CYXOXWIbHBIX M TMEPUOCTAJbHBIX Pe(IEKCOB), HU3KOW PEUYEeBOM MPOAYKIMEH U
Hajnu4yueM Jedekra B COHaIbHOM OOLIEHUH.

2. HeBponorndeckue CUHAPOMBI (CHHIPOM TMHPAMUTHOMN, SKCTparupaMuIHON
HEJIOCTATOYHOCTH, CHHJPOM MBIIIEYHOH JOHCTOHHMHM, OJHYpe3 U IMPOUHeE),
BBISIBIISIEMBIE Y JE€TEH C ayTU3MOM, SIBJISIFOTCSI CIIEICTBUEM JOCTATOYHO BBICOKOM
4acTOThl CYOKIMHUYECKUX (DOpPM TOpakKeHUs LEHTPAIbHOW HEPBHON CUCTEMBI B
MepUHATaJIbHOM MEPUOJIE.

3. AHanu3  JaHHBIX  OWO-3JIEKTPUYECKON  aKTHBHOCTH MO3ra ¢  Y4ETOM
KJIMHUYECKOTO COCTOSIHMS TAlMEHTOB TO3BOJIMJIM  BBISIBUTH  B3aUMOCBSI3h
OTJIEIBHBIX XapakTepucTUK DI ¢ 0COOEHHOCTAMH CTPYKTYPBHI KIMHUYECKUX
NIPOSIBIICHUI, YTO MOXHO MCIOJIb30BaTh B KA4E€CTBE JOMOTHUTEIHHBIX MAPKEPOB B
JTUATHOCTUKE PAHHETO JETCKOTO ayTH3Ma.

4. TIpy UTOT€HETUYECKOM HMCCIICIOBAHUU CPEIU JIETEeH C ayTH3MOM YCTaHOBIJICHBI
xeHckui kapuortun (46, XX) B 33,3% u B 66,7% cinyuyasax My»)ckoil kapuotun (46,
XY), 4T0 MOXET OBITh HCIIOJIb30BAHO KaK KPUTEPUH paHHEW JMarHOCTUKHU
ayTh3Ma y JeTeH.

5. [Ipu MoOneKyIsIpPHO-TEHETHUYECKOM HCCIEJOBAaHUHM BBIABICHO, YTO HAJWYHE
amtens G MTR A2756G B 1,4 pa3a noBbllIaeT PUCK BO3HUKHOBEHUS ayTU3Ma, IO
cpaBHeHHI0 ¢ Hamumuuem amiens A (95% AU = 0,68-2,93, df=1). Yactora
BcTpedaeMoctu monmmopdusma rsl801394 rena MTRR munoproro G amnens y
OOJBHBIX ¢ ayTU3Ma coctaBmiia 52,9%.

6. BeisiBena cratucthuecku 3HauumMas accouuanus amiens G u rerepo A/G,
romo3urotHoro renotumna G/G nmonmumopduszma rsl801394 rena MTRR, koropas



CBSI3aHA C PUCKOM pa3BuTUs ayTtu3Mma. [lpu 3ToMm, Hanuuue amnens A U reHoTuna
A/A nomumopdusma rera rs1801394 rema MTRR moHmkaeT pUCK pa3BUTHSA
ayTU3Ma.

/. JIocTOBEpHO 3HAYMMBbIC YJIYUILICHUS COIMAIBHOM aJanTalid U TOBBIIICHUE
KOMMYHHUKa0€IbHOCTA y MAallMEeHTOB C PAaHHUM JETCKUM ayTU3MOM BBISIBIICHBI
MOCJ€ BKJIIOYECHHS B KOMIUIEKC JIMATHOCTUKHM TICUXO-PEUYEBBIX HAPYIICHUH,
COUMAJIBHOM  ajanTalMd ¢  KOMMyHMKauud nporpammy VB-MAPP u
TpaguuuonHoro Jsedenuss ABA tepanuu. [loBbllieHue cpenHux OasioB B
OCHOBHOW T'pyIIE€ CBUIETEIBCTBYET O TOM, YTO Y JIETEN C ayTU3MOM IOBBICUIIUCH
HaBBIKM PEYM U COLUAIBHOTO B3aUMOJCHUCTBUS, a TaAKXKE MPUOOPETECHUE HABBIKOB
KOMMYHHUKAaTUBHOCTH B cpeiHeM Ha 45,3%.
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INTRODUCTION (abstract of the PhD thesis)

The aim of the research conducting clinical neurophysiological,
cytogenetic and molecular genetic studies in children with autism spectrum
disorders with the development of prognostic criteria and determination of risk
factors for their development.

The object of the study was 100 children aged 2 to 15 years who were
treated with autism spectrum disorders in the hospital of the Tashkent Pediatric
Medical Institute for 2017-2020.

The scientific novelty of the study:

for the first time in autism, it was shown that the association of the G allele
of the MTRR rs1801394 gene polymorphism and the association of the
homozygous genotype A / G hetero, G / G are inextricably linked with the risk of
developing autism;

for the first time it was found that the presence of the A allele and the A/ A
genotype of the rs1801394 polymorphism of the MTRR gene reduces the risk of
developing autism.

for the first time, the correlation between neurological syndromes and
clinical manifestations of autism in children with autism has been proven.

The effectiveness of the VB-MAPP assessment program in the diagnosis of
mental and speech disorders, social adaptation skills and verbal behavior in
children with autism has been proven.

Implementation of research results. Based on the scientific results
obtained to optimize clinical and neurological parallels and prognostic features of
autism in children:

methodological description "The effectiveness of a treatment regimen using
applied behavior analysis (AVA) in the treatment of autism in children™, based on
the results of a study to optimize the clinical and neurological parallels and
prognostic features of autism in children (Certificate of the Ministry of Health 8n-d
/ 257 dated October 22, 2020). This guidance helps to shorten the duration of
treatment, reduce the number of unwanted complications and increase the
effectiveness of treatment;

The obtained scientific results on the optimization of clinical and
neurological parallels and prognostic features of autism in children have been
introduced into medical practice, including into the clinical practice of the clinic of
the Tashkent Pediatric Medical Institute (Certificate of the Ministry of Health No.
08-09 / 6212 dated June 29, 2021). The results of the study made it possible to
shorten the duration of treatment, prolong the period of remission and adapt
children with autism to their environment.

The structure and scope of the dissertation. The content of the
dissertation consists of an introduction, four chapters, a conclusion and a list of
references. The volume of the thesis is 102 pages.
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