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Pe3iome. PaccrpoiictBo aytuctuueckoro crnekrpa (PAC) — 3To reTeporeHHoe, MmoBeIeHYECKH
OIIpCACIIICMOC paCCTpOfICTBO HCPBHOI'O pa3BUTHA. 3a MOCJICAHUC JIBa NCCATHIICTHUA PACIIPOCTPAHCHHOCTD
PacCTpPOKCTB ayTHCTUYECKOTO CIIEKTPa IIOCTEIIEHHO BO3pOCiIa. B 3TOM cTaThe MBI pacCMaTpPUBAEM BEAYILUE
q)aKTOpLI pHUCKa, BO3MOXHOC IIPUYHUHBI, I'CHCTHUYCCKUC MYTallUU, KOTOPBIC YYACTBYIOT B PaA3BUTUC
paccTpoicTBa ayTUCTUYECKOTO CIIEKTPA, a TaKKe 0OCYXKIaeM BO3JEHCTBHE COIMAIBHBIX (DAKTOpOB Ha
BO3HUMKHOBeHUE u TeueHne PAC.

KuroueBble ciioBa: pacCTpoiiCTBO ayTUCTHUECKOIO CIIEKTPA, JETH, (AKTOPhl PUCKA, COLIUATIbHBIE
(1)aKT Opbl, TCHCTUYCCKHUEC MYTallUU.

Resume. Autism spectrum disorder (ASD) is a heterogeneous, behaviorally defined disorder of
nervous development. Over the past two decades, the prevalence of autism spectrum disorders has gradually
increased. In this article, we consider the leading risk factors, possible causes, genetic mutations that are
involved in the development of autism spectrum disorder, and also discuss the impact of social factors on
the occurrence and course of autism.

Keywords: autism spectrum disorder, children, risk factors, social factors, genetic mutations.

AKTyaJIbHOCTb. B HacTosiee Bpems OOMICHPHHATON KOHIICHIIMA STHOJOTHH M
natoreHeza PAC He cymecrByeT. OAHaKO UMEIOT MECTO Pa3U4HbIE TUIOTE3BI
BO3HUKHOBEHUS 00se3Hu. ['unoresa odyciosiennoctu PAC renetnyeckumu (hakTopamu u
dakTopamMu OKpyKaroliel cpeanl, cpend KoTopbix: reHeTmdeckue mytamuu (FRAXA
(cumnTom xpynkoctd X-xpomocombl), TSC (TyOepkyines3nsii ckiepos), 15q11-g13
(Aunrensmana), 22q11.2 (Iu Txopaxu), MeCP2 (Petra), C-MET-amnens-C - napyuienue
KKT, SHANK3, CNTNAP2) [1].

OueBuaHO, UTO reHeTudeckas apxutekrypa PAC upe3BblyailHO pa3HOOOpas3Ha, ¢
Pa3IMYHON YaCTOTOM ydacTHs ajuiesied (BapuaHTHBIX o0JacTel BHYTPU IeéHa, KOTOPBIX Y
YyeJloBeKa €CTh JBE KOIUM, IO OJHOM yHACIEJOBAaHHOU OT Kaxkaoro poautess). Hanbonee
pacnpoCTpaHEHHbIE MOJICNIM HACJEIOBaHUs ajuienei, cBia3aHHbiX ¢ PAC, mpencraBisiioT
co00M JOMUHAHTHBIA BapUAHTHBIA THI, TOT/Ia KaK PEIICCCUBHBIC MOJEIIM HACIEIOBAHUS
BCTPEYAIOTCS PEIIKO, a MOJICNI HACJIEIOBAHUS, CIICTUICHHBIE ¢ X-XpOMOCOMO# min de novo,
OYEHb pPeAKU. THUMbl BAPUAHTOB MOTYT BKJIIOYATh KPYIHBIE XPOMOCOMHbBIE MEPECTPOUKH,
BapuanTel uucna komud (CNV), wneOonbmme wuHcepruu/aenenun (MHACBI) U
OJIHOHYKJIEOTHIHbIE BapuaHThl (SNV) [2].
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HenaBHue 0030pbl yKa3bIBalOT HAa BAXKHYIO POJb METAUIMYECKUX HEHPOTOKCUHOB
npu PAC u B3auMOJEWCTBHE HEUPOTOKCHMYECKHX XUMHUYECKHX  BELIECTB C
HelpoTpaHcMuTTepaMu. WM amtioMuHuil, W PpTYyTh ABIAIOTCS  MPEOOJIaTarONINMHU
HEHPOTOKCHUYHBIMH JJIEMEHTAaMH, HMX XUMHYeckas (opmMa MOXKET NPOHUKATH uepe3
remaTodHnepammueckuii - 6appep. IlpueM STUX HEHPOTOKCHUECKHX  COCTUHEHUU
KEHIIMHAMHU JETOPOJHOro Bo3pacTta yBenuuuBaeT puck PAC. VYcraHOBIIEHO, 4YTO
BO3JICCTBHE HEUPOTOKCHUYHBIX XUMHUYECKHX BEUIECTB NPHUBOJUT K HU3MEHEHHUSIM B
HEHWPOPELIENTOPHBIX cUcTeMax, cBsizaHHbIX ¢ PAC [3].

duznyeckoe, TCUXMUECKOE U TICUXOJOTMYECKOe Oyaromojlyyne, a Takke
(HMHAHCOBOE MOJIOKEHUE CEMbU Ha MPOTSHKEHUU BCe OEPEMEHHOCTH SIBIISIIOTCS] BAXKHBIMU
dakTopamu, BIMSIOUMMHU Ha pa3BUTHE U 3[I0POBbE ILJI0/1A.

Nudexuusi, MeTaboIMYecKuii CHHIPOM WIJIM KPOBOTEUEHUE BO BpeMsi OEpEeMEHHOCTH
OTHOCATCS K YUCIY COCTOSIHHM, CBS3aHHBIX C ayTHU3MOM. MaTepuHCKOE KPOBOTEUEHHUE BO
BpeMs OEpEMEHHOCTH B 3HAYUTEIBHOW CTEIIEHU CBSI3aHO C TOBBILIEHHBIM PUCKOM ayTH3Ma
— noutu 81%. Metabonrueckue CUHAPOMBI, BKIItOUas FeCTAllMOHHBIA CaxapHbId JUa0eT,
TUIEPTOHUIO U 0KUPEHHE, OTKPBIBAIOT MyTh K THIIOKCUU BHYTPUYTPOOHO, YTO MPUBOAUT K
3a/IepKKE Pa3BUTHUSI MO3ra, MHAYKIMM HU3MEHEHUU MUEIUHU3ALHUHA, U3MEHEHUIO aare3us
MeMOpaH U 1ePUIUT HEUPOHOB rUINokamiia (00J1acTh MO3ra, KOTOpasi akTUBHO Y4acCTBYET
B Pa3BUTHUH ayTHU3Ma).

BupycHble nH(exuuyn y Marepu, BKIOYash KpPacHyXy, KOpb, TPHIII, Iephec H
IUTOMETAJIOBUPYC, a TAKXKe OaKTepUaabHble MHPEKINH, TAKKE KaK THEBMOHUS U CUPUIIHC,
B IIEPBOM MJIM BO BTOPOM TPUMECTPE HAHOCST Bpe SMOPUOHY U MOBBIIIAIOT PUCK ayTHU3MA.
Tako# pe3yibpTaT 00yCIOBJICH aHOMAIBHON aKTUBAIIMEH MATEPUHCKOTO MMMYHHUTETA U, KaK
CJIE/ICTBHE, MOBBILIEHHBIM YPOBHEM BOCHAJIUTENBHBIX LUTOKWHOB, KOTOPHIE BIUSIOT Ha
pa3BuTHE 3MOPHOHAIBHOIO MO3ra M H3MEHSIIOT HEWpONaToPpU3NOJIOTHUYECKUN CTaTyc,
CJIeA0BATEIbHO, YBEJIMUMBAsI PUCK ayTU3Ma [6].

[lo paHHBIM JHMTEpaTypbl MPEHATaIbHOE MCIOJb30BaHUE  JIEKAPCTBEHHBIX
MpenapaToB yBEJIMYMBAET PUCK pa3BUTHUS ayTh3Mma Ha 68%, BEpOATHO, U3-3a TOTO, YTO
HEKOTOpbIE JIeKapCcTBa MPOHUKAIOT 4Yepe3 IUIALlEHTY M HapyllaloT pa3BUTHE ILI01A,
OKa3blBasi Ha HEro TepaToreHHoe Bo3aelcTBue. Hampumep, ucnonb3oBaHue
MPOTUBOAUIIENITUYECKUX MPENapaToB, TaKMX KakK BajblpoOeBas KHUCIOTa, MPUBOAMUT K
Pa3BUTHIO BAJIBIIPOATHOTO CHHApPOMA IIOAA U3-3a YCWICHHSI OKHCIUTEIBHOIO CTpecca U
U3MEHEHHS] CTPYKTYPBhl DKCIPECCHMU TE€HOB, YTO BIIOCJIEICTBHM NPUBOJIUT K 3aJEPIKKE
pa3BUTHSA, HEJOCTATOYHOM JIBHUraTENbHON AKTUBHOCTH U MOCTHATaJIbHBIM abepparusm
pocra. bonee TOro, JOKyMEHTaJIbHO MOATBEPAKACHO, UTO MapaleTaMoJl, KOTOPBIM HIMPOKO
UCTIONIB3YyeTCS B KadyecTBE  00e300JIMBAIOIIETO/5KaPOIIOHMKAIONIETO  TIpemnapara,
MHAYLUUPYET aronTo3 U HEKpPO3, NMOAOOHO JIETHOHAM, HAOJIIOAaeMbIM B MO3re€ ayTHCTOB.
Kpome Toro, nmapaneramos BbI3BIBAET OKUCIUTENBHBIA CTPECC U HAPYLIEHUE PETYISLUU
UMMyHUTETa y Jojed. [Ipyrme  jekapcTBa  I€MOHCTPUPYIOT  MOBBIIIEHHYIO
BOCIIPUMMYHMBOCTh K ayTHU3MYy, TaKH€ KaK TaJIMJIOMUJI, 00€300JMBaroIIee, MU30MPOCTOII,
npenapar-aHajor npocTrarjasauHa Uik TpO(GUIaKTUKY U JICUEHHUS SI3B KeJIyJKa B IEPBOM
TPUMECTpPE, a TakxKe 2-aipeHepruuecKre arOoHUCThI, TAKKE KaK TepOyTaJIUH, ISl JICUEHUs
acTMmsl [5].

YyuthiBasi 3KOHOMHUYECKHE, COLMalIbHbIe, 00pa30BaTENbHbIE U ICHUXOJOTHYECKUE
aCIIeKThl XU3HU CEMbHM, AyTUYHBIE JETU M UX CEMbU B OCHOBHOM HMEIOT HU3KUU
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COIIMAIbHO-PKOHOMHYECKUHN CTaTyC. DT CeMbH HEU30€KHO MCHBITHIBAIOT HE3/I0POBOE,
HEaJIeKBaTHOE OOIICHHE M HEpeaOMIMTUPOBAHHBIC YCIIOBUS KU3HM U3-3a (DUHAHCOBBIX
npoOsieM, TNPOPECCHOHANBHBIX U  ICHUXOJOTHYECKHX CcTpeccoB. HemocTymHOCTH
MEIUIIMHCKUX YCIYyT W MECT OTAbIXa yCYTyOJseT MpoOJeMbl M yXyAmIaeT (U3MIECKOoe
3n0poBbe. Kpome TOro, BO3IEWCTBHE CTpecca W TPEBOTH CO3AAET IOCTOSHHOE
MICUXOJIOTUYECKOE HAaNpsDKEHWE ISl pOAUTENEH, OCOOCHHO OEpEMEHHOW MaTepH, TEM
CaMbIM YyBEIWYMBAs BOCHPUMMYMBOCTL K Pa3BUTUIO ayTU3Ma Yy peOEHKA BO BpeMs
O0epemeHHocTH. B nuTeparype cooOmiaeTcsi Takke O CYIIECTBOBAHUM CBSI3U MEXIY
o0pa3oBaHMEM POJUTENEH U PUCKOM Pa3BUTHUS ayTU3Ma [4].

Hean: M3yunth GakTopsl pucka U BBISIBUTH OCOOCHHOCTH COLIMAJIBHOTO CTaryca y
nereit ¢ PAC, nmposxuBaroniux B OpeHOyprckoi 00actu

3amaun:

1. IlpoBecTn ankeTupoBaHue poauresen nanueHToB ¢ PAC.

2. BeIsiBUTH OCOOCHHOCTH COLMAIIBHOTO cTaTyca ceMmbu pedénka ¢ PAC.

3. N3yuuTtsh (hakTOphl pucKa pa3BuTHUs y nauueHtos ¢ PAC.

Martepuajgbl u Meroabl. [IpoBeeHO AHKETUPOBAHUE POJUTENEH C OLIEHKOU
dakTopoB pucka W couumanbHoro craryca y 37 nereit ¢ PAC nHa 0Oaze Kiunuku
apgantaionHoi tepanuu OpI'MY u OOO Mearapa — Openoypr 3a 2020 - 2023 rosl.

Pesyabrarel W uX oOcy:kaeHume. I[lpy aHKETUpPOBAaHMM pOAUTENEH HAMHU
YCTaHOBJIEHBI OCOOEHHOCTU COIMaIbHOrO ctatyca: 13,4% neTeit ©3 MHOTOJIETHBIX CEMEH,
26,6% netel mpoXKUBAIOT B YaCTHOM Aome, Y 33,3% nereit UMeroTCsl JOMAITHUE )KUBOTHBIE,
40% ponuteneit UCIBITHIBAIOT (PUHAHCOBBIE TPYAHOCTU B CEMbE, 86,6% neTel poxKACHBI OT
poauTeneit ¢ BeicimM obpazoBanueM. 100% nereii HaXOAATCS HA MHBAJIUHOCTH.

[Ipu ananuze GpakTopoB prucka ycTtaHoBiIeHO (n=37), uTo B 66,7% ciyyaeB MeIUKO-
OMOJIOTUYECKU aHAMHE3 OTSITOMIEH MO MEePEeHECEHHBIM WHOEKIIMOHHBIM 3a00JIEBaHUSIM
(BupycHble/OaKkTepuaibHble) BO BpeMsi OEpEMEHHOCTH, TOKCUKo3y —  46,7%,
recTalluOHHOMY caxapHoMmy auaodety — 11,6%, kecapeBy ceuenuto — 35%, anecre3uu — 7%,
BBEJICHUIO OKCHUTOIIMHA — 32%, WCTHOJB30BaHHUIO aHTHOAKTEpUalbHOU Tepanmuu — 35%,
oxupernto — 12%, negonomennoctu — 10%, xpoHuueckoil rumokcuu 1ioaa - 83,6%.
46,6% cemeil umeroT xpoHudeckue 3aboneBanus. [Ipu atom B 6,6% ciiyyaeB B ceMbe
BEIBILSIIOTCST nopakeHuss [[HC Hapsimy ¢ OTATOMIEHHOM HACIEICTBEHHOCTBIO IIO
3a00JICBaHUSIM OpraHOB MuIIeBapeHus - 64%, UMEeT MeCTO U OTITOUIEHHBIN
ajuieproyiorndeckuii anamues - 11%.

Cpenn (akTopoB pucCKa HaMHU BBISBJICHBI OTKJIOHEHHUS B muTaHuu: 47% nerei
HaXOJWINCh Ha UICKYCCTBEHHOM BCKapMJIMBaHUU, U3 HUX 34,4% Ha paHHEM UCKYCCTBEHHOM
BCKapMJIMBAHMHU; A TAK)KE YCTAHOBJICHBI (PaKThl HAPYIICHUS MUIIEBOro noBeneHus y 33,7%
nereit. [Ipu aTom kpaiinsas n3ouparenbHOCTh B efe — 41%. B aToli rpynme neteit B anamHese
ycTaHOBJIEHO B 61% ciyuae mepeHeceHHbIe KHUIIeUHble MH(PEKIINN B PAaHHEM BO3pacTe.
BrisBiensl nedunutHbie coctossaus no Butamuny [l (54,4%), B12 (17,7%), depputuny
(34,4%).

BbIBoabI: paHHsIs IUarHOCTHKa U npoduiiakTuka ¢pakTopoB pucka y aeteit ¢ PAC, a
TAaK)K€ MX COIMalbHAas MOJAJEPKKA IMO3BOJUT B ONpPENENEHHON CTENeHU MOBIMATH Ha
KaueCTBO JKM3HU MAJICHHKOTO MAI[UEHTA.
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