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AYTUCTUHECKOIO CINEKTPA Y D,ETEVI B OJJ,ECCKOIZ OBJIACTHN
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CyuwiecTByeT TEHAEHUMS K YBENYEHMIO YMCNa NALMEHTOB C ANArHO30M PAcCTPOACTB
ayTucTmyeckoro cnektpa B YkpamHe Ha 30 % B rog. HecmoTps Ha 3TO, B YKpauHe He
NPOBOANTCH CUCTEMATUYECKMX KOMMJIEKCHbIX UCCleaoBaHUN, a Takxe Naoxo paspaboTa-
Hbl METOAbl U KPUTEPUN ONArHOCTMKK N nedeHus naumeHToB ¢ PAC. Llenbio gaHHol pabo-
Thl ABNsieTCA 0030p COBPEMEHHbIX METOA0B aHanM3a MOJIEKYNSPHON reHeTUKn n obmMeHa
MUKPOSJIEMEHTOB, a TakKXe MX MUCMNONb30BaHME B KJIMHUYECKON MpPaKTuKe.

MN3BECTHbI MHOrO4YUCAEHHbIE MONMMOPPU3MbI, accounmpoBaHHble ¢ PAC, B TOM yncne
rs10513025 B pernoHe xpomocombl 5p15, rs7794745, rs2710102 B reHe, kKogupylowem
6enok CNTNAP2, rs1858830 B reHe, koaupywowem 6enok MET, mukpocaTtenut B reHe,
koaupytowem DISC1 accounmpoBaH C ayTM3MOM, B TO BPEMS KakK OAHOHyKneoTugHas
3ameHa rs1322784 wn rannotun “HEP3” accouunnpoBaHbl ¢ cuHapomom Acneprepa,
rs1804197 B rene, kogupyowem APC, rs265981, rs4532 1 rs686 B reHe DRD1, rs2745557
B reHe uuknookcureHasbl-2 (cyclooxygenase-2, Cox-2), rs1143674 B reHe anbda-4 WH-
TerpuHa (integrin alpha-4 ITGA4) (KOTOpbIA SBASETCA BaXHEWMLIUM 3BEHOM B KJIETOYHOWN
abcopbunm xenesa n op. metannoB), rs6766410 n rs6807362 B reHe HTR3C , rs2217262
B reHe DOCK4, rs373126732 1 rs184718561 B reHe DIXDC1, rs757972971 B reHe SLC7AS.

KnrouyeBblie cnoBa: pacctporicTBa ayTUCTUHECKOro CreKkTpa, reHeTn4yeckme nameHe-
Hus, ancbanaHc MUKPO3JIeMeHTOB

HapylleHMsaMKn B Tpex obnacTtax ¢ HacTyn-
JIEHVEM OJHOr0 WM HECKONbKUX U3 HUX B

HeBponorunyeckue paccTpoictsa, B
TOM 4YMCNE 3a0EepPXKU Pa3BUTUSA, YMCTBEH-

Hasi OTCTaNOCTb U PaACCTPONCTBA ayTUCTU-
yeckoro cnekTpa (PAC) satparmneatoTt ao 15
% peten [1], n KOnMM4eCcTBO MX B YKpauHe
C KaxabiM rogom ysenunumaetcs Ha 30 %.
Tem He MeHee, B nogasnsaowem GONbLUNH-
CTBE CJ/Ily4a€eB, KIIMHNYECKNE MPOSBNEHUS Y
pebeHka He A0MNyCKaeT OKOHYaTeSIbHOro
3TMONIOrMYECcKOoro avarHosa.

PAC xapakTepunsyloTcs HapyLeHnaISMu
B COUMANIbHOM OOLLEHUN N OrPaHUYEHHBLIM
WM NOBTOPSIOLWMMCS NOBEAEHUEM, 3TO re-
TEepOreHHble pacCTPoNCcTBa CO 3HAYUTESb-
HOW reHOTUNUYECKON U PEHOTUNUYECKON
cnoxHocTbio [2]. OHM xapaKkTepusyrTcs

BO3pacTe A0 3-x NeT: CouuanbHOro B3au-
MOeCTBUSA; HaBbIKM KOMMYHUKALIMA; U O -
paHMYEHHbIE, MOBTOPSAIOWMECS U CTEPEOD-
TUNHbIE MOAENM NOBEAEHUs, NHTEPECOB U
neatenbHocTn. Okono 40 % nopen ¢ pac-
CTPOMCTBaMK ayTUCTUYECKOro CnekTpa He-
CNocoOHbI K 00y4eHuto, n npumepHo 30 %
VMEIOT apyrne conytcrBylowme 3abonesa-
HUA, Takme kak anunencua [1, 3, 4]. Pas-
NNYalOT TakXe CUHOPOMHbLIV ayTu3m, CBS-
3aHHbLIA C FeHEeTUYEeCKUMU CUHOPOMaMN,
M3BECTHbIMMU MyTauMaMn U mMetabonuyec-
KAMU HapyLleHnaMKn, BCTpevalLwmninca me-
Hee yem y 20 % niogen ¢ ANarHOCTUPOBAH-
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HbIM ayTU3MOM, B TOM YUCNIE€ CUHOPOM
XpPYynkon X-XpOMOCOMbI [5], oTnuyarowmi-
ca OT T.H. MAMONATU4ECKOro aytmsma, He
acCcoLUNMPOBAHHOIO C U3BECTHBIMWN CUHAOPO-
MaMu, 3TUONIOrUA KOTOPOro Cenyac UHTEH-
CUBHO n3y4aeTcs.

OAHUM M3 N3BECTHbIX HapPYLIEHUN,
4aCcTO AMArHOCTUPYEMbIX Yy NaLUEHTOB C
PAC, asnsieTcsa HapyweHne obMeHa MUKpPO-
3nemMeHToB. MuHepasnbl 1 MUKPO3EMEHTDI
UrpalT BaxHyl pofib B PYHKUMOHMPOBA-
HUU LEHTPasbHOW HEPBHOW cuUCTeMbl. N3-
BECTHO, YTO HeaoCTaToK Ui n3bbiTOK MUK-
PO3/IEMEHTOB BbI3bIBAIOT Pa3fiMyHbie NpPO-
6nemMbl CO 340POBbEM M MOTFyT CNOCO6-
ctBoBaTb atuonornn PAC [6]. HekoTopble
nccnenoBaHms NokasbiBaloT, YTO Y AETEN C
ayTU3MOM CHUXAETCs CNOCOOHOCTbL Bblae-
N9Tb TOKCUYHbIE METabl, 4TO NPUBOAUT K
©onee BbICOKOW Harpyske Ha OpraHu3m.
OpHako 60siee BaxHYO pOJib UrpatoT Hapy-
LeHns obMeHa acceHUManbHbIX METansoB,
ocobeHHOo Zn. Mo mHeHuio Bjorklund G.,
dYHKUMOHANbHaa OuoxXxmmuyeckasa 3Haydn-
MOCTb METa/lJIOB B CUHArNcax MoOXeT OblTb
naxe 6onee BaXHOW, YEM [OBOJIbBHO HesiC-
Has KOHLEeNUNS «OKNCNUTENBHOro CcTpeccar
[7]. Haw onbIT noka3biBaeT, 4TO Y HN Y OA-
HOro naumeHTa, ob6paTMBLIErocs Mo MoBO-
ay PAC B Hawy na6opartopuio ¢ 2001 no
2016 rom, He Habnoganocb NpPeBbiLLIEHUS
YPOBHEW OCHOBHbIX HEMPOTOKCUYHbLIX 3e-
MEHTOB (PTyTb, CBMHEL,, MapraHey), ogHa-
KO MpPakTUYEeCKN y BCEX MMENCH cyle-
CTBEHHbIN AncbanaHc 3CCceHunanbHbIX ane-
MEHTOB.

BepoaTHO, HE 9BNAYCb OCHOBHOWM
MPUYMHON BO3HUKHOBEHMS PAC, Hapywe-
Hne obmMeHa MUKPO3NEMEHTOB yxyallaeT
obuiee cocTosiHMe 60NbHOro 1 3aTpyaHsaeT
MEOMNKAMEHTO3HYIO KOPPEKLUIO N MCUXOCO-
unanbHylo agantauuvio [8, 9]. Y nmaumeHTOB
¢ PAC 3HauuTenbHO yaule, 4yem B monyns-
uvn B uenom, HabnwpalwTCca CHUXeEHUE
KOHLEHTpauun uMHKa u BO3pacTaHue KOH-
LEeHTpaUMU Mean B OpraHusme, 4to n3me-
HSEeT MX eCTEeCTBEHHOE COOTHOLIeHune, He-
obxogumoe AN HoOpManbHOro GYHKUMOHU-
poBaHus depmeHTaTnBHom cmuctembl [10].
MpuYnHbI TakMx HapylleHWi i MHOrOoMnAaHo-

Bbl M aKTMBHO M3y4alOoTCHa B NocnegHve ge-
caTuneTus. No HawemMy MHeHUIO, Hanbonee
pacnpocTpaHeHHOW NPUYNHON SBNAeTCSH
HapyweHue MueBOro pexuma geTen ¢
PAC, Bbi3BaHHOE cO3HaTefNbHbiIM MM Oec-
CO3HaTesibHbIM OTKa3OM OT MHOXEeCTBa
NnpoaykToB, HEOOX0AMMOCTbIO cobnogatb
0e3rnTeHOBYIO ANETY, BIUGHMEM paaa ne-
KapCTBEHHbIX MpenapaTtoB Ha YCBOEHME
MUKPOSJIEMEHTOB, a TakXe 0COOEHHOCTS-
MU NOBeAEeHUda, NMPUBOAALIMMKU K nonaga-
HMIO B POT HeXenaTefibHbiX NMPegMeToB U
BewecTB. Kpome TOro, BaxHyw pofib B yC-
BOEHUU MUKPOIJIEMEHTOB UrpaeT MUKPO-
dnopa KuwevyHuka, n amcbaktepmosbl, xa-
pakTepHble gna peten ¢ PAC, Takke urpa-
IOT CBOIO OTPUUATESNIbHYIO POb B Hapylle-
HUM BCaCbiBaAHUS MWUKPO3NEMEHTOB U3
nmwm. Ecnn y naumeHTa HET reHeTndyeckmnx
HapyweHUn CUHTe3a MeTannoTpaHCcnopT-
HbiX O€/IKOB, BBEAEHNE MUKPOINEMEHTHbIX
KOMMeKcoB (Npu 06a3aTeNlbHOM KOHTpOJie
coaepXaHua MUKPO3EMEHTOB B BOJIOCAX
WAN KPOBW, a Takxke BbIBEOEHUS C MOYOM)
B OOJIbLLOM MNPOLEHTE Clly4yaeB MO3BOJSET
HOpMann3oBaTb MUKPO3NEMEHTHbIA CTa-
TYC, YTO MONOXUTENbHO CKa3biBaeTCH Ha
noBeAeHNUN N KOTHUTUBHbLIX DPYHKUMAX pe-
6eHka. OgHako, y HeEBONbLLOK 4YacTu Takmnx
MnaunMeHTOB NPUCYTCTBYIOT FrEHETUYeckmne
HapylleHUss B CUHTE3e MeTalJIoOTUOHEeNHa
(MT) [11] — HM3KOMONEKYNAPHOIro MeTan-
JIOTPAHCMNOPTHOIO N PErynaTopHoro 6enka,
KOTOPbIA OCYLLLECTBASET aAPECHYIO AOCTaB-
Ky UMHKa K MectamMm CuHTe3a G1osiorniyecku
aKTMBHbIX MOJIEKYJ1, @ TaKXe NPOBOAMUT CBS-
3blBaHVWE U SNIMMUHUPOBAHNE TOKCUYHbIX
MeTannoB — pTytTn n kagmua [12]. OgHa n3
n3odpopm - MT-3 - 0coBeHHO BaxHa Ao/
AHTUOKCUAAHTHOW 3alWnTbl MO3ra nytem
CBSI3blBaHMS U «ralleHusi» cBobOOAHbIX pa-
AvukKanos, KOTopble, kKak n3secTtHo [13],
NPUBOOAT K HeWmpoaereHepaTuUBHbIM pac-
ctponcteam. CHuxeHne cuHreza MT-3 Bbli-
3blBa€T HE TONbKO OM3PErynauuio LUHKa,
HO 1 CBsI3aHHble C LUMHKOM geneumu, myta-
uMn MM nogaeBfieHMe CUHTe3a 6enkoB ce-
mMerictBa ProSAP/Shank, uvrpawowmx Bax-
HYIO POJib B MOCTCUHAMTUYECKOMN MAOTHOC-
TN BO3OYXAalUWNX CUHANCOB. MMEHHO
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donanHr ProSAP/Shank 6enkos npu nomMmo-
WM MOHOB UMHKA obecrneymBaeT TOYKy ne-
pecevyeHns Mexay reHetTnyeckumm dopma-
MU U 0ednunToM uMHKa Kak GakTopom
pucka OkpyXaloLern cpeabl NPU BO3HUKHO-
BeHUn PAC. B 3KCnepuMEHTe Yy >XMBOTHbIX
C peduunTOM UMHKa Habnwoaanncb OTKIO-
HEHNS B NOBEAEHUWN, TaKMe Kak CBEpX4yB-
CTBUTENBLHOCTb U MOBeAeHue, nogobHoe
rmnepakTMBHOCTN (OCTPbLIN AePUUNT LUUNH-
Ka), n nosegeHune, noxoxee Ha PAC - Ha-
pYLIEHUs BOKanusauMn n coumanbHOro no-
BeeHUa (He[OCTaTOYHOCTb MpeHaTanbHO-
ro uwHka). T.o. HeJOCTaToO4YHOCTb MpeHa-
TanbHOrO LMHKA B KayecTBe ¢akropa puc-
ka npu PAC mMoxeT o0ObsCHATLCA aes3pery-
NAUMEN YNEHOB LMHKCBA3bIBAKOLWENO ce-
merictBa ProSAP/Shank [14].

BaxHenwmnmmn nHOykTopamMmu cmHtesa
MT 4aBnaOTCA UMHK U CENeH, HO Ans non-
HOLUEHHOro CUHTE3a B OPraHM3M AO0JIKHbl B
[00CTaTO4YHOM KONM4YeCcTBe NocTynaTtb cepy-
cogepXxalwme aMMHOKUCIOTbl (LUCTEUH)
[12].

Bo3genctemne metannoB-HENPOTOKCU-
KaQHTOB MNpu MOCTYMNEHUN B OpPraHn3Mm pe-
OeHKa C reHeTU4YecKol npeapacrosioxeH-
HOCTbIO CMOCOOHO OaTb TOMYOK Pa3BUTUIO
PAC, BbI3biBas oTaeNibHble MyTauumn, 60sb-
LUME FEHOMHbIE CTPYKTYPHblE M3MEHEHUS
(neneunn nnu gynnukaumm) [2, 3]. Mpn
3TOM YyXe 4Yepe3 HEeCKOSbKO CYTOK nocne
NOCTYMN/EHUS MeTanbl-TOKCUKAHTbI He Oy-
OyT onpenenatbcs B KpoBu. Tem bonee He-
BO3MOXHO YCTaHOBWUTb BO34ENCTBME Me-
TannoOB-TOKCUKAHTOB, €C/IM OHO NMPOM30LL-
J10 HECKOJIbKO NIeT N gaxe MecsueB Has3ag.
C TeyeHMeM BpPEeMEeHU Mbl MOXeM Habsto-
0aTb TONbKO pe3ynbTaT KackagoB 6UoxmMmMn-
YyeCKUX NpouecCcoB, MHULMNPOBAHHbIX
BpeaHbIMM dakTopamMm OKpyXalollen cpe-
abl.

Mo npenBapuTenbHbiIM OUEHKaM B
pas3BuUTUE ayTm3mMa BOBEYEHbI COTHU re-
HOB. [py 9TOM MHOrmMe reHeTnyeckme ns-
MEHeHus, Beayliye K naTtonorumn, BO3HUKa-
I0T de Nnovo — TO eCTb yXXe B OpraHu3ame pe-
OeHka, a He HacneaylTcs OT poanTenewn
(nogBneHne mytaumim — Npouecc cosep-
LUEHHO eCTEeCTBEHHbIi, HO abCcoNTHOE

OO0NbLWNHCTBO 3TUX MYyTaUUN KOPPEKTMPY-
I0TCA KneTkon). NodToMy, HECMOTPS Ha
YCUINS MHOIMX UCCneaoBaTenbCknx rpynm,
0OHapy>XeHO He Tak MHOro reHoB, MyTaLun
KOTOpPbIX KoppenupoBanu Obl C pasBUTUEM
aytmama. M ognH mn3 Hmux — ato reH CHDS,
MyTaumMn KOTOPOro YeTKo CBSA3aHbl C pac-
CTpoOMCTBAMMN ayTUCTUYECKOro crnekTpa
(PAC) n nokasbiBalOT HEOXNOAHHYIO KOMOP-
ONOHOCTb Mexay pas3BUTMEM MO3ra U Ku-
LeyHon nHHepsauunen [15].

[eHeTn4yeckoe TecTupoBaHue, Npu-
3BaHHOE TOYHO ONpenenuTb OCHOBHYIO
npuunHy PAC, nmeeT peluaioliee 3Ha4YeHne
ONa KIMHUYecKoro nedyeHms. Kpome Toro,
aHann3 JHK-ynnoB npogeMoOHCTpupoBan
CaMyl0 BbICOKYIO OMarHOCTUYECKYIO LLeH-
HOCTb Ans NOAEeN C pacCcTpPoNCcTBaMm ayTu-
CTMYECKOro Criekrpa rno CpaBHEHWUIO C ApY-
rMMU reHeTudyeckumm tectamm [2, 3].

Ha cerogHs ¢ PAC cBsa3biBaloT 6onee
100 reHoB M reHoMHbIx obnacten [16], a
Takxke cymtaetcs 4to B passutum PAC wr-
palT BaXHyl poJfib MyTauumun de novo 60-
nee 800 renoB [17, 18]. Takne myrtaunm
nPMBEIN K OTKPbITUIO OECATKOB JIOKYCOB
pucka PAC n reHoB, acCOUMMPOBAHHbLIX C
PAC [19, 20, 21, 22, 23, 24, 25], a Takke
rnonydyeHa BaxHast MHPOPMaALUUS O FeHOM-
HOWM apxuTekType M OBUONOrnyecknx mexa-
HM3Max, fexawyx B OCHOBE couManbHOW
MHBanupgHocTm [26, 27, 28, 29]. Simons
Simplex Collection (SSC), koropta cumn-
NnekcHbix ASD cemeln, npu3BaHHbIX obner-
YUTb M3MeEHeHne obHapyxeHusa de novo
[30], wrpaeT ueHTpanbHyl0 pPOSb B 3TOM
nporpecce. AHannad SSC nokasana m30bl-
TOK peakux de novo myTtauuii B npobaHaax
Mo CPaBHEHWUIO C HernopaxeHHbIMU OpaTbsi-
MU N CecTpamm B LUMPOKOM Amana3oHe Tu-
MoB MyTauuin, OT Bapuaumm 4ucna Konu
(Copy number variation, CNV) [31, 32], oo
HebonblInX uHcepuuii / pneneunni (InDel),
M OOHOHYKNeOoTUAHbIX 3amMeH [6, 7, 8, 10,
11]. Kpome TOro, KOoropTbl NOMOrNM 3aso-
XWTb OCHOBY A/ CO34aHUSa CTPOrmx cra-
TUCTUYECKUX KPUTEPUEB OLLEHKM accouma-
unn de novo mytaumn [11, 18, 33, 34]. B
COYEeTaHUU C aHaIM30M 3K30Ma AO0MOJSHU-
TeNbHbIX 6osblKnx koropt ASD [5, 9, 35,],
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3TN UCCNeaoBaHNs Pesko YCKOPSIOT OTKPbI-
Tne reHoB, accoummnpoBaHHbix ¢ PAC.

MN3BEeCTHbI MHOrOYMCNEHHbIE MONN-
Mop®u3mMbl, accoummpoBaHHble ¢ PAC, B
TOoM 4yncne rs10513025 B pervoHe Xxpomo-
combl 5p15 [36], rs7794745, rs2710102 B
reHe, koaupytowem 6enok CNTNAP2,
rs1858830 B reHe, kogupytowem 6enok
MET, mukpocaTTenuTt B reHe, KOONPYIOLEM
DISC1 accouuunpoBaH ¢ ayTM3mMOM, B TO
BpeMs Kak OOHOHyKJeoTuaHasa 3aMeHa
rs1322784 v rannotun “HEP3” accouumnpo-
BaHbl C cuHgpomom Acneprepa [37],
rs1804197 B reHe, kogupytowem APC [38],
rs265981, rs4532 u rs686 B reHe DRD1
[39], rs2745557 B reHe LMKIIOOKCUIEHa3bI-
2 (cyclooxygenase-2, Cox-2)), [40],
rs1143674 B reHe anbda-4 UHTErpuHa
(integrin alpha-4 ITGA4) (koTopbi aBASET-
CA BaXHeWWwnM 3BEHOM B KJIeTO4YHOW ab-
copbuum xenesza wm [p. MeTannos),
rs6766410 n rs6807362 B reHe HTR3C ,
rs2217262 B reHe DOCK4, rs373126732 un
rs184718561 B reHe DIXDC1, rs757972971
B reHe SLC7A5. Mytauun reHa, Kogmpyto-
wero SHANKS3 Takxe accoummpoBaHbl C
PAC [41], ren MeCP2 accouunpoBaH C
cuHgpomom Petta [42]. PeueccuBHblE My-
Taumn reHa HOXA1 HangeHbl y 6113kopos-
CTBEHHbLIX CEMEN, y npencrasmTenen KoTo-
pbix 06HapyxeHbl PAC, onsg KOTopbIX Tak-
Xe XapakTepHbIM CUMMNTOMOM SIBNSI€TCS
rnyxota U napanmy ropm3OHTanbHOro
B3rnapa [43]. Mytauum PTEN rena oGHa-
pyxeHbl y niogen ¢ PAC, ona myTtauunii ato-
ro reHa Ttakxe xapakTtepHa makpouedanms
[44].

YuntbiBag 10, 4T0 PAC MMEIOT BbICO-
KNIA YPOBEHb HACNenyemMocTu, MOXHO Bbl-
0ennuTb Huxecnenywuie BbIBOAbI:

1. Puck poxaeHus pebéHka C ayTU3MOM
y napsbl, yxe umeioLlern pebéHka ¢ nam-
onaTu4yecknum ayTm3mMoMm paBeH 5-6 %.

2. XenaTenbHO M3Yy4uUTb KapuUOTMN y BCEX
nogen, onarHoctupoBaHHbix PAC ans
UCKJIIDYEHNS CcCUMHOpOMa xXpynkon X-
XPOMOCOMBI

3. Ecnm umetoTtcsa npusHakm gucmopdun
M 9BHblE HENPOOrMYeCKUe CUMMTOMBI,

€CTb BCE€ OCHOBaHUSA NOO03peBaTb Ha-
nnyne XpoOMOCOMHbIX MepecTpoek
Jaxe ecnu B KapuoTune He HanaeHo
BUOMMBbIX OTKJIOHEHUI — TaK, MUKpoae-
neynm n MukKpoaynnukaumm Takxe
BECbMa pacnpoCTpaHEHblI cpean Nnio-
nen, ¢ gmarHoctnpoBaHHbiM PAC, kak
CUHAOPOMHbIMU popMaMK, Tak U MOMNO-
naTnyecknmMun

PekomeHgoBaHO NpPoOBOAUTL MOHUTO-
puHr mytauumn SHANK3 reHa cpeau
nogen, ¢ gnarHoctmposaHHeiM PAC, y
KOTOPbIX MPUCYTCTBYIOT rpybble Hapy-
weHna sepbanbHOro M couuanbHOro
MHTenneKTa

Y BCex OeBoYek, C AMarHOCTUPOBaH-
HbiM PAC 1 nmMelowmx yMCTBEHHYIO OT-
CTanocTb, He0OX0AMMO NPOBOANTL MO-
HUTOPWHI anfefnbHOro COCTOSHUS reHa
MeCP2, obpallas BHUMaHME Ha TO, Y4TO
0O0NbHbIE MOIYT HE UMETb XapaKTepPHbIX
nposiBNeHni cuHgpoma PeTtta — y HUX
MOXeT OblTb HOpPMasbHbI pa3mep ro-
JIOBbI, UCTOPUS PErPEeCcCUin MOXET Kak
NPUCYTCTBOBATb, Tak U OTCYTCTBOBATb,
M Yy HUX OObIYHO He HabnogaeTca cTe-
pPeEoOTUNUA WA 3NUIENTUYECKNX NpU-
CTYNOB.

HeobxoauMbIM SBNSETCA AMArHOCTMKA
peueccuBHbix MyTaumn reHa HOXA1 y
nogen ¢ guarHoctmpoBaHHbiMn PAC
13 6JIN3KOPOACTBEHHBIX CEMEN, B OCO-
OGEHHOCTMN €CnNn UMEETCSH rnyxoTa Wunm
napanny ropM3oHTanNbHOro B3rnaaa.

B cnyyae Hanunums y pebéHka 3akcTpe-
ManbHOM Makpouedanmn Ha poHe PAC
cnenyeTt NPOBECTU CKPUHUHE MyTauuin
reHa PTEN. YuuTbiBass 10, 4TO ranno-
HegocTaToyHOCTb reHa PTEN accouwm-
MpoBaHa TakXe C MOBbILEHHbIM PUC-
KOM pPa3BUTUS ONyXONew, KpamHe xe-
naTenbHO NMPOBOANTL MPOrpamMmmy OHKO-
JIOrM4ecKkoro MOHUTOPUHIa y Takux ae-
TEen.

)KenaTenbHO perynsapHo u oo oByxneTt-
Hero Bo3pacTa NPOBOANUTb MOHUTOPUHI
Beca, pocTa, pa3mepa rofioBbl 1 Opy-
rmx nokasartesien y OeTen, poauTenu
KOTOpPLIX yXe umetloT pebéHka ¢ PAC
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ONs CBOEBPEMEHHOrO BbIIBEHUSA U
npodunaktukn PAC BO Bpems 3TOro
Tak Ha3blBAEMOr0 «JIaTEHTHOro» nepwu-
ona passutua PAC.

9. Tpn HanMuyMmM HACTOPOXEHHOCTU NO
PAC HeobxooMmMo NpoBeCTM aHanums
BoJIoC pebeHka Ans onpefesieHns ero
3NIEMEHTHOro ctatyca 1, nNpu Heobxo-
ONMOCTMN, NPOBeaeHNs ero KOppekuuun.

YuyntbiBas TO, YTO KpairHe Heobxoau-
MbIM SIBNIIETCA KaKk MOXHO CKOpeullee Bbl-
asneHne u guarHoctmka PAC y pebénka (oo
TPEX NeT), noka nocTHaTajlibHoe pa3BuUTUE
Mo3ra Haubonee nnacTU4HO M BO3MOXHO
OoKasaTb NO3UTUBHOE B/IUSIHME Ha pa3BuUTUE
pebéHka n kynuposaTb nposiBneHnss PAC,
MOJieKynspHas AuarHoCcTuka npencTaBns-
eTcsa Hanbonee cneundunyHbiM, ObICTPLIM U
Ka4eCTBEHHbIM AMArHOCTUYECKMM Mexa-
HU3MOM, MO3BOMIAWMM TOYHO U ObLICTPO
AnarHocTtupoBatb U andoepeHumnpoBaTb
PAC, n asngeTca OoTAMYHbIM MOACMOPbLEM B
pykax KnMuMHuuucTa, a onpegeneHue ane-
MEHTHOro cratyca naeT OOMOSIHUTENbHbIE
93P PEKTUBHBIE MEXAHU3MbI KOPPEKLUN
psaa OUOXMMMYECKNX NPOLLECCOB Yy nauu-
eHToB ¢ PAC.

B Opecce cyuiectByeT BO3MOXHOCTb
reHeTNYeCKNX NCCNenoBaHNM B MONEKYSP-
HO-reHeTn4yeckon nabopatopum 1 onpene-
JleHne MNUKPO3NeMeHTHOro ctatyca B nabo-
paTopun 3N1eMeHTHOro aHannsa “Hemeuko-
ro auarHoctumyeckoro ueHtpa Cs. aBna”
n YkpHUN mepgmnuuvHbl TpaHcnopTa.
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Pe3iome
0 NMUTAHHA AIATHOCTUKWM PO3NALIB
AYTUCTMYHOIO CMNEKTPY Y OITEN B
OJECbLKIN OBJIACTI
Cniwyk T.1., NMuxteea O.I., bonbLuoi
A.B., bopucosa O.B., bax4eaH O./1.,
appaH J1.M.

IcHye TeHaeHUis A0 36inblUEeHHSA Ync-
fla nauieHTiB 3 giarHo3oM po3nagiB aytuc-
TnyHoro cnekTtpy (PAC) B YkpaiHi Ha 30% B
pik. HesBaxaloun Ha ue, B Halblil KPabHbI
HE NPOBOAUTBLCS CUCTEMATUYHUX KOMMIEK-
CHUX O0CHIAXEHb, a TakKoX NnoraHo po3po6b-
JNleHi MeToam i KpuTepii AiarHoCTUKKY Ta Niky-
BaHHA nauieHTiB 3 PAC. MeTol0 gaHoi po-
60TV € ornag cyd4acHuUx MeTofiB aHanily
MOJIEKYNIIPHOI FrEHETUKM Ta 0OMiHY Mikpo-
€/IEMEHTIB, a TakoX iX BUKOPUCTAHHSA B
KNIHIYHIA npakTuui.

Binomi yncneHHi nonimopgisam, acow-
inosaHi 3 PAC, B ToMy uncni rs10513025 B
perioHi xpomocomMun 5p15, rs7794745,
rs2710102 B reHi, wo kopye 06inok
CNTNAP2, rs1858830 B reHi, wo koaye
6inok MET, mikpocaTTenit B reHi, Wo koaye
DISC1 acoujnoBaHuin 3 ayTM3amMoOM, B TOW
yac fIk OAHOHYKNIeoTuaHa 3amiHa rs1322784
i rannotun “HEP3” acouilioBaHi 3 cuHapo-
Mmom Acneprepa, rs1804197 B rexi, wo
koaye APC, rs265981, rs4532 i rs686 B reni
DRD1, rs2745557 B reHi umMk00OKCUreHasun-
2 (cyclooxygenase-2, Cox-2), rs1143674 B
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reHi anbda-4 iHTerpuHi (integrin alpha-4
ITGA4) (9Knii € HaNBaXJ/IMBILLOIO NAHKOIO B
KNiTUHHIK abcopbuii 3anisa i iH. meTanis),
rs6766410 i rs6807362 B reHi HTR3C,
rs2217262 B reHi DOCK4, rs373126732 i
rs184718561 B reHi DIXDC1, rs757972971
B reHi SLC7AS.

Knio4oBi cnoBa: possiagn aytucTu4HOro
CreKTPY, reHEeTUYHi 3MIiHW, MOPYLLIEeHHS
0BMIHY MIKpOEeneMeHTIB

Summary
TO THE QUESTION OF DIAGNOSTICS OF
AUTISM SPECTRUM DISORDERS IN
CHILDREN IN ODESSA REGION
Slischuk G.l., Pykhtieieva E.G.,
Bolshoy D.V., Borisova O.V.,
Bakhchevan E.L., Shafran L.M.

Autism is severe and complex neuro-
developmental disorder, characterized by
unique symptoms, including repetitive
behavior, communication impairments and
social deficits. Autism is characterized by
high level of etiopathogenesis and clinical
presentation heterogeneity. There are
numerous molecular polymorphisms,
associated with autism specter disorders,
including rs10513025 at chromosomal
region 5p15, rs7794745, rs2710102 in the
CNTNAP2 gene, rs1858830 in the MET
gene, A microsatellite in the DISC1 gene is
associated with autism, and a SNP
rs1322784 and haplotype (“HEP3”) are
associated with asperger’s syndrome,
rs1804197 in the APC gene, rs265981,
rs4532 and rs686 in DRD1 gene, rs2745557
in the cyclooxygenase-2 (Cox-2) gene,
rs1143674 in the integrin alpha-4 (ITGA4)
gene, rs6766410 and rs6807362 in HTR3C

, 12217262 in the dedicator of cytokinesis
4 (DOCK4) gene, rs373126732 and
rs184718561 in the DIXDC1 gene,
rs757972971 in the SLC7A5 gene.

There is unpromising trend in increase
in the number of patients, diagnosed with
autism specter disorders (ASD) in Ukraine
by 30% per year. Given the fact that, on the
one hand, Ukrainian autistic population was
never a subject of complex research, as
well as diagnostics methods and criteria,
adopted by Ukrainian psychotherapists and
methods of treatment. The aim of this work
is devoted to review modern ASD molecular
genetics analysis methods and their use in
clinical practice.

Keywords: autism spectrum disorder,
genetic changes, impaired metabolism of
trace elements
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