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JIATEPATYPHBIV OB30P 110 AYTU3MY

Ipeuanuna IO.b., beaeuyxas C.B.

BBenenue

AyTHu3M B HACTOSIIIIee BPEMsI CTAHOBUTCSI OTHOM
U3 II100aJIbHBIX TIPo0ieM yesioBeuecTBa. B mocien-
HUE TOObI TOBOPAT 00 SIMIEMUM ayTHU3Ma II0 Bce-
my mupy. B mapre 2012 roga LleHTp 110 KOHTPOJIIO
3aboneBaeMoct U npodunaktuke CIIHA (CDC),
TOCYIapCTBEHHOE areHTCTBO II0 3MIUIASMMOJIOTHH,
IePEeCMOTPENIO TaHHBIE O PACIIPOCTPAHEHHOCTHU ay-
tu3ma. HoBoe uucio - 1 u3 88 gereir. Dto Ha 23%
Oosiblile, YyeM Mpenbiayias oueHka - 1 u3 110 gereit
o gaHHbIM Ha 2009 roa. U sto Ha 78% Goublile, yueM
olieHKa Toro xe areHtcrBa Ha 2007 rox - 1 u3z 150
nereii. Kak v paHee, OOIBIIMHCTBO CIIy9aeB IIPUX0-
IUATCSI HA MAJIBYMKOB - ayTH3M BCTpedajcs y 1 Maib-
yuKa u3 54, o cpaBHeHMUIO ¢ 1 neBoukoi u3 252, To
€CTh COOTHOIIIEHME OOJbHBIX U 300POBBIX MaJIbUM-
KOB B CKOpoM OyayiieM Oyaet coctasisath 1:1. To
€CTh 4acTOTa BCTPEYAEMOCTU PACCTPOMCTB ayTUY-
HOTIO CIIEKTpa BBILIE, YeM U30JUPOBAHHBIX [JIYXOThI
W CJEIOThl BMECTe B3SThIX, YeM cuHApoMa JlayHa
WIM JEeTCKMX OHKO3a0oJieBaHMWi1, U 4acToTa BCTpe-
YaeMOCTH ayTH3Ma MPpOoAd0IKAET YBEINYUBAThCS.

OKcnepThl MPeaynpexaaloT, YTO He CTOUT CUM-
TaTh, YTO TaKas pPacHpOCTPaHEHHOCTb KacaeTcs
TOJIBKO NeTei - Cpedar B3POCJbIX OHA MOXET ObITh
He MeHble. CratucTuka Oblia noaydyeHa CDC Ha
ocHOBe maHHbIX CeTM MOHUTOPMHIA ayTU3Ma U
HapylleHUI pa3BUTHUSI, KOTOpas IMPOBOAMJIA BMU-
JEeMUOJIOTUYECKUN CKPUHUHT AETel B pasiUYHbIX
MeayuypexaeHusx B 14 amepukaHckux mratax. Mc-
clleqoBaTe CeTH MPOBEJM aHAIU3 MEAULMHCKUX
KapT 1 obpa3zoBaTebHbIX 3alMCel 1eCITKOB ThICSIY
JeTeld B Bo3pacTe 8 JjieT U3 14 pasHBIX PEerluoHOB.
OHU YYUTBIBAIM KaK JAUArHOCTUPOBAHHOE pac-
cTpolictBo aytuctudeckoro crnekrtpa (PAC), tak n
HajJu4yue CUMMOTOMOB, KOTOpPbIE IMOAXOAST MOA Ta-
KO€ pacCTpOMCTBO.

B npeabiayux oryerax CDC ypoBHM pacnpo-
CTPaHEHHOCTU CUJIBbHO BapbUPOBAIMChH B 3aBUCHU-
MOCTHU OT KOHKPETHOIO YYpeXXAEeHHS, YTO TOBOPUT O
pa3HULE BCKPUHUHIOBBIX IPOTpaMMaXx U JOCTYITHO-
CTU 3amuceid. YuyeHble TaKKe BbISIBUIU HEOOBIIYIO,
HO CTaOWJIbHYIO 3aBUCHUMOCTb PaCIpOCTpaHEHHO-
CTU OT 3THUYECKOI rpymnnbl pedbeHka. Pacipoctpa-
HEHHOCTb cpeau OelbIX AeTeli coctaBuiaa 1 u3 83, mo
cpaBHeHMIO ¢ 1 U3 127 cpeau 1aTUHOAMEPUKAHIIEB
u 1 u3 98 cpeau ahpoaMepuKaHIIEB. DTO MOXET OT-
paxaTb pa3HULY B JOCTYITHOCTU CKPUHMHIA U Me-
JULMHCKUX YCIYT B pa3IMYHbIX COOOIIECTBAX, a HE

peanbHyI0 Pa3HUILY B PaClIpOCTPaHEHUU. DKCITEPTHI
MOTYSPKUBAIOT, YTO BaXXHO YICIATh BHUMaHHUE HE
TOJIBKO CaMOMY POCTY BBISIBJICHHBIX CJIydaeB, HO U
TEM CIIydasiM, KOTOpBIE IO CUX IOpP HE BBISBIICHHI,
TaK KakK 9TO JIMILIAeT JeTell CBOEBPEMEHHOI MTOMO-
11, 0OCOOEHHO B 3THUYECKMX MEHBIIIMHCTBAX 1 Cpe-
v 6eTHOTO HaceJeHUSI.

EcTh KOoCBeHHBIE YKa3aHHUS Ha TO, UYTO peajib-
HBII ypoBeHb pacnpocTpaHeHus: aytusMa B CIIIA,
J1a ¥ B IPYTHUX CTpaHaX, MOXET OBITh ellle BhIle. Ha-
npumep, B 2011 roay B FOxHoit Kopee 66110 mpoBe-
JIEHO VCClIeIOBAaHNE CPEIM IIKOJLHUKOB, B KOTOPOM
JeTel HEMOCPEeACTBEHHO O0CIe0BaIn, a HE U3yda-
JIA 3aIicH 0 HUX. M B 3TOM ncciefoBaHUN YPOBEHb
pacrpocTpaHeHus1 okaszajicst 1 u3 38 IIKOJIbHUKOB.
JIBe TpeTH OeTeli, Y KOTOPBIX BO BpeMs HCCIeHo-
BaHMSI OBIT BBISBIICH ayTU3M, He UMEJIM HHUKAKOTO
auardos3a (Autism and Developmental Disabilities
Monitoring Network Surveillance Year 2008 Prin-
cipal Investigators. Prevalence of autism spectrum
disorders-Autism and Developmental Disabilities
Monitoring Network, 14 sites, United States, 2008.
MMWR Surveill Summ. 2012; 61(3): 1-19.)

YuuTthIBasg 3NUIEMUOJIOTHYECKIE TaHHbIE, CTa-
HOBSITCSI OCTPO BOIIPOCHI BBIPAOOTKU aJrOpHTMa
JUATHOCTUKU Y TAKTUKM BeICHUS JeTEeii C ayTU3MOM
M ayTUCTUYHBIM CIIEKTPOM HapyllIeHUs TTOBEACHMSI,
OCHOBAHHBIX Ha OCHOBHBIX IPUHIIAIIAX COBPEMEH-
HOI MEIWIIMHBI - TIepCOHANIM3ALNSsI, TTPO(PUITAKTH-
Ka, TapTHEPCTBO, MPOTHO3. BceneHHoi ayTucTa u
€ro MOCTOSTHHBIM MUCTOYHMKOM HaOJIIOIeHUS SIBJISI-
€TCs1 CeMbsl, a yalle Bcero Matb. HemoctaTouHocTh
3HAHMI 1 YETKOM CXeMBbl 00CIIEIOBAHUS U JICUCHUS
JeTell ¢ ayTU3MOM ITOPOXAAIOT CaMOCTOSITeIbHBIMN
OCCKOHTPOJIBLHBIII TOMCK POIUTEISIMU WH(OpMa-
MK, B TOM YMCJIE, B COMHUTEJIBHBIX MCTOYHUKAX
CpelCTB MacCcoBO MH(OpMaIMK, 0OCOOEHHO Ha NH-
TepHeT-(popymax. Ha rpeGHe BOJTHBI MOBBIILIEHHOTO
WH(OPMAIIMOHHOTO CIIpoca Ha peadWIUTaLuI0 U
JeueHue AeTeil ¢ ayTM3MOM MOJIb3YIOTCS YCIIEXOM
CIIEIMAINCTHI, OTIWYMTEIbHOM 4YepTOil KOTOPBIX
SIBJISIETCST Oe3alleIITIIMOHHOCTD CYXKIEHU, BBICO-
K1e 0eCKOHTPOJIbHBIE TO3WPOBKM Pa3IUYHbBIX Mpe-
napaToB, KaK Cyry0oo IICUXAaTPUIECKUX TaK 1 OMO-
JIOTUYECKU aKTUBHBIX 100aBOK. [JIs1 TOro, 4roObl
cAenaTh TOIBITKY IPOaHAJIM3MpPOBaTh BCE MMEIO-
IIyecs MOIX0Abl K TPAKTOBKE, JICUCHUIO, PeaOuITH-
TallMi ¥ IIpodUIaKTUKE BO3HUKHOBEHUSI ayTU3Ma,
HEO0OXOIMMO MX CUCTEeMAaTU3UPOBAaTh.
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BriepBbie TEpMUH «ayTUCTUUYECKUI» ObLI yIIO-
TpebeH bieitinepom B 1908, KOTOPHIIT MCITOIB30BAN
3TO CJIOBO (OT TPEYECKOTO «autos», O3HAyarollee
«CaM») IIJISI OIMCAHMS yXOIa OT COLIMAIbHOI XU13-
HU, HAOJII0JAIOLIEroCsl Y B3pOCJbIX JIOAeH, 00Jb-
HbIX mn3odpenuneii. Ho kak camocTosITe IbHAS IIPO-
O;ieMa ObL1 BIEpBbIe ONMMcaH JOKTopoM KaHHepom
B 1943 rogy B KHUTEe «AyTUCTUYECKHNE HApPYyIICHUS
SMOIMOHAJILHOTO KOHTaKTa». IMEHHO OH oIpene-
JIV psi NPU3HAKOB, XapaKTEPHBIX BCEM ayTUCTaM.

B 1944 rony, Bcero onyvH ro CITyCTsI ITOCJIe TOTO,
Kak KaHHep omy0iuKoBaia CBOO paboTy, aBCTpUIi-
ckuii TepaneBT [aHc Acneprep omy0aMKOBaa IMC-
CEpTALIMIO, MMOCBALIEHHYIO «ayTUCTUYECKOM MCUXO0-
naTuu» y JETEM.

Hoyiroe BpeMsl ayTM3M CUMTAJCS TOJbKO ICHU-
XUATPUUYECKON MU MCUXOJOTUYECKOU MPoOIeMOid,
ero Jaxe MyTajld JOCTATOYHO IOJTrO C IIu3odpe-
Hueit. B 1971 . oH ObLT OKOHYATEJILHO OTAEIEH OT
mm3odpenun (Kolvin, 1971). B nanbHeiiiemM ObL1a
JloKa3zaHa reHeTnyeckas npupona aytusma (Rutter,
1998), KOTOpPBIA 3aHSUT B ICUXUATPUU TO K€ MECTO,
YTO U IIM30(PEeHUS B OTHOLIEHUHN KaK TSKECTH, TaK
W IPUHLUIIOB YCTAHOBKM AMArHo3a.

Onpenenenune
ITo naHHBIM coBpeMeHHbIX aBTOpoB (Gesch-
wind D. H. (2008), London E. (2007), Fernan-

dez B.A. (2010), E. 4. Ipevanuna (2013)),
ayTusm MpeNCTaBIsSIeT coboit CJIOXKHOE
Helipoburoornyeckoe HapyllleHue, SIBJISTIO-
meecss pe3yJsTaToM JeWCTBUSI Tpe-, WHTpa-

M MOCTHATaJIbHBIX (haKTOPOB, FTEHETUYECKUX, IKO-
W BIUTeHEeTMYECKMX BO3AEUCTBUIA, KaK Ha CTpoe-
HHUeE, TaK ¥ Ha (DYHKIIMIO FreHOMA.

YuurbiBasi KOMIUIEKCHOE BO3JEHCTBUE Pa3HO-
o0pa3HbIX (pakTOpOB Ha (popMUpPOBAHUE aAyTU3MA,
CYIIECTBYIOT pa3Hble B3IJISIAbI HA OINpeaesieHue ca-
MOTO NOHATUSA. B CTpOro ncuxmaTpuyeckom CMbICTIE
ayTu3M — TSDKEOoe TMCUXMUYECKOe pacCTPOMCTBO, re-
TEPOTE€HHbII CUHAPOM, KOTOPBIN XapaKTepu3yeTcs
HapylIeHUsSIMU B TPEX cepax:

* HEIOCTaTOK COLIMAJIbHBIX B3AUMOAECUCTBUN;

* HapylleHHas B3aMHas KOMMYHHKAIIKSI,

* OrpaHMYEHHOCTb MHTEPECOB M IMOBTOPSIO-

LIMIicS penepTyap NOBEICHMSI.

IToMrnMO OCHOBHOI1 Tpuambl IPU3HAKOB IIPHU
JaHHOW OO0JIe3HM MOXET Takke HaOI10JaThCs YM-
CTBEHHAs1 OTCTaJOCTh, SMUAECOTU(MOPMHBIE MPOSIB-
JIEHWS1, MUKPOAHOMAJIMM 1 MOpoKu pa3Butus (Levy
S.E., Mandell D.S., Schultz R.T., 2009).

Y 530TepMKOB CYLIECTBYET ajbTepHATUBHOE
MHEHME, YTO ayTUCThl HapaBHE C JE€TbMM WHIWUTO
SIBJISTIOTCSI TIPEACTaBUTEISIMU OYAYILEH pachl Jioaei
(Haucu OuH Tonn, Kapen Iaupuy, 2003).

Ki1MHHKO-NICHX0JI0THYECKHE ACTIEKTBI ayTH3Ma

XapakTepHBIMU YepTaMy PacCTPOMCTB ayTH-
CTUYECKOTO CTIEeKTpa SIBJISTIOTCSI:

1. Hapywenusa komMmyHuKayuu pe3Ko 3aTPYIHSIIOT
(B TSXENBIX CITydasix COBCEM MCKITIOYAIOT) BO3MOX-
HOCTb OOydYeHUsI, U TpeomojieHue (UM XOTS Obl
CMSITYEHIE) KOMMYHUKATUBHBIX IIPOOJIEM SIBIISICTCS
TepBOCTEIIEHHOW 3a7ayveil, Kak Mo 3HAUYECHUIO, TaK
U 10 ovyepenHoctu peineHus. CiemyeT MOMHUTD,
YTO peyb UAET O HapyILIEHUSIX HE CPeaCcTB U GopM
KOMMYHUMKaUU (CEHCOpHble (YHKILMWU, pedyb) M
He 00 o0eqHEeHMM yTauBaeMOro MoToka MHpopMma-
vy (MHTEJUIeKTyaJlbHasl HEJIO0CTaTOYHOCTh), HO
0 HapylIeHUsIX OOILIEHUs KaK TaKOBOTO, Hapyllle-
HUSIX, HE 3aBUCSIINX OT XKEJaHUs WM HeXeJIaHUs
(Kampu3HOCTHU, HEBOCITUTAHHOCTU U T.J1.) ayTUYHO-
ro pedeHKa.

2. Hapywenusa peuesoeo paszsumus npyu 1eTCKOM
ayTM3Me MHOrooOpasHbl W SBIISIIOTCA OJHUM U3
HanOoJIee YaCThIX HEMOCPEACTBEHHBIX MTOBOAOB 00-
paieHus poaurenei K cneuuanucty. Cpean Haubo-
Jiee YacThIX CUMIITOMOB CJIeAyeT OTMETUTh MYTU3M
(oTCyTCTBME peun), IXoNaauu (ITOBTOPEHUE CKa3aH-
HOTO JPYrMM YeJOBEKOM), OOJIbIIOE KOJIMYECTBO
CJIOB- IITAMIIOB M (Ppa3-1ITaMIoB, «(hoHOTpapuye-
CKYIO» pedb, HECIIOCOOHOCTb K JAMAJIOTY, HEOJIOTU3-
MBI, TIO3[HEE TOSIBJICHME B PeUM M HENpaBUJIbHOE
yHoTpebieHrne JUYHBIX MECTOMMEHMI (0COOEHHO
«$1»), HapylIeHUS 3ByKOTTPOU3HOIICHUS U TpaMMa-
TUYECKOTO CTPOS peuu U JIp.

Ilp opraHmzauny BOCIIMTAHUS U OOYyYECHUS
JeTell ¢ ayTU3MOM HEOOXOIMMO YUYUTHIBAThH UX 0CO-
oennocmu eocnpuamusa. K TakuM 0COOEHHOCTSIM
OTHOCSIT TUIIEPCEH3UTUBHOCTh, (hparMEHTAPHOCTb,
TUTIEPCEIEKTUBHOCTh, CHUMYJBTAHHOCTh W TPYA-
HOCTM BOCIIPUSITUS CYKIIECCUBHO OpraHU30BaH-
HBIX (TO €CThb Pa3BOPAUYMBAIOIIMXCSI BO BPEMEHM)
saBineHuil. CeHCOopHasl eunepceH3umueHoOCms TIpo-
SIBJISIETCS Yallle BCETO B CHMKEHHOM TIOpOre JMC-
KoMpopTa, HEMEPEHOCUMOCTH pa3ApakKuTeIcit, NH-
TEHCUBHOCTHKOTOPBIXBIOJTHETIPUEMIIEMa LIS peOeHKA
C HOpMaJbHBIM pa3BuTMeM. B apyrux ciyya-
sIX, CJIOBHO B 3alpele/bHOM TOPMOXCHUU, pe-
OCHOK pearupyeT Ha CEHCODHbIC pa3apaxu-
TeJM KpaliHe cyabo, TMapagoKcaabHO (ca0blit
pa3npaxuTelb BBI3BIBAET CUJIBHBIA OTBET, CUJIb-
HBI pa3apaXuTenb - Cladblii OTBET) WU Aaxe
He pearupyet BooOl1ie. [MrnepceH3UTUBHOCTD JIEKUT
B OCHOBE HEKOTOPBIX CTPAaXOB, HAOIIOAAEMBIX TTPU
ayTu3Me.

Dpazmenmaprocms TOIpa3yMeBaeT HEPaBHO-
MEpPHOCTh PeaKkilMd Ha KayeCTBEHHBIC XapaKTepH-
CTUKM CEHCOPHBIX CUTHAJOB; HalpuMep, IOBbI-
IIEHHOe BHUMaHWE K LIBETY MPU OTHOCUTEIHLHOM
0e3pazauuu K hopMe 1 pa3Mepy B 3pUTEIbHOM BOC-
MIPUSITUU, BBICOKasl YyBCTBUTEIBHOCTh K TEMOpaib-
HBIM XapaKTepUCTHKaM 3ByKa B yIepO 4acTOTOTO-
HaJIbHBIM M IMHAMUYECKUM B CTYXOBOM BOCTIPUSITUM
u T.n. Ha GoJyiee BEICOKOM YpOBHE 3TO MPOSIBIISIETCS
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B IIOBBIINICHHOM BHMMAaHMHM K JETalsIM OOBEKTa,
TOrJa KakK OOBEKT Kak IIeJIoe He BOCIIPHMHMMACTCS
M TI0 TIPSIMOMY HAa3HAYCHUIO B UTPE HE MCIIOIb3YeT-
csI: peOCHOK YacaMM KPYTUT KOJIECKO MAIIIMHEI, HO
HUY KyOMKHU, HY TIECOK B HEl He BO3UT U KYKOJI B Helt
HE KaTaeT.

4. Hepaenomepnocmv pazeumus NCUXUHECKUX
dyuruuii sIBISETCS OOHON M3 HaMOoJIee XapaKTep-
HBIX OCOOEHHOCTEll ayTM3Ma, UYTO OTpaKaeT Bemy-
1IIee MECTO ACUHXPOHMU Cpear MEXaHU3MOB pa3BU-
THST ayTUCTUIECKOTO TU30HTOreHe3a. Ilpu geTckom
ayTU3Me HepaBHOMEPHOCTb Pa3BUTHUS MPOSIBIISIETCS
TaKKe B TOM, YTO OTMEYAIOTCS pa3HOOOpa3HBIE 110
CTEIIEHW W CIIEKTPY HapylIeHUs pa3IMYHBIX BBHIC-
X MCUXWICCKUX PYHKIIMI (IaMsITh, BHUMAaHHE,
LeJIeHANPaBJIeHHOCTh W NIp.), HapyIIeHUS CHJIHI,
MOIBMKHOCTH, YCTOMIMBOCTH, TEM I1a HelipoarHa-
MUKH U Op.

5. Iloevtmennyro npecoimyaemocms TIpU ayTH3-
M€ CBSI3BIBAIOT C HU3KUM OOIIMM, IIpeXIe Bce-
ro IICUXWYECKUM TOHYCOM M pacCMaTpUBalOT Kak
MEXaHN3M, OTrpPaHMYMBAIOIINI B3aMMOMIEICTBUE C
OKpYXKaIOIINM, JIIOOYIO IesITeIbHOCTh Ha HanboJee
r1yooKoM, 0azanbHOM ypoBHe. HactymineHue mpe-
CHIIIIEHUS 10 BpeMEHM WHAWBUAYAJIbHO W 3aBHUCUT
OT TJTyOMHEBI ayTUCTUIECKUX PACCTPOICTB, OT XapaK-
Tepa IesITeILHOCTU Y OTHOIIICHMS K Heil peOSHKa.

6. Cmepeomunnoe, 00HO0GpasHOe noeedenue
SIBIISICTCS ONHOIM M3 HamOoJiee XapaKTEPHBIX OCO-
OeHHocTel neteil ¢ ayruamMoM. CTepeoTUITUU Mpo-
SBJISIIOTCS OYeHb Pa3zHOOOpa3HO: B JIIOOOM BUJE
NeITeIbHOCTH (ABUTATEIbHBIE, CEHCOPHBIC, Muea-
TOPHBIC U T.1I.), B pYyTUHHBIX IIPUBEIYKAX U pUTyajax.
IIpu aytu3me CTepEeOTHIIMU HaIlpaBJIeHBEI B OCHOB-
HOM Ha ayTOCTUMYJISILINIO M HOCSIT aTOJIOTUISCKUI
XapakTep; OHU OTJIMYAIOTCS OOJIbIION CTOMKOCTHIO,
TPYAHOIIPEOJOIMMBI.

7. YV nopasisoliero 00JbIIMHCTBA JIeTel ¢ ay-
TU3MOM €A400 pazeuma uau He pazeuma 60006ue cno-
cobnocmb Kk nodpaxcanuro, umMumMauuu, YTO Co3naeT
3HAUYUTEIbHBIE TPYOTHOCTU B OOYyYEHUM, MOCKOJIb-
Ky, TIpeXIe BCEro B IOLIKOJILHOM BOCIIMTAHUU U B
HavYaJlbHOM IIKoJie (0COOEHHO ISl JeTeil CO CHU-
JKEHHBIM MHTEJJIEKTOM), ITOKa3, 00pa3el] SIBISIOTCS
BasKHEMIITM CIIOCOO0M OOYUEeHUS MJIN HAyIIEHMSI.

8. OueHb BaXHEI O0COOEHHOCMU UHMEAAEKMY-
aavnozo pazeumus. Ilo maHHBIM 3apyOeXHBIX M
OTeUYEeCTBEHHBIX aBTOpoB oT 70 — 75 % neteii ¢ ay-
TU3MOM (OCOOEHHO TIpY aTUIIMYHOM ayTHU3MeE)
CTpafaloT TOM WJIM WHOM CTENCHbIO MHTEIJIEKTY-
aJbHOI HemocTaTouyHOCTU. HepaBHOMEpHOCTH pa3-
BUTUSI ayTUYHBIX PACCTPOMCTB SIPKO ITPOSIBIISICTCS
M B OTHOIICHWUM WHTEJJICKTYaJIbHBIX (PYHKIINIA.
Tax pa3BuUTHE OTHMX MHTEJUIEKTYaIbHBIX (PYHKIINHI
MOXET oIepexaTb BO3PacTHYIO HOPMY, APYTMX —
3HAYUTEIHLHO OTCTABATh.

Knaccudukanus

B HacTosiiee BpeMsi UCIOJIb3yeTCsI HECKOJIbKO
Ki1accuduKaluii HapyleHUi ayTUCTUYHOTO CITeK-
Tpa. Bce onuvcaHHbie HUXe KiaccubuKaul ayTu-
CTUYECKUX CUMIITOMOB Yy JIET€! B CBOEH OCHOBE CO-
JepKaT 3TUOJIOTMUECcKUe (DaKTOPhbl U KIMHUYECKUE
MPOSIBJICHUS U, TIO CYTH, COAEPKATeIbHO HE OTIM-
4aloTcs APYT OT Apyra.

B mcuxmaTpuyeckoil MpakTUKe ITPUMEHSIETCS
Mescoynapoonas kaaccupuxauus o6oaesneil 10-20 ne-
pecmompa (1994) non pyopukoit «Knaccudpukanus
TMICUXWYECKUX U TIOBEIEHUECKUX PaCCTPOUCTB». OHa
BKJTIOUAET CJIEAYIOIIMeE pa3iesibl:

F84 Oo01ue paccTpoiicTBa pa3BUTHUS

F84.0 [derckmii aytusM (ayTMCTUYECKOE pac-
CTPOMCTBO, MH(pAHTUIBHBIN ayTh3M; MHGAHTUIIb-
HbII Icuxo3; cuHapoM KaHHepa), Iipu pa3BUTUU IO
3-JIeTHero Bo3pacra

F84.1 AtunuuHblii ayTv3M (aTUMAYHBIA NET-
CKUIi TICUX03; yMEpeHHasl YMCTBEHHAsl OTCTaJIOCThb
C ayTUCTUYECKMMU YepTaMu), MpU pa3BUTUU B 3-5
JeT

F84.2 Cunapom Perra

F84.3 [Ipyroe ne3auHTEerpaTMBHOE pacCTPOMCTBO
JETCKOTO0 BO3pacTa (JAe3WHTeTpaTUBHBIN TICHUXO03;
cunapoM lennepa; neTckas neMeHUMS; CUMOMOTH-
YeCKU TICuxo3)

F84.4 TunepakTuBHOE pacCTPONCTBO, COYETAIO-
1eecs C YMCTBEHHOM OTCTaJIOCThIO M CTEPEOTUITHBI -
MU IBVZKEHUSIMU

F84.5 Cunmpom Acneprepa; ayTMCTUYecKas
TICUXOIATHS; IU30UAHOE PACCTPOUCTBO AETCKOTO
BO3pacTa

F84.8 /Ipyrue ob1ne paccTpoiicTBa pa3BUTHUS

F84.9 O61ee paccTpoiicTBO pa3BUTHSI, HEYTOU-
HEHHOE.

B 1997 r. HayyHBIM LEHTPOM ICUXMYECKOTO
300POBbS POCCUMCKON aKaAeMU HAyK YTBEPXKIEHA
CenyIolasl Kaaccupukauus aymusma.

1 .JeTckuii ayTM3M 3HAOTEHHOIO reHes3a (603-
HuKuiuil 6e3 HewHell 8UOUMOL NPUYLHDbL):

» cunapom KanHepa (kaaccuueckuii eapuarm

demckoeo aymuszma);

* MH(MAHTUIBHBIA ayTu3M (gakmuuecku 3mo
HauanbHble NposeaeHus Ar00i opmsl aymus-
Ma, «y0obmbiil pebenox» 6 eospacme om () do
12-18 mecauyes);

* JETCKUU ayTU3M (paHee omHocuau K wusogpe-
HUU, HO 8 OMAUYUe OM 83POCAbIX, HA QOHe neye-
HUs cOCMOsIHUe NOCMENeHHO YAYHULAemCsl);

* cuHApoM Acrieprepa (uHmensekm coXpaueH,
ommeuaemcs 3aMKHYMOCHb, CMPAHHAS U 8U-
muesamas peus, uauje ceeo o0yueHue 6 obuje-
00pa308amenbHblIX WKOAAX).

2. OpraHu4YecKuil ayTu3M (NpuvUHa nposeAeHus

aymuzma—eeuodpoueganus, 2unoKcus, poooeasimpasma
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u m.d., cmoiikoe yay4uienue Ha (hoHe ne4eHUs Heepo-
A02U4ecKoil namonoaui).

3. AyTHUCTUYECKHM TOTOOHBIC CHUHAPOMBI IIPH
XPOMOCOMHBIX, OOMEHHBEIX U APYIMX HapYIICHHSIX
(npu cunopome Jlayna, ¢henuakemonypuu, mybdepos-
HOM cKaepo3e u m.d.).

4. Cunnpom PerTta (HEyTOUHEHHOTO TeHe3a).

5. AyTUCTMYECKM MOA0OHbIE CUHAPOMBI 3K30-
TEHHOrO TeHe3a (aymucmuueckue HNpOsGAeHUS 603-
HuKAu nod 8o3delicmeuem 6HEUHUX PaKmopos):

* MCUXOTEHHBIN mapaayTuaM (cmpecc npu4uxa
aymucmu4ecKux HnposAeAeHull — ocupome-
A0CMb, COCMOsAHUe nocie npedbieanus 8 cma-
yuoHape u m.o.).

6. AyTU3M HESICHOTO reHe3a.

HpyrumMu uccienoBatessiMU  IIpeaAnpuHUMA-
JIMCh OTHAEJIbHbIE MOMBITKU KJIaCCUDUKALMU AeTei
C ayTU3MOM I10 XapaKTepy COLIMAJIbHON ae3aganTa-
uuu. Hanpumep, JI. Bunr (1997) paznensiia ayTud-
HBIX IeTell Ha TP IPYIIIIBLI B COOTBETCTBUM C MIX CIIO-
COOHOCTBIO BCTYIIATh B COLIMAJIbHBII KOHTAKT:

1) «oOMHOKHME», KOTOpble HE BOBJIECKAIOTCS
B O0OlLIeHUE;

2) «ITaCCUBHBIE»;

3) «aKTUBHBIE, HO HEJIETIBIC».

Hawnyyiuii mporHo3 B JajbHEHIeM Ncuxuye-
CKOM pa3BUTHUM, 110 MHEHHMIO aBTOpa, ObLI y «Iac-
CHBHBIX».

JIJ1S1 ICUXOJ0TOB Y MEAAaroroB 0COObI MHTEPEC
npeactabisieT Knaccudukamust O. C. HUKoabCKOI,
E.P.baenckoituM.M.JInb6auHr(1997), mocTpoeHHas
C YYETOM CTEIEeHM TSKECTH ayTMCTUYECKUX ITpO-
SIBJICHUI 1 BeAyIlero NaTOLCUXOJIOTMYECKOro CUH-
JIpoMa. ABTOpaMU OBUTH BBIJEJIEHBI YETHIPE TPYTITIHL:

* netu | rpynmbl XxapakTepu3yloTcs HauboJjiee
rinybokoii ad@eKTUBHOU TaToOJAOrMei, uX
MoBeJeHNWEe HOCUT MOJIEBO XapakTep, OHU
MYTUYHBI, HE TOJIbKO He BIaAcIoT (hopMaMu
KOHTaKTa, HO U HE UCHBITHIBAIOT MOTPEOHO-
CTU B HEM, Y HUX HA01101a€TCs ITOYTU ITOJTHOE
OTCYTCTBUE HAaBBIKOB CAMOOOCTY>KMBAHMUS;

« getu II rpynnel oTauyaroTcsl 6oJjiee LejieHa-
MpaBJIeHHbIM TTOBEACHMEM, CIIOHTAHHO Yy HUX
BbIpa0aTHIBAIOTCSI CAMble IPOCTEMIINE CTepe-
OTUITHBIE PeaKLIMU U peuyeBble IITAMIIbI, IPU
aJeKBaTHOM IMTEJbHOU KOPPEKLUU IeTH
MOTYT OCBOUTb HaBBIKM CaMOOOCTYyXKBaHUS
M 3JIeMEHTapHOIo OO0y4YeHHUs, BEAYIIUM Ila-
TOMNCUXOJOTMYECKUM CUHAPOMOM B JaHHOM
TpYIIIIEe SIBJSETCS OTBEPKEHUE OKpYXKalollei
pealbHOCTH;

» getu III rpynnbl xapakTepu3yroTcs O0JbleiH
MPOM3BOJLHOCTBIO B TTIOBEACHUM, B OTJIUYNE
oT gereit I u Il rpynmn, oHu uMelOT Oosee
cJloxkHble ¢opMbl ahEKTUBHOR 3allUTHI,
YTO MOpOSBISIETCS B (POPMUPOBAHUM IATO-
JIOTUYECKUX BJIeYEHUI, B KOMIIEHCATOPHBIX
(haHTazusX, y geteit 3Toit rpynibl 60Jee Bbl-
COKMIA ypOBEHb Pa3BUTHUS PEUU;

« getu IV rpynmsl XapakTepu3ylOTCsS MeHee
IIyOOKUM ayTMCTUYECKUM 0apbepoM, MEHb-
et natojorueit B ah@eKTUBHOM U CEHCOP-
HoOM1 cdepax, B UX cTaTyce Ha TepBbIN TIaH
BBICTYMAIOT HEBPO30TOA00HBIE PACCTPON-
CTBa, YTO MPOSBISAETCS B pOOOCTH, MyTJIMBO-
CTH, OCHOBHBIM TaTONICUXOJIOTUYECKUM CUH-
JPOMOM SIBJISIETCSI TIOBBIIIIEHHAsT PaHUMOCTD
TIpY B3aMMOJICIICTBUY C OKPYKAIOIIUMU.

HaHHas kiaaccuduKalusg Aadeko He yHHUBeEp-
cajbHa, TaK KakK B €€ OCHOBE JieXaT TCHUXOJI0ro-
regarormuyeckuie HabIIOAEHUS U B Hell He OTpakeHbl
ATUOJIOTUYECKUE U MATOTeHETUYECKUE MapamMeTphbl
ayTu3Ma y IeTei.

CrnieuranbHbIi KOMUTET AMEpUKAHCKOTO TICH-
XMaTPUUECKOro 00IIecTBa B NATOM penakuuu Jua-
THOCTUYECKOTO U CTaTUCTUYECKOTO PYKOBOJCTBA MO
McUXUYecKuM pacctpoiictBaM (DSM-5), koTopoe
omnyonukoBaHo 18 Mas 2013 roga 0603HaYMIIO Clie-
aytoiue pyHaaMeHTaIbHbIe U3MEHEHUS:

* BO-TIEPBBIX, pedaklus yrpazaHseT Te dop-

Mbl ayTU3Ma, KOTOpHIE BBIACISUIMCH paHee,
BKJIOUYas cuHiapoMm Acneprepa. Ternepb Jio-
0as ¢opma ayTu3zMa MMeeT OJHO Ha3BaHUE -
PacCTPOMCTBO ayTUCTUIECKOTO CIIEKTpa.

* BO-BTOpBIX, Ceiyac BBIACISIOTCS TpU BHUAA
CUMIITOMATUKU TaKUX PACCTPOMCTB — COLIM-
aJibHble HapyLIeHMs, 1ePULIUT KOMMYHUKA-
LIMM U TIOBTOpSIOIIeecs/OrpaHUYeHHOE TO-
BeneHue. Ternepsb B CIIA OyneT BhIACTATHCS
JIMIIIB ABE TPYMITBl CAMIITOMOB — HapyIIEHUS
COLMAJIbHON KOMMYHUKALIMU U TOBTOPSIIO-
meecsi/orpanndyeHHoe noBenaeHue. (Huerta
M, Bishop SL, Duncan A, Hus V, Lord C.
Application of DSM-5 Criteria for Autism
Spectrum Disorder to Three Samples of Chil-
dren With DSM-IV Diagnoses of Pervasive
Developmental Disorders.Am J Psychiatry.
2012; 169(10): 1056-64.)

DTHOJIOTHS ¥ IATOTeHe3

OTUOJIOTHUS PACCTPONCTB ayTUCTUYECKOTO CIIEK-
Tpa U YMCTBEHHOM OTCTAJIOCTA BO MHOTUX CJIy4dasix
CJIOXXHAa W HE OIPEAEISIeTCS E€IMHOU NPUYMHOM,
IIO3TOMY BBISIBJIEHUE MHOXECTBA XPOMOCOMHBIX U
Te€HHBIX HapylIeHWii, a Takxke BAUSHUS (haKTOPOB
BHEIIIHEN Cpeabl, KOTOPBIE JIeXKaT B OCHOBE ayTH-
CTUYECKUX PACCTPOMCTB, 3HAYUMO IS TIOHUMAHUS
HepoOUOJIOTUUECKUX MEXaHU3MOB, JieXKallluX B OC-
HOBE MOBEACHYECKNUX U KOTHUTUBHBIX PACCTPOMCTB.
B HacTos111ee BpeMs cylIecTBYeT HECKOJIbKO TEOPHU it
BO3HMKHOBEHHUSI ayTu3Ma. Bce oHuU moapasnens-
I0TCSl Ha HeTreHeTHYeCKMe U TeHeTudeckue. Takoe
pasinenieHue YCIIOBHO, MOCKOJIBKY B KaXIOM KOH-
KPETHOM cJly4yae, Kak IpaBujIO, IMPOCMATPUBACTCH
COBOKYITHOCTb BO3MOXKHBIX 3TUOIATOT€HETUYECKUX
(hakTOpOB pa3BuTUs NaTojioruu. KpoMe Toro, Here-
HeTUYecKue (haKTOPhl YaCcTO SIBJISSIOTCS TPUITEPaAMU
Pa3BUTUS PAZTUYHBIX META0OTNYECKUX HAPYILICHUIA.
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K HereneTHmyecKumM pakTopamM OTHOCSITCSI:

1. UHdex1uss — BOCHOBHOM MUKCT-UH(PEKIIUS,
YacTo UIMTEIbHAsI, BSUIOTEKyIlas, XpOHWYECKasl,
nepcuctupyiomas. I1o coBpeMeHHBIM JaHHBIM KOC-
BEHHBIMHU «aBTOpaM1» BOSHUKHOBEHUS ayTUYHOCTHU
SIBJISIIOTCSI BCE BapMaHThI OaKTepUaabHOM, IPUOKO-
BOil M BUpPYCHOM MH(EKUWM, B TOM YHUCJIE, U I0-
ctBakuurHanpHol (Cunrx B. K., Tomcon B., 2001).

Pesynbrathl uccienoBaHusl, IIPOBEISHHOIO Ha
Mblmax Jjietom 2012 roma, MOTyT MOACKas3aTh, Kak
MMEHHO MHMEKINSI W HapYLIICHUS] UIMMYHHOM CH-
CTEMBbI CBSI3aHBI C PA3BUTHEM ayTU3Ma.

HccnenoBaren cMomelMpoBaiyd Ha MbIIIaxX
MaTepPUHCKYI0 MHQEKINI0 BO BpeMs OepeMeHHO-
ctu. Pe3ynabraToMm cTana 4ype3MepHO aKTHBHAsI MM-
MYHHasl CICTeMa 1 ayTOITog00HOe ITOBeIeHE Y 110~
TOMCTBa. bojee Toro, yaeHble cCMOTIM M30aBUTHCS
OT HEKOTOPBIX BUIOB TaKOTO ITOBEICHUS C ITOMO-
IIBIO «IIepe3arpy3Ku» UMMYHHOM CUCTEMBI IIOTOM-
CTBa IIyTeM ITepecagKi KOCTHOTO MO3Ta.

BocnanutenbHble OpoliecChl BO Bpemsl bepe-
MEHHOCTHU MPUBOAUIIU K TOMY, UTO Y IIOTOMCTBA ObLT
MOHIKEHHBI YPOBEHb PETYJISITOPHBIX T-KIIETOK,
KOTOpBIE «yCIIOKAWMBAaIOT» MMMYHHYIO CHCTEMY.
XOTSI MOIIe/Ib Ha XXKMBOTHBIX UMEET OUYeHb OIpaHU-
YEHHOE 3HA4YeHWE, WCCIENOBAaHWE MPEIIOJIaraeT,
YTO KJIIOYEBYIO POJib B Pa3BUTUU ayTHM3Ma MOXET
UIpaThb IMMYHHasI CUCTeMa MaTepu BO BpeMsl bepe-
MEHHOCTMU.

Kpome Toro, yuyeHble IpOBEpUIU, CYIIECTBYET
JIM TIPUYMHHO-CJIEACTBEHHASI CBSI3b MEXXAY MpoobJie-
MaMM MMMYHHOM CHCTEMBI M HaIIOMHHAIOIINM ay-
TH3M NoBeaeHueM. OHU mepecaauand 3aTPOHYTOMY
IMIOTOMCTBY KOCTHBII MO3I HOPMAJbHBIX MEIIICH,
YTO «BEPHYJIO0» MX MMMYHHYIO CHCTEMY K HOpME.
OTO XK€ YMEHBIIWJIO MOBeAeHUEe, HAallOMUHAlOIIee
ayTU3M Y JIIOJIEH.

DKcnepThl COrJIaCHbI B TOM, YTO JaHHbIE, MOJIY-
YeHHbIe Ha MBbIIIAX, HeJIb3sl IEPEeHOCUTDb Ha JIIOACH.
Ha u mepecagka KOCTHONO MO3ra — pHUCKOBaHHas
npoleaypa, KOTOPYIO HMKOIAA Helb3s OydeT uc-
MoJb30BaTh Mg jJedyeHus aytuama. OmgHaKo 3TO
BaxKHbIMA 1IAr Ijisl MOCAEAYIOLIero M3y4yeHUsl CBsI-
31 UMMYHHOIW CHUCTEMBl U ayTU3Ma CpeAu JIomaeil.
BrionHe BO3MOXHO, B OyayllieM MOSIBATCS Mpenapa-
ThI TSI JIIOAEU C ayTU3MOM, KOTOpbIe OyIyT KOppeK-
TUPOBaTh UMEHHO MMMYHHbIe HapyiueHus. (Hsiao
EY, McBride SW, Chow J, Mazmanian SK, Patter-
son PH. Modeling an autism risk factor in mice leads
to permanent immune dysregulation. Proceedings of
the National Academy of Sciences.2012; 109(30))

2. IlpumMeHeHHue MaTepbio BO BpeMsl OepeMeH-
HOCTU CUJIbHOAEWUCTBYIOIIMX MpernapaToB (B TOM
Yyucie TOPMOHAJIbHASL COXpaHsIolasl Teparusi, aH-
TOaKTepralbHasl U TIPOTUBOBUPYCHAS Teparius),
BO3JEICTBYE TTOTEHLUATbHBIX TepPaTOreHOB (aJIKO-
rojib, HAPKOTUKHU, PEHTIeHOJIOTUYeCKoe 00cCieno-
BaHUe, MpodeccuoHaabHble BPEAHOCTU, BJIEKTPO-
MarHuTHOE M3JIydeHUe, paHHee YJIbTPa3BYKOBOE

obcnenoBanue smoOpuoHa (Kaponuna Pomxkepc,
2006, ITacko Pakuu, 2006)), HeCOOTBETCTBYIOIIEE
coOcTBeHHOMY 0O0MeHy nuTaHue. OTHO U3 UCCIIea0-
BaHUI U3y4ajio CBSA3b MEXIY ayTU3MOM H|KypeHHEM
BO BpeMms1 6epeMeHHOCTU. MccaemoBaHue ObLIO OC-
HOBaHO Ha aHaju3e 3amuceii 0 HOBOPOXKICHHBIX,
Bcero B Hero BkIouwian 6oisiee 3000 mereit, y KoTto-
PBIX ObIT AMArHOCTUPOBAH ayTWM3M. Y4eHble OOHa-
PYXXUJIM TIOBBIIIEHHBIM PUCK cCMHApOoMa Acrieprepa
cpenu Tex JAeTei, YbM MaTepyu KypuJik BO BpeMsi Oe-
pemeHHocTu. (Kalkbrenner AE, Braun JM, Durkin
MS, et al. Maternai Smoking during Pregnancy and
the Prevalence of Autism Spectrum Disorders, Using
Data from the Autism and Developmental Disabili-
ties Monitoring Network. Environ Health Perspect.
2012; 120(7): 1042-1048.).

JIBa viccnenoBaHus ObLUTN MOCBSIIEHBI TTOJIUXJIO-
pupoBaHHbIM OudeHmtaM (ITXB). BTo Tokcuueckue
BellleCTBa, UCMOJIb3YIOIIMECS B MPOU3BOICTBE, OHU
ObLIM pacrpoCTpaHeHbl B OKpYXalolllei cpeae 10
Toro kak Konrpecc CIIA 3anpeTu ux npuMeHeHne
B 1979 rony. OgHoO uccienoBaHue, IPOBENEHHOE Ha
J1a0OpaTOPHBIX KYJIBTypaxX TKaHU, U IPYroe UCCen0-
BaHUe, MPOBEACHHOE Ha JJADOPAaTOPHBIX KphICax, MO-
kazanu, yro [IXb Moryt HapymaTe pa3BUTHE CBI3U
MEXIy KII0YeBbIMU KJIeTKaMu Mo3ra. B oboux uc-
CeI0BaHMX MPUMEHSIACh Ta e CTerleHb KOHTaK-
Ta ¢ IIXb, KoTopast MOXET MPOU3OUTHU B peaTbHbIX
ycaoBusx. YTo KacaeTcsi BO3MOXKHOM CBA3U MEXIY
ITXDb u aytusmoM, To Apyroe uccienoBanue MHCTH-
tyra MIND cpaBHmiio ypoBHU [1Xb B mocMepTHBIX
oOpa3iiax TKaH!W MO3Ta JIIOJEH ¢ ayTU3MOM M TeX JIt0-
Jieii, KOTOpble ObLINA HE 3aTPOHYTHI ayTU3MOM. Yue-
Hble 0OHAPYKMJIU TTOBBIIIEHHO COACPKaHUE OTHOTO
u3 IIXb - I1XB-95 - B MO3ry TexX JIIonei, y KOTOPHIX
Obuta popma ayTu3ma, CBSI3aHHasl C MyTalUUSIMUA B
xpoMocoMe 15. ToapKo ogHa U3 3TUX MyTallvii OblIa
CBsI3aHa C MOBBILIEHHBIM codepxkaHuem I1Xb, on-
HaKO MPUYUHBI 3TOTO 10 CUX ITOP HESICHBI. YUYeHbIe
MPEATIOJIaraoT, YTO 3Ta MyTallus He 1aeT OPraHU3My
BeiBoAUTH I1XB, a oTpaBieHue 3TUMU BellleCTBAMU,
B CBOIO oYepe/ib, MPUBOIUT K ayTU3MY. Yuenbie mak-
JIce NPOaHANU3UPOBANY MKAHb M032A HA MEeMUASYUIO
JHK — smo snuecenemuueckuii Mapkep, CeA3aHHbL
CO CHUXCEHHOU eenHoll axmusHocmblo. Hccaedosa-
menu 0OHAPYICUNYU CHUNICEHHYIO MEMUAAYUI0 8 M032Y
Aro0eil ¢ nosvluieHHbiM yposHem IIXB. Dmo eosopum o
moMm, YMo HOPMAAbHASL AKMUBHOCIb 2eH08 8 KAeMKaX
Mo032a 0biAa «HENPABUNALHO BKAIOHEHA», U HOPMAAbHbIE
Gyuxyuu mozea okazaauce Hapyutersi. (Mitchell MM,
Woods R, Chi LH, et al. Levels of select PCB andf-
PBDE congeners in human postmortem brain reveal
possible environmental involvement in 15gll-ql3 du-
plication autism spectrum disorder. Environ MolfMu-
tagen. 2012; 53(8): 589-98)

3. IlepuHaranbHas natojorus. Y aeTei ¢ ayTus-
MOM BCTpeyvaeTcsl OOJIbIIIEE YUCIO CYyIaeB IMOBPEX-
JIEHUsI MO3ra IT0 CPaBHEHUIO C OOl MOMyJIsIUei,
BO3HUKILIMX B IEepUON OEpeMEHHOCTU, POIOB WIHU
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nocie poxneHust. CoBpeMEHHBIMH METOIAMU HC-
cnenoBanus KT, AMPT, y Takux neteit BbISIBASIETCS
MaTOJIOTMsI BUCOUHBIX, pexke JIOOHBIX mojeil. OKoJro
50% neteit ¢ ayTM3MOM MMEIOT T¢ WIM UHBIE TIPU-
3HAKM HApYIIeHWI WK IUCHYHKIIMI CTBOJIA MO3Ta.
IIpu mpoBenenun DBI' mcciaenoBaHUsI, 0COOCHHO
Buaco DD -MOHUTOpMHTA B IEPUOJ CHA OOHApy-
JKMBAIOTCSI ITATOJIOITMIECKIE TTATTePHBI 3HAKM B pa3-
JIMYHBIX 00JIACTSIX MO3T'a Yallle B BUCOYHBIX, IOOHBIX
M LIEHTPaIbHBIX 00JacTsaX. YacToTa BCTpedyaeMOCTH
3TUX MNATTEePHOB OIMHAKOBA y AETell C ayTU3MOM
KaK C BBICOKMM, TaK ¥ C HU3KUM YPOBHEM WHTEI-
JIeKTyaJIbHOTO pa3BuTusa. Cpenn HanmOoJIee pacpo-
CTpaHEHHBIX TEOPHUI, CBSI3aHHBIX C IIpe-, Iepru- U
MOCTHATAJBHBIM TIOPaXXeHWEM TOJIOBHOTO MO3ra,
BBIICJISIIOT CEAYIOINIE:

* M30BITOK HEIIPOHOB, BEIYIINIA K M30BITKY JIO-
KaJIbHBIX CBSI3eH B KITIOUEBBIX YIaCTKaX MO3Tra
(Courchesne E. et al, 2007),

* HapyllleHUe HepOMUTpalliy Ha paHHe cTa-
nuu pa3sutus (Schmitz C. et al, 2008),

* pasbajlaHCUpPOBKa BO30YIUTEIbHO-TOPMO3-
HbIX Heiipoceteli (Persico AM et al, 2006),

* HapyuieHue ¢GOpPMHPOBAHUS CHHAIICOB W
neHnapuTHBIX mUKoB (S UdhofTC, 2008;
Kelleher RJ III et.al, 2008; Tuchman R, et al,
2009),

* HapylleHNe MMMYHHOM aKTUBHOCTH B KpH-
TAYECKUX ITIEpUOaX HEPOPa3BUTHSI SIBIISICT-
CsI 9acThIO MEXaHMU3Ma IIPU HEKOTOPHIX Gop-
Max pacCTPOMCTB ayTMCTMYECKOro CIEKTpa
(Ashwood P. et al, 2006).

4. BakuuHanusi — B HAcCTOsIILee BpeMsl Cylle-
CTBYET HECKOJIBKO TEOPUIA OTHOCUTEILHO CBSI31 BaK-
OUHALMYA W PAa3BUTHUS ayTUCTUIHBIX PaCCTPOICTB:

HEOJIarONpUATHOE  BO3ICUCTBME KOHCEPBAHTOB
(pTyTh, B YaCTHOCTH, €€ MPOU3BOAHOE TUMEPO-
caj1); HeImoCcpeACTBEHHOE TTOBPEXIaoIee TeCTBIE
MHUKPOOPTAaHM3MOB XKWBBIX BaKIIWH, IIOCIEOYIO-
IIMe TI0C/ie BaKUMHAIUM ayTOMMMYHHBIE CIBUTH
(Cunrx B. K., Tomcon B., 2001).

5. HapyuieHuss BcachiBalolleid (PyHKIIUM KU-
LIeYHKUKA (BBISBIISIIOTCS MPUOIM3UTENLHO ¥V 85 %
JeTeil, cTpajalolux ayTU3MoM). Y OOJILIIMHCTBA
JeTeld ayTMCTOB €CTh HApYIICHUS ITUIIEBapeHMUS
B BUAe upe3MepHoro pocrta rpudos tura Candida,
aJuIepTysl Ha TUILEBLIC MPOMYKThI WIM TUIICPYYB-
CTBUTEILHOCTh. KpoMme Toro, OoJjbllas pojib OT-
BOOUTCS IeHUINTYy METAJLIOTMOHeMHa — Oejka
C BBICOKHMM COJIep:KaHMeM IMCTerMHa. DTO Belle-
CTBO CBSI3BIBACT TSDKEIIBIC METAJUIbl, ITOJABIISICT
pPOCT TPUOKOB B KMIIIEYHHKE, a TAKKE PaCIIEIUISICT
Ka3eWH U TJII0TEH.

6. AyTOMMMYHHAasl TEOpHS Pa3BUTUSI ayTH3Ma
(Singh VK, 2004 r.). ABTOp npeanosaraet, YTo BbI-
3BaHHasI BUpyCaMM ayTOMMMYHHasl peaklus, Ha-
MpaBjcHHAss Ha MUEJIWH pa3BUBAIOIIETOCS MO3ra,
MOXKET ITOBPEINUTh aHATOMUYECKOE pa3BUTHE HEPB-
HBIX TIyTel y AeTell, O0NMbHBIX ayTU3MOM. Bo3mMoxk-
HOCTb TaKOTO IIPEATIONOXEHUSI OCHOBaHA Ha TOM,
YTO CKOPOCTh Ilepefadd HEpPBHBIX WMMITYJILCOB B
CYIIECTBEHHOM CTETIEHU 3aBUCUT OT CTPYKTYPHBIX
0COOCHHOCTEI M30IMPYIONIeHd MHEIMHOBOI 000-
JIOUKM, KOTOpasl COeAMHSIET HEPBHBEIC BOJIOKHA, U
JraMeTpa akCoHa. AHATOMUYECKHE U3MEHEHUS MO-
TYT B KOHEYHOM CYETe IMPUBECTU K IOXN3HEHHBIM
HapyIIEeHUSIM BBICIINX IICUXUYECKUX (PYHKIIMIA, Ta-
KHX KaK o0yJeHue, MaMsITh, KOMMYHHUKAIIMSI, COLIY-
aJIbHbI€ B3aMMOOTHOILIEHUS U T.1I.

Tabauya 1

CHHIPOMBI aCCONMUPOBAHHDIE C AYTH3MOM

Ilpouenm navuenmos IlIpouenm nayuenmos
Ao Cundpomst lenvt, accoyuuposannsie ¢ cunopomamu, ¢ aymuzmom, Komopole
¢ cunopomamu conposoxcdarouuecs umerom yKasaumule
C aymuzmom cmMnmomol
1 |15q dup
>
CuHIpoM AHTeabMaHa UBI3A (u npyruce) 40 1,2
2 |16pll del IeH HeusBecTeH BBICOKAS 1
22q del SHANK3 BBICOKAsI 1
CuHapom IfOpTHKaHLHOH TACTIIA3uH, CNTNAP2 ~70 peKie
(okanpHOM STMIIeTICUN
i X- -
5 |Cunapom bparmibHOU X-XpOMOCOMBI FMRI 25% MyX4uH; 1-2
6% - XeHIIMH
6 |TobGapT cuHApOM GOUBIRT, MHOTHE JIOKYCBHI 25 penxkue
7 |Iloroukoro-Jlro6ckoro
! xpomocombl UOS 17 p 11 ~90 He U3BECTHO
CUHIPOM
8 |Cmura-Jlemnu-Ormnmia
50 penkue
CUHIPOM
9 |Cunapom Perra Bce unauBuayyMmbl, ~05
umMmelonme cuaapom Perra ’
10 {TuMoTu cMHAPOM 60-80 HEU3BECTHO
11 | TyOGepo3HbIit cKiiepo3 20 -1
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7. CylecTBYeT THIIOTE3a, CO2AACHO KOMOPOil
noepexcoerue KAemoKk mos2a U pocm 4Ucaa cay4aes
aymusma mo2ym Oblmb CEA3AHbL C 3A2PSA3HEHUEeM am-
Mocgepb 8bIXA0NHBIMU eazamu asmomooduneil. iccie-
JIOBaTeIM MEIUIIMHCKOIO (DaKylIbreTa YHUBEPCUTE-
ta FOxHol KanudopHuu npocaenuaud, 4to cpeau
JeTel, pOXIeHHBIX MaTepPSIMU, XKUBYIIIMMU B IIpeIe-
nax 300 MeTpoB OT KpYITHOM aBTOMarucTpamu B Jloc-
Anmxenece mau CaH-®paHINCKO, BEpOSATHOCTH
ayTM3Ma BIBOE BBIIIE, HE3aBUCUMO OT IT0Jla M 3T-
HUYECKOM MPUHAIJIEKHOCTH CaMOro pedeHKa, BO3-
pacTa MaTepu, BIUSHUS TaOaIHOIO JbIMa M IIPOYMX
(haxTopoB. BeiBoabI ObLIM OIMyOIMKOBaHbI B 2012 . B
KypHasie Environmental Health Perspectives. ITo cy-
IIECTBYIOIICH Ha CeTOIHS JOKa3aHHOU TEOPUM IIPH-
YMHA SMUACMUAM ayTU3Ma U IPYTUX XPOHUIECKUX 3a-
OoJleBaHMII — HapacTaIlee KOJIMISCTBO TKEIIBIX
METaJJIOB B OKpYXKalollleil cpeae (CBUHEL, KaaMMIA,
mbibsak 1 T.0.) (Volk HE, Lurmann E, Penfold B,
Hertz-Picciotto I, McConnell R. Traffic-Related Air
Pollution, Particulate Matter, and Autism. Arch Gen
Psychiatry. Published online Nov 2012.)

K renerMyeckdM IpyuvHaAM pa3BUTHUS ayTU3Ma
OTHOCSTCS:

1. XpoMocoMHasl NaTOJOrUsI X XPOMOCOMHBIMA
noauMopdusM. XpoMOCOMHAasi MaTOJOrUs TIpea-
CTaBJIeHA YHUCIIOBBIMU M CTPYKTYPHBIMH aHOMAaJIHsI-
MU, ayTUYHBIE paCCTPOMCTBA HAOIIOAAIOTCS MPU U3-
MEHEHUM KOJIMYEeCTBA KaK ayTOCOM TaK M MOJIOBBIX
XpPOMOCOM.

XPOMOCOMHEIN  ITOIMMOPGU3M  TIPEICTaBIIS-
eT coboil IKCTpeMaabHOE yBEeIUYEHUE WA YMEHb-
IIEHWE pPa3MEpPOB IeTePOXPOMATUHOBEIX YYAaCTKOB
XpOMOCOM, MHBEPCHM 3TUX YJIACTKOB (YaCTUUHEIC
WUJIM TIOJTHBIE), a TAKSKE JBOMHBIC VTN YBEIMICHHEIC
COYTHUKU (MJIM COYTHUYHBIE HUTU) XpoMocoM. Psin
HccaeaoBaTeieil OTMeYaloT SKCTpeMalbHble XPOMO-
COMHEIE BapMaHTHI y IeTeil ¢ BPOXIEHHBIMU ITOPO-
KaMU pa3BUTHUS, C CMHIpOMOM JlayHa 1 Apyroi Xpo-
MOCOMHOM maTosorueit, y nereit ¢ ayrusmom (C.T.
BopcaHnoga, B.}O. Bounosa, 1.10. IOpoB, O.C. Ky-
puHHasg, U.A. Jlemunosa, }O.b. FOpos, 2009 r).

2. MoHoreHHas IaToJiorusi - o0ycJioBlieHa My-
TauusiMU B reHax. K HauOosiee 4acThIM CHUHIpPO-
MaM, acCOLUMUPOBAHHBIM C ayTM3MOM OTHOCSITCS
cuHapoMm Perrta, cuHapoM AHreibMaHa, THUMOTH,
CUHAPOM KOPTUKAJIbHOM OUCIUIA3UU U (POKayb-
Hol snunencuu, cuHapom lobapra, IToToukoro-
JIiobckoro, Cmura-JIlemnu-Onuua, ITpanepa-Bu-
JIW, HacJeACTBeHHbIe 00Jie3HM oOMeHa (aMMHOALIM -
JonaTUM, HapylleHue B LIMKJIe MOYeBUHOOOpa30oBa-
HUSI, OpTaHUYECKHE alluIypuH U T.1I.).

KpoMe cuHapOMaIbHOI MATONIOTUM, B HACTOSI-
1ee BpeMs BCE OoJblliee 3HaUeHUe NMpUmaércst 0o-
HapyKECHUIO TaK Ha3bIBAEMBIX «T¢HOB-KaHIUIATOB»,
MyTalliu B KOTOPbIX HanboJjiee yacTo (HO He BCerma)
aCCOLMUPYIOTCSI C ayTU3MOM. 3a TOCJHEeIHUE TOIbI
ObLI0 ACHTU(ULIMPOBAHO HECKOJIBKO IECSITKOB Te-

HOB-KaHIWJIATOB U HECKOJIBKO COTEH XPOMOCOMHBIX
aHoOMaJIMit (TEHOMHBIX MTePECTPOeK) MPY ayTU3Me.

B psne uccienoBanuii obcyKmaeTcs pojib OK-
cutolHOBBIX pernentopoB (OXTR) B pasButue
aytuaMa (Gregory S.G.,. Connelly J.J, Towers A.J.
et al., 2009). Tak, ObUIO YCTAHOBJIEHO, UTO Y JIUII C
aytuamMoM umeetcs neneuus: reHa OXTR marepuH-
ckoro npoucxoxaeHus. C Ipyroit CTOpoHbI, aBTOPbI
OTMEYAIOT, YTO Y HEKOTOPHIX MAallMEHTOB C ayTU3-
MOM [eJieliusl OTCYTCTBOBaja, HO OTMEYaJIOCh TO-
BollleHHOe MetuiaupoBaHue reHa OXTR. Kpome
Toro, Obl1a u3ydeHa skcrnpeccuss OXTR B kineTkax
nepudepruyecKoil KpOBM U KOPbl BUCOYHOM TOJIU
roJIOBHOTO Mo3ra. B pe3ynbsrate Oblla BBISIBIEHA
cHUXeHHas akcnpeccus reHa OXTR y auil ¢ ayTus-
MOM TI0 CpaBHEHMIO ¢ KOHTpOJbHOM Tpymmoii. Ha
OCHOBAaHWM TOJIyYEHHBIX TaHHBIX aBTOPbI MPUILIN
K BBIBOIY O TOM, UTO SMUTCHETUIECKUE UBMEHEHMS,
KOTOpbIE TPUBOIAT K ayTu3My (3¢ GeKT MmoaaBiaeHust
skcnpeccuu reHa OXTR), mposBAsIOTCS Ha paHHUX
aTanax pa3BuTus. McciemoBaHMs C ydyacTHEM €B-
poIeoua0oB U MOHTOJIOMI0B KuTas Takke maiu oc-
HOBaHUS 1711 BOBMOXHOCTU CBSI3bIBAHUS NEICLIUMN
reHa OXTR c ayruzmom (Wennter AK, Kamp-Becker
I, Hesse P, Schulte-Korne G, Strauch K, Remschmidt
H (September 2009)).

BonbIMHCTBO pabOT MO U3YYEHUIO PACCTPOMCTB
ayTUCTUYECKOIO CHEeKTpa ITOCBSIICHO W3YyYEHUIO
T€HOB, MPOAYKTHI KOTOPBIX MPUHMUMAIOT y4acTue B
¢opmupoBaHuu U pyHkunonupoBaHuu [THC. Bro
MOTYT OBITb MyTallUM B T€HAX HEMpPOTpaHCMUTTE-
poB, O€NKOB, YYaCTBYIOIIMX B TpaHCIIOPTE HEWPO-
TPAHCMUTTEPOB, PELIENTOPOB ITOCTCUHANTUYECKUX
KJIETOK,0€IKOB, KOHTPOJIMPYIOIIUX MEXKJICTOUHBIC
B3aMMOJICHCTBUS M MUTPALIMIO HEHPOHOB BO BpeMs
pa3BUTHS MO3Ta.

HccnenoBanus 2012 roganokasaiy, YTo C pa3BU-
THEM ayTU3Ma CBSI3aHbl COTHU HEOOJIBIINX MyTaIIWA,
a He TOJbKO TeHbl BBICOKOro pucka. Kax-
J0€ M3 TIONOOHBIX TEHETMYECKUX H3MEHe-
HUIl BCTpeyaeTcs peaKo, OJHAKO BCe BMeCTe
5TU MyTallMM OTBEYAlOT IPHUMEPHO 3a YETBEPThb
cllyyaeB ayTu3ma. bojiee TOro, MHOrue u3 HUX —
5T0 MyTallM de Novo, TO €CTh CIIOHTAHHbBIE MYTallUMU.
DTO MyTallUM, KOTOPbIE €CTh B TEHETUUECKOM KOJe
JIETeli, HO UX HET B TEHETUYECKOM KOJIe POAMTEIEN.
BeposiTHO, 4TO 3TW MyTallMM BO3HUKJIW B CIiepMa-
TO30U/E, AUIEKIIETKE WM Ha paHHUX CTaaUsIX pa3-
BUTHS >MOpHoHa. bojee Toro, 3T MccaeaoBaHUS
Mokasaju, 4To HeOOJbIIMe MyTalluM Yalle BCTpe-
yalpTCcs y NeTeil, poaAUBIIUXCS Yy POOMTeNeil Oosee
cTapllIero Bo3pacTa, OCOOEHHO y OTIIOB CTapllero
BO3pacTa.

B yeThIpex cTaThsX, OMyOJMKOBAHHBIX Pa3HbI-
MM MCCJIeIOBaTEILCKUM KOMaHIaMM B XXypHaiie Na-
ture, yyeHble MCIIOJIb30Balld YCTAaHOBJICHUE ITOCIIE-
noBatenbHocTy JIHK, 4ToOBI mpoaHaau3mpoBaTh
TE€HOMBI CeMeM, Ilie €CTh OIH PEOEHOK C ayTU3MOM.
VYueHble McCKaayu M3MEeHEHUs de novo B aKTUBHOM,
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Tabauya 2

Ilepeyenpb u onucaHue JOKYCOB, BOBJ€YEHHBIX B 3THOJIOTHIO PACCTPOICTB ayTUCTHYECKOr0 CIieKTpa
Ne *| Xapakrepuctuka | Jlokammsanms | Ne * | Xapakrepuctuka | Jlokamusanus | Ne * | Xapakrtepuctuka | Jlokamuszauus
1.1 |deneuus 1p36 7.4 |[RELN 7q22 15.3 |dynaukauust 15q11-15q13
1.2 |Accoumanus 1q21-1g23 | 7.5 |MET 7q31 15.4 |Accomanyst 15922—15q26
1.3 |DISC1 1q42 7.6 |deneuus 7q31 16.1 |[TSC2 16pl3
2.1 |[NRXNI 2pl6 7.7 |Accoumanmst 7q32—7q34 16.2 |deneuus 16pl1
2.2 |Hdeneuus 2q24 7.8 |CADPS2 7q31 16.3 |dymaukanust 16pl1
2.3 |Accoumanus 2q24—2q31 | 7.9 |Accoumauus 7q34—7q36 16.4 |deneums 16g21
2.4 [SLC25A12 2q24 7.10 |CNTNAP2 7q35—7q36 17.1 |Jeneuust 17p12
2.5 |deneuus 2q37 7.11 |[EN2 7q36 17.2 |dymaukainust 17p12
3.1 |OXTR 3p25 8.1 |dyraukanms 8p23 17.3 |SLC6A4 17q11
3.2 |denenus 3pl4 9.1 |Accoumanust 9p24 17.4 |Accounanmst 17q11-17q21
3.3 |dyrutukanus 3pl4 9.2 |denemmst 9q12 17.5 |ITGB3 17921
3.4 |Accouuanus 3q22 9.3 |Accoumanus 9q33 19.1 |Accouuanus 19p13
3.5 |Accouuanus 3q25—3q27 | 9.4 |Accoumanus 9q34 20.1 |[deneumst 20p13
3.6 |denenust 3927—-3q28 | 9.5 |TSC1 9q34 20.2 |deneuust 20p13
4.1 |denemus 4921 10.1 |PTEN 10p14—10p15 | 21.1 [Accoumanust 21ql1
4.2 |deneumst 4q21—4q23 |10.2 |Jeneums 10q11—-10g21 | 21.2 |deneums 21q22
4.3 |Accouuanus 4q22—4q25 |10.3 |dyrmukauust 10923 22.1 |denewust 22ql13
4.4 |deneuus 4q35 11.1 |Accounauust 11p12—11p13 | 22.2 |SHANK3 22ql3
5.1 |Accoumanus 5pl5 11.2|DHCR?7 11ql3 X.1 [NLGN4X Xp22
5.2 |Acconmanus S5p13—5ql1 | 11.3 [Accoumanus 11q13—11q14 | X.2 [NLGN3 Xql3
5.3 |Accouuanus 5ql2 12.1 [CACNAIC 12p13 X.3 |Accouuaius Xq21-Xq25
6.1 |GRIK2 6q21 12.2 |AVPRIA 12q14—12ql15 | X.4 |dymmukamyst Xq24
6.2 |AHI1 6923 13.1 | dymnukanust 13ql14 X.5 [FMR1 Xq27
7.1 |deneuus 7p21 14.1 |Accounanus 14923 X.6 [MECP2 Xq28
7.2 |deneuust 7ql1 15.1 [ UBE3A 15q11
7.3 |Accounanus 7q22—7q32 |15.2|GABRB3 15q12

[Ipumeuanume. * — Ne : mepBast rdpa — HOMEP XPOMOCOMEI; BTOpasi — YMCJI0 W HOMEP HapyIICHUS B JaHHOMU

xpoMmocoMe (Bopcanosa C.I., FOpos 10.b., CuneBanosua A.I1., Hemmumosa U. A., FOpos U. 10., 2013).
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Neo XapakTepucTuka [Mo3unus Ne XapakTepucTrka [Mo3uius Ne Xapakrtep
1.1 Vrpata 1p306 7.4 RELN 7922 15.3 [MpupaieHue
1.2 Cas13b 1q21—1923 7.5 MET 7931 15.4 Cssi3b
1.3 DISCI 1q42 7.6 VY1pata 7q31 16.1 TSC2
2.1 NRXN1 2pl6 7.7 Css13b 7q32-7q34 16.2 Vrpata
2.2 Yrpara 2q24 7.8 CADPS2 7q31 16.3 [Mpupamenue
2.3 Css13b 2q24-2qg31 7.9 Cas13b 7q34-7q36 16.4 Vrpara
2.4 SLC25A412 2q24 7.10 CNTNAP2 7q35-7q36 17.1 Yrpara
2.5 Vrpara 2q37 7.11 EN2 7q36 17.2 IMpupaieHue
3.1 OXTK 3p25 8.1 [TpupaiieHue 8p23 17.3 SLC6A4
3.2 Yrpara 3pl4 9.1 CBs3b 9p24 17.4 CBs13b
3.3 ITpupaiienue 3pl4 9.2 VYrpara 9ql2 17.5 ITGB3
34 CBs3b 3q22 9.3 CBs3b 9q33 19.1 CBsi3b
3.5 CBs13b 3q25-3q27 9.4 CBs3b 9q34 20.1 Yrpara
3.6 VY1para 3927-3q28 9.5 TSC1 9q34 20.2 Yrpara
4.1 Y1para 4921 10.1 Yrpara 10pl4— 10p 15 21.1 CBsI3b
4.2 Yrpara 4q21-4q23 10.2 [Mpupamenue 10qll- 10g21 21.2 VYrpara
4.3 Cas3b 4q22-4q25 10.3 PTEN 10q23 22.1 Yrpara
4.4 VYrpara 4q35 11.1 CBs13b 1.pl 2— lIpl3 22.2 SHANK3
5.1 CBs3b 5pl5 11.2 DHCR7 llql3 X1 NLGN4X
5.2 CBs13b 5pl3-5qll 11.3 CBsi3b 11ql3—11ql 4 X.2 NLGN3
53 Cas13b 5q12 12.1 CACNAIC 12pl3 X.3 Cas13b
6.1 CKIK2 6921 12.2 AVPRIA 12ql4— 12q 15 X.4 IIpupamenue
6.2 AHH 6923 13.1 [pupamenue 13ql4 X.5 FMRI1
7.1 Yrpara 7p21 14.1 CBs13b 1423 X.6 MECP2
7.2 Yrpara 7qll 15.1 UBE3A 15q1 1
7.3 Cas13b 7q22-7q32 15.2 GABRB3 15q12

KOOUpYIOIIeld OeNIKM, JacT TeHoMa (COCTaBIISICT
npuMepHo 2% ot ob1iero reHoMa). Bee uethipe uc-
CJICIOBaHMS OIIPEAC/IVUIM, UTO TaKKe MyTaIliM 3Ha-
YUTEJIFHO Yallle BCTPEUYAIOTCS Y JIIOMIEH C ayTU3MOM.
DTO MOBLIIIAET BEPOSITHOCTh, YTO Y HUX OKa3ajucs
3aTPOHYT OIVH WM HECKOJIBKO I'eHOB, KOTOPHIE OT-
BEUalOT 3a paHHEe pa3BUTUE MO3Tra.

HccnenoBaHus TakKe IIPEAIIoaralor, YTo Ta-
K1e HeOOJIbIlIe MyTallMy Yallle BCTPEYaloTCs y Ie-
Tell OTIOB OOJiee CTApIIEro BO3pacTa, 3TO 3HAYMT,
YTO OHM MOIYT OBITh CBSI3aHHBI CO CIIOHTAHHBI-
MM MyTallUsIMH B cliepMmaTo3onmax oTua.(Kong A,
Frigge ML, Masson G, et al. Rate of de novo mu-
tations and the importance of father’s age to disease
risk. Nature. 2012; 488(7412): 471-5.; Sanders SJ,
Murtha MT, Gupta AR, et al. De novo mutations
revealed by whole-exome sequencing are strongly
associated with autism. Nature. 2012; 485(7397):
237-41.; O’Roak BJ, Vives L, Girirajan S, et al. Spo-
radic autism exomes reveal a highly inter-connected
protein network of de novo mutations. Nature. 2012;
485(7397): 246-50.; Neale BM, Kou Y, Liu L, et al.
Patterns and rates of exonic de novo mutations in au-
tism spectrum disorders. Nature. 2012; 485(7397):
242-5.)

BoigeneHHbIE JIOKYCHI, BOBJIE€YEHHBIE B 3THO-
Joruto aytusma (bperra C. Abpaxamca u JlaHusns
X. TemBuHaa «Advances in autism genetics: on the
threshold of a new neurobiology») (puc. 1):

IIudpsl B KOJOHKAX TaOAMLbI, COAEPKALLIUX
naeHTU(UKAINOHHBEIE HOMEpa, COOTBETCTBYIOT
mippaM Ha CXeMaTUYECKUX HU300pakeHUsIX OT-
JNEeTbHBIX XpoMocoM. AHH (TonHOe Ha3BaHUE
«Abelson helper intergration site 1»); AVPRIA xo-
aupyeT peuentop 1A apruHMHaBa30MPECCUHA;
CACNAIC— KOMIIOHEHT YIIPaB/ISIEMBIX HarIpsKe-
HUEM KaJibliMeBbIX KaHanoB L-tuma; CADPS2 —
Ca?"-dependent activator protein for secretion 2;
CNTNAP2 — TpaHCMeMOpaHHBII KOHTAaKTHH-
acCOMMPOBAaHHO-TTON00HEIN Oenok 2; DHCR7—7-
IeruapoxojecTepuH-penykrasy; DISCI — 0Oenok
«HaApYLICHHBIN ITpU mm3oppeHun-1»; EN2 — 0enok
«engrailed homeobox 2»; FMRI — 6enok «fragile X
mental retardation 1»; GABRB3 — A- penenrop-
oeta-3 ramma-amuHomacisiHoi kuciaotsl (TAMK);
GRIK2 — glutamate receptor ionotropic kainate 2
precursor; ITGB3 — wunrerpux 6era-3; MECP2 —
meTun-CpG-cBsi3biBaomuii  0emok 2; MET —
met IpoTo-OoHKOTeH; NLGN3 — HelHponuruH-3;
NLGN4X— 6enok «neuroligin4 X-linked»; NRXNI—
HelipekcuH-1; OXTR— pelienTop OKCUTOLIMHA,
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TEN — romoror ¢ocdortassl U TeH3uHa; RELN —
pmwmH; SHANK3 — 6emok «SH3 and multiple an-
kyrin repeat domains 3»; SLC25412 — solute carrier
family 25 (MUTOXOHIpPHAIBHBIA MEPEHOCUNK Apa-
nap) member 12; SLC6A4 — solute carrier family 6
(TpaHCIIOPTEp HelipoMenuaTopa CepOTOHMHA) mem-
ber 4; TSCI oTBEeTCTBEHEH 3a TyOSPO3HBIN CKIICPO3
1-ro tuma; 7.SC2 — 3a TyOepO3HEBIA CKJIEpPO3 2-TO
tuna; UBE3A xomupyeT 0e0K yOMKBUTUH-JIWTA3HI
E3A.

3. DKcraHcHs TPUHYKJICOTUIHBIX IIOBTOPOB —
3TO IaTOJIOTMYECKOE COCTOSIHME (BapMaHT T'€HETH-
YeCKOM MYTallMM), XapaKTePU3YIOIIUICS TIOSIBIIC-
HueM B JIHK noBTOpOB TpUHYKIIEOTUAOB, KOTOPHIE
MOTYT IPUBOINTH K Ie30pTaHU3aNN (PYHKIMOHM-
poBaHug JJHK wau cuHTe3y maTooruyeckoro 6e-
Ka, HaKaIJIMBAIOIIErocs B KJAETKax, YTO IIPUBOIUT K
UX TUOEIN. DKCIIaHCUS TPUHYKJICOTHIHBIX ITOBTO-
POB IIPUBOIMUT K Pa3BUTHIO CMHApoMa MaptuHa-
benna, conmpoBoXaaroiierocs ayTHd4HbIM PacCTpOi-
CTBOM MOBEACHMSI.

4. MuToxoHApUaabHble O0JIE3HU — CBSI3aHbI
C MyTallUsIMH MUTOXOHIPUAIBHON WM SIICPHOM
AHK (MtIHK win g/IHK), ¢ BpoxaeHHOU He-
JOCTaTOYHOCTbIO MUTOXOHIAPUAIBHBIX (pepMeH-
ToB TKaHEeBOro JbIXaHUs, a TAKXE CO BTOPUUYHBIMU
CTPYKTYPHO-(PYHKIIMOHATBHEIMA MUTOXOHIPUAJIb-
HBIMUA HapylICHUSIMM (3HOO- WJIM 3K30TCHHBIMMU).
Y 3HAYUTENBLHOIO KOJIWYECTBA MALIMEHTOB C ayTU3-
MOM, HCCJeA0BaHUsI OOHAPYXWIM CBUACTEIbCTBA
MUTOXOHIApUAAbHOM AUCHYHKUMU Oe3 Kjaccuue-
CKMX TIPU3HAKOB, TMPUCYIINX MUTOXOHIPHATHLHON
oonesnu (Daniel A. Rossignol, J. Jeffrey Bradstreet
). OnHO U3 MepBbIX UCCIEA0BaHUM, MPEATTOI0XKB-
IIMX MUTOXOHAPUATBHYIO AUCHOYHKIIMIO PU ayTU3-
M€, MCMOJb30BAJI0 MATHUTHO-PE30HAHCHYIO CIEK-
TPOCKOIMIO MJISI MCCJIEIOBAHUSI DHEPreTUYeCKOro
MeTaboaM3Ma B MO3TY MALlMEHTOB C ayTU3MOM ITy-
TEM U3MepeHUsI ypoBHell docdokpearnHa, ATD,
AJ1® n HeopraHmyeckux pocdaToB U JaTbHEUIIIETO
CpaBHEHUS 3TUX YPOBHEN ¢ HEHPOTUNIMIHBIMU T1a-
LUEeHTaMU. DKCIEPUMEHT MmoKa3zaJ, 4To (pochokpe-
aTUH ObLT HUXKE B TPYIIIE C ayTU3MOM, UTO COIJa-
CyeTcsl ¢ YBeJIMYEHHBIM pacxoloM ¢docdokpeaTrnHa
I1sT momaepXKu ypoBHsI AT® (ameHO3uH TpHrdOC-
¢at) B roTOBHOM MO3re, U 3TU JaHHbIE KOPPEIUPO-
BajJy C peYeBBIMU HApYIIEHUSIMU U Helpodusno-
JIOTUYeCKUMU TTpobaemaMu. HapyleHus: pyHKUMU
MUTOXOHIPUIA MOXKET TaKXKe CHU3UThb YPOBEHb IJTy-
TaTHOHA W IPUBECTU K XPOHUUYCCKUM KEIYIOUHO-
KMIIEUYHBIM MpobJieMaM, CyaoporaM 1 MbIILIEYHOI
TUNOTOHUMU Y ayTUCTOB.

5. DnureHerndyeckue 3(P@eKThl — BO3HHUKA-
IOT TIOJ BO3JAEUCTBMEM 3K30T€HHbIX U DHIOIEH-
HBbIX (paKTOPOB, BIMUSIOIIUX HAa 3KCOPECCUIO Te-
HOB 0e3 HapylleHusl CTpyKTypbl reHomHoi JTHK.
ITo muenuo psaa yuy€Hsix (bcbamem N.0O., 2009),
SMUTeHEeTUYeCKUEe MoAudUKaUUU, BKJIIOYaIOIIUe
METUJIMPOBAHWE LIMTO3UHA M TOCTTPAHCISLMOH-

HYI0 MOIU(MUKALMIO TUCTOHOB, OOYCIaBIWBAIOT
MEXaHU3MBbl MOMAYJIUPOBAaHUS 3KCIPECCUM TEHOB,
Ha KOTOpPBIE MOTYT BIUSTh U HEKOTOPBIE (DaKTOPHI
BHEIIIHEN cpenbl. KiiaccnyeckuM MpUMEPOM pery-
JISSIMU 9KCIIPECCUU TE€HOB C TMIOMOIIBIO SITUTEHETH -
YeCKUX MEXaHU3MOB SIBJISIETCS TEHOMHBI UMITPUH-
TUHT. BBISIBIIEHBI TaKoK€ TEHBI, SKCITPECCUS KOTOPBIX
peryaupyetcs ¢ nomoinbio Metuauposanus JHK,
Bmovass RELN (oauH M3 TeHOB-KaHAWAATOB ay-
ti3ma). ITockoabky metunupoBanue JJHK moxer
OBbITh MOAMGUIUPOBAHO TOMA BIAWSHUEM MYTalWid
NP KOHTaKTe OepeEMEHHON XKEHIIIUHBI C HEKOTOPbI-
MM BEIIECTBAMU WJIY TTOAOOHOTO KOHTaKTa B IMOCT-
HaTaJIbHOM IIEpUOJE, TO 3TO IMO3BOJSIET CHENaTh
BBIBOJI O HATMYMY B3aUMOCBSI31 MEXTY SKCIIPECCH -
el TEHOB W BIWSHUEM (DaKTOPOB BHEIIHEN CpPEIbI.
ITo HameMy MHEHUIO, U3YYEHUE SMUTEHETUYECKUX
MEXaHWU3MOB, TIPUHUMAIOIIAX YYacCTUE B Pa3BUTUU
ayTU3Ma, OTKPBIBAET MEPCIEKTUBHI 7151 pa3paboTKU
JIEYEHUS 3TOI MaTOJOTHM.

Memuauposanue — TPOCTOU XUMUUECKUI
Mpolecc, MpyU KOTOPOM METWJIbHAs rpyrmna (aToM
yrjaepoma U TpA aToMa BOIOPOMA) CBS3BIBAETCS C
IPYTUMU MOJIEKyJaMu (pUCYHOK 1). AHOMajbHOE
METWUJIMpPOBaHKWE BEAECT K HApyLICHWSIM Ha IIPOTS-
JXKEHWM BCEW XKW3HU, OT 3a4aTUsl HOBOI'O OpTraHU3-
Ma JI0 CMepTHU. DTa IpocTast OMoxuMuyecKasl peak-
1S uMeeT 6oJbllioe 3HayeHue o cuHTe3a JJHK,
«BKJTIOUEHUST» W <«BBIKJIIIOYEHUSI» TE€HOB B KIIETKE,
JETOKCUKAIIMW 1 0OMEHa BEIIECTB.

HemeTunnpoBaHHaA MoseKyna MeTuinpoBaHHaa MoseKyna

OH

AN /OH \ /
C=C_ + CH, =3 c=C
/H ‘ _CH,
BbiGbIBaeT (M
P
W

MeTuabHaA rpynna

Puc. 2. Ilpouecc memuauposanus

MeTunupoBaHue NPU3HAHO IIIaBHBIM MOAU(U-
KaToOpoOM TeHOMa, LIEHTpaJIbHbIM MMyTEM BCEX MeTa-
0OJIMYECKUX COOBITUI B XKM3HEIESITEIbHOCTH Opra-
HHU3Ma.

Ontumuzauusd QYHKLUUU METUIUPOBAHUS, IO
MHeHHIO A. Yasko (2010), cTaHOBUTCS MOAEIIBIO
IJ1s1 YIIpaBAeHUSI TEHETUYECKUM TTOJUMOP(GUZMOM,
KOTOpBI OKa3bIBaeT BAMUSIHWME HA MHOTME Ba>KHbIE
OHOJIOrMYECKHE COOBITUS B OPTaHU3ME.

DOyHKIYS METUTUPOBAHMSI:

* MetunupoBanue JIHK Heobxomumo mis

noagepxaHus auddepeHIaaIbHOR  3KC-
MPECCUN OTLIOBCKOM M MaTepUHCKOU KOMUU
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TEHOB, IOIBEPXKEHHBIX TEHOMHOMY UMITPHH-
THHTY.

+ JIy1st cTaOMIBLHOTO CaiiIcHCMHTA TeHOB Ha He-
aKTUBHOM X-XpOMOCOME.

* Or metmwmpoBanus JJHK 3aBucar ctabuib-
Has TpaHCKPUIILIMOHHAS PeTpecChsl IPOBU-
PYCHBIX TEHOMOB U 3HIOTEHHBIX PETPOTPaH-
CIIO30HOB.

* MetunupoBanue JIHK yyacTtByeT B ycTaHOB-
JICHUM Y OAAePKaHUN TKaHeCTIeINDUIHBIX
MaTTePHOB SKCIIPECCUN TEHOB B XO/IE Pa3BU-
THSL.

* OrcyrctBue MetunupoBaHuss JHK ymeHb-
IIaeT HaACXKHOCTh MOMIEPXKAHMUS YKCIa
XPOMOCOM, YTO MNPUBOAUT K XPOMOCOMHBIM
abeppalusim.

LlenoCcTHOCTh CUCTEM METUIUPOBAHUS OMpeae-
JISIeT B 3HAYUTEIbHOM CTEIIEHU TeHOMHOE, a 3HAaUUT
U TICUXUYECKoe, U (U3NYECKOE U perpOayKTUBHOE
3010poBbe. IlosgBMIMCH UCCIeNOBaHUSI, KOTOpPBIE
MNpPOJMBAIOT CBET Ha TO, KaK (haKTOPbl BHEIIHEH
cpelbl MOTYT UHAYLIMPOBATh SMUT€HETUYECKUE 13-
MEHEHMUSI, KOTOPbIE MOTYT UMETh AJIUTEIbHbIE OO~
Jornueckue apdextol (En Li, Adrian Bira, 2010).

MeTunupoBaHue TakXKe MOMOTaeT OpraHu3My
U30aBUTHCS OT TOKCMHOB TSKEJIbIX METAJIJIOB, B TOM
YuCcJie OT PTYTH, CBUHIIA, CYpPbMbI M MbILIbsIKA. Eciu
METUJIMPOBaHUE y pebEHKa HapylIeHO, 3TU TOK-
CUYHbIE METaJJIbl HAKAIJIUBAIOTCS, YTO HEraTUBHO
BJIMSIET HA MHOTME (DYHKIMKU opraHu3Ma. Eciu xu-
MUYECKWI aHaInu3 BOJIOC Ha coaepXaHue MUHepa-
JIOB BBISIBJISIET MOBBILIEHHBIA YPOBEHb TOKCUYHBIX
TSIKEIBIX METAJLJIOB B OpraHMU3Me, 3TO TOBOPUT O Ha-
PYIIEHUU METUINPOBAHUSI.

C.A. Hazapenko (2004) Ob11 OTHUM U3 TIEPBBIX
OTEYECTBEHHbBIX YUYEHbBIX, INTYOOKO M3YyUMBILMIA MTPO-
Onemy snureHeTrueckux OosesdHeii. UM pa3pabo-
TaHa Kjaccu@uKalus, KOTopas Mo3BOJsIET YBEIU-
YMBaTb HO30JOTMYECKUI aCCOPTUMEHT M3BECTHBIX

3a00JIeBaHUI, Y KOTOPBIX MOXHO IIPEHITOJI0XUTh
BMUTeHETUYECKYIO0 OCHOBY (Tabi1. 3)

CorocTaBisiss  MMEIOIIMECS  XapaKTepPUCTUKU
aytusma c kiaaccupukauueit C.A.HazapeHko, ObU10
BBICKA3aHO MHEHUE, YTO ayTU3M MOXKET ObITh OTHE-
CEH K SIMMIeHETUYECKUM OOJIC3HSIM C HapylleHUEeM
SIIMTEHETUYECKOIo cTaTyca Bcero reHoMa (Ijo0ab-
Hblli a¢pdexT) (Ipeuanuna E. ., Ipeuanuna O. b.,
2013).

Bce Oofbliiee 3HaUueHWEe NpUOOpeTaeT B CBSI3U
C CHUCTEMHBIM XapaKTepOM IIaTOJIOTUM H3yYCHUC
TeHHOoro nojuMopdusmMa. [eHHbII MOJIUMOPPU3M -
TeHETUYECKOE COOBITHE, IIPY KOTOPOM U3MEHSIETCS
CTpPOEHHE I'eHOB 1 3TO BIMsIeT HAa (PYHKLIMIO OCIKOB.
Ecmu u3MmeHsieTcss nuinbk ogHa OyKBa B TeHETHYE-
CKOM KOJI¢, 5TO Ha3bIBaeTCSI OJHOHYKJICOTUIHBIM
nomMopduaMom. IIpuMepoM Takoro IIOJIUMOP-
pusma gBiseTcss MoaMMOpdHEIE BapHMaHThHI TEHOB
(epMeHTOB (hOJATHOrO LMKAA, KOTOPBIA MPUOO-
peTaeT Bce OONBIINIT MHTEpPEC M3-3a €ro y4JacThs
B OSIMICHETUYECKOM IIpOlieCCe METWIMPOBAaHUS
JHK.

DojyraTHLIT HUKJ MPEICTaBISIET COOOM CIIOXK-
HBII KacKagHBI MpoIecC, KOHTPOJIUPYEMBIi
(depMeHTaMM, KOTOpPBIE B KaueCTBe KO(MEPMEHTOB
MMEIOT MPOM3BOAHEIE (DOJIMEBOM KUCIOTHL. Merta-
0onu3M dosaToB (MPOMU3BOAHBIX (DOJUEBOI KHC-
JIOTHI) - BaXXHOE 3BEHO IECPBUYHOIO MeTaboIM3Ma
KieTku. O0MeH (PosaToB SIBISIETCS TTOCTaBIIMKOM
OIHOYTJIEPOAHBIX (PparMEHTOB IJIsT Ta WX KMU3HEH-
HO BaXXHBIX KJIETOYHBIX ITPOIIECCOB KaK pereHepa-
1 METMOHWHA, OMOCHMHTE3 ITypHMHOBBIX HYKIIE-
OTUAOB M IIpeBpalllcHue ypuIuHMoHodocdaTa B
tumuauiaat, metuaupoBanue JHK u PHK. OgHo-
YIJI€pOJAHbIE OCTAaTKM, MOCTynamwlIne B oOMeH (o-
JIaToOB, 00pa3yloTcsl MpU KaTaboJu3Me HEKOTOPBIX
AMUHOKMCJIOT (CepyHa, DJIMIMHA, TUCTUIMHA),
a Takke IIpH KaTabonm3me XxonwHa. Hapymenus
MeTaboau3ma (osaToB BIMSIOT Ha CTaOMJIBLHOCTb

Tabauya 3

Knaccndugamus snureHeTHIECKNX 001e3Hel YeI0BeKa

Hapyuienue snureHeTMYeCKOro cratryca OTAEbHBIX y4acTKOB
reHoma (JIoKajbHblii 3hdexr)

HapyiieHue snureHeTHYCECKOro craryca B reHoMa (Io0aJjib-
Hblii 3¢ dekT)

1. Bonesnwu, o0ycIOBIEeHHbBIE YHACAENOBAHHBIMU MYTAIIMSIMU,
HapyHIAIOIIUMU MOHOAJUIEIbHYIO 9KCIIPECCUI0 TeHOB — 00-
JIE3HU TeHOMHOTO UMIIPUHTUHTA (CMHAPOMbI Bunemana-bek-
BuTa, [1panepa- Buiu, DHreapsMana)

1. BonesHnu, oOyclOBIEHHBIE YHACJENOBAaHHBMM MYTaIlUsI-
MU TEHOB, MPOAYKTHl KOTOPBIX BOBJIEYEHBI B MOAJECpPKAHUE
ypoBHs1 MeTuinpoBaHusg JHK wiu Moaudukanum ctpykry-
pbl xpomatnHa — CuHapomsl Petra, ATR-X, Pyounmreiina-
Teitou, Kopdu Jloypu

2. bone3Hu, 00ycnoBAeHHBIE HAPYILIEHHBIM CTATYCOM METUJIU-
pPOBaHUS OTAEIBHBIX TEHOB B pe3yJibTaTte de novo BO3HUKIIHNX
MYyTallMii B COMaTUYECKUX KIIETKAX:

a) pakoBble 00JIE3HM, CBSI3aHHBIE C TMOTepeil UMMPUHTUHTA,
MPUBOISIIEH K aKTUBALIMM HEAKTUBHOTO T'eHa WJIM MOJaBJIe-
HUIO SKCITPECCUU aKTUBHOTO TeHa;

0) pakoBble 00JIe3HU, OOYCJIOBJICHHbIC I'MITIEPMETUINPOBAHU-
€M IIPOMOTOPOB T€HOB OITYyXOJIEBBIX CYITPECCOPOB U MX MHAK-
TUBALIMEH

2. bone3Hu, 00ycIoBIeHHBIE TJI00aJIbHBIM HApYLLIEHUEM METH -
JIMPOBaHUSI TeHOMA B pe3yJibTaTe de Novo BO3HUKIIMX MYyTalldii
B COMaTUYECKHX KJIETKaX — PaKOBble OOJIE3HU, CBSI3aHHBIE C
[JIOOABHBIM TUITOMETHJIMPOBAHUEM T€HOMA, MPUBOMSIINM
K aKTHBAllUM OHKOTE€HOB, PETPOTPAHCIIO30HOBOI XpOMOCOM-
HOI1 HECTaOUTILHOCTH
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OHK, npuuém aBymst crmocobamu. IlepBbiit 0THO-
CHUTCSI K CHMHTE3y HYKJICOTHIOB de novo. Huskuii
ypoBeHb 5,10-MeTmieHTeTparuapodoaaTa IIpH-
BOIWUT K MONABJICHMIO CHMHTEe3a TUMuamiara. Kak
CJICACTBUE, YBEJIWYMBACTCS COOTHOIICHUE YpU-
IWH/TUMUH, TOBHIIIAs BEPOSTHOCTh OIIMOOYHOM
BCTpoliku ypuauHa B nipu cuHtTede JHK. Verpa-
HeHue ypuarHa JIHK-ravko3unazoi MoxXeT mpu-
BOIUTh K OJHO- M IBYLIETIOYEUYCHBLIM pPa3phIBaM.
K Tomy ke HecOaTaHCUPOBAHHBIN HYKJICOTUIHBIN
MyJ HapyllaeT MpoLecChl penapauuu, MPUBOIS K
noBpexaeHuio JIHK.

Bropoit cmoco®d oTHOCUTCS K IIPOAYKIINH
S-aneHo3nHMeTMOHMHA. HeaocTaToOuHbI ypOBEHb
S-aneHO3MHMETMOHMHA B KJIETKE MPUBOAUT K HEIO-
cratouHoMy MeTuiMpoBaHuto JIHK, 4To BbI3bIBaeT
HapyllleHMe XPOMOCOMHOM cerperaium M aHOp-
MaJIbHYIO T€HHYIO 9KCHEPECCHIO.

IunoMeTunpoBaHUE TMPOMOTOPHBIX PETU-
OHOB TIEHOB-CYIIPECCOPOB OIlyXxojel (Takxke Kak
TUNEPMETWIMPOBAHUE IIPOMOTOPHBLIX PETMOHOB
MPOOHKOT€HOB) MOXET BbI3bIBATh CEJIEKTUBHbII
pocT M TpaHchopMaluio KIEeToK. JaHHbIE mpo-
IIECCBl MOTYT JIeXaTh B OCHOBE KaHIIEpOTreHe3a.
Hedunur ¢oara, a Takke HapylleHrue (QYHKUIWU
METabOIU3UPYIOIIMX TOMOUMCTEMH (PEPMEHTOB
(MTHFR, CBS, MTR, MTRR gBnsioTcs Kioue-
BbIMM), MPUBOIUT K HAKOIUIEHWIO TOMOLIMCTEMHA

B KJIeTKax M TIOBBIIIEHUIO OOIIETO YpPOB-
HA TOMOLIMCTEMHA B I1a3me. ToMmouucre-
UH obnagaet BbIpa>KCHHBIM TOKCHMYCCKNM

JIEWCTBUEM, MEXaHU3M KOTOPOTO OINPEAEISIETCS HE-
CKOJIbKUMU OMOXMMUYECKHMU KaHaJlaMHW U CBSI3aH
C HapylleHUeM dHAOTeIUaNbHON GyHKUMHU. TTOBBI-
1IeHWEe YPOBHS TOMOLIMCTEUHA B KPOBU UMEET BbI-
pPaXXEeHHBI aTeporeHHbId U TpoMOOGUINYECKUI
3 eKT, BAUSAET Ha MCUXO-PEYEBOE pa3BUTHUE, CO-
LUAATU3ALIIO.

BrocuHTes
HYKNeoTnzoB

MTHFR

510 MewlneH
TETpaqupo¢ona1 rOMOLlI/ICTEVIH

LUNCTATUOVH

LINCTaTNOHMH cnHTe3a
ButamuH B6

S-anemsmnromoumﬂem
(SAH)

Memonvm CUHTe3a
BI/ITaMI/IH B12

METVOHWH
Me'rvm
M
DOOJIMEBASA KMCITOTA
S-aneHo3un- /’

METUOHMH
[HK, 6enku, nunugbt

TETparmqpoq)onaT

MetunuposaHue
[HK, 6enku, nunuabl

(SAM)

B Hactosmee Bpemsi MeTabonu3M (onaToB
npu3HaH ocHoBoM MeTabonu3ma kiietku (E. 4. Ipe-
yaHWHA 1 coaBT., 2009; I P. Akorsan, 2012).

B 2008 romy mccinemoBarenssmu R. Matalon,
K. Michals-Matalon, G. Bhatia, A. B. Burlina,
A. P.,Burlina,C. Braga, L. Fiori, M. Giovannini,

E. Grechanina, P. Novikov, J. Grady, S. K. Tyring,
E Guttler ycTaHOBUTh YacTOTHI YKa3aHHBIX IIOJIM-
MOP(MHBIX BApUAHTOB T'€HOB (pepMEHTOB (DOJIATHOTO
LIMKJIa B YKpanHe U OIPeIeIUTh BEICOKYIO CTCIICHb
accolMaly C Pas3IMYHOM HACIIeACTBEHHON M He
HacCJICACTBEHHOM maToyiorueil. Bhuto BhICKazaHO
MpPEIIoJIoKeHNe O II00AaJTbHOM BIMSHHU OOMEHa
METUOHMHA Ha OMOCHUHTE3 O€JIKOB U MOJU(PYHKIIN-
OHAJIbHBINA XapakKTep ATOro Hukiaa. Takoe mpeamno-
JIOXKeHME MOAKPEIUISIOCh yTBepXkaeHueM A. Bender
et al. 2008, 4To aMMHOKMCJIOTa METUOHUH MIPAET
3HAYMTEJIbHYIO POJIb B BOJIOLIMM, OHA HAKOMWJIACH
B OesiKax AbIXaTeJIbHOM LIEMU MUTOXOHIAPUIA U BbI-
CTyTaeT B pOJIU €CTECTBEHHOIO aHTMOKCUAAHTA.

B ¢onatHOM LIMKIIE OCYLIECTBISETCS:

* CUHTE3 HYKJIEMHOBBIX KUCJIOT;

* CUHTE3 OMOJOrMYEeCKM aKTUBHBIX BEILIECTB:
agpeHaarHa, MeJaTOHWHA, KpeaTuHUHA, poc-
(oaununoB, MOJUAMUHOB (CIEPMUTUAMNHBI
U CIIEPMUHBI), TTIOTAMUHOBOM KMCIOTHI, U~
TUAPO-TETParuapoOoNTeprHa, OKCHIa a30-
Ta;

* anureHetTnyeckue uameHenus JHK (metu-
JupoBanue), PHK, xpomaruHa, aMMHOKHC-
JIOT, OEJIKOB, JIMMMIOB.

B Hacrogiee Bpemsl CTajao OYEBMAHO, YTO
€CJIM B OpraHu3Me 4ejoBeKa aKTUBHOCTh (DepMEH-
Ta (ojlaTHOTO LMKIIA — MeTWIeHTeTparuapodoaa-
TPeAyKTa3bl CHIDKEHA, 3TO MPUBOAUT K HAPYLLIEHUIO
METWIMPOBAHYS (BKIIOYEHMS 1 BBIKITIOUEHMSI TEHHOM
aKTUBHOCTM) M TOIIa 3aITyCKalOTCsl MHOIME Hace-
CTBEHHbIE U MYJIBTU(DAKTOPHUATbHBIEC CHHAPOMBI.

Ipeuanunoii E. fI. 1 coaBT. mpoBeaeHO UcCCe-
JOBaHME YaCTOThI BISIBJCHMS MOIMMOP(HBIX BapU-
aHTOB F€HOB CUCTeMbI (DOJJATHOTO LIMKJIA B Halleu
nonyasuuu (tadia. 4).

Tabauuya 4
YacToTbl reHOTUNOB M aJijieieil MOIMMOP(HBIX BApH-
AHTOB Ir'eHOB
C677T MTHFR n A66G MTRR (n=4586)

Ieno- |ITomynsuu- Oxupnaemast
Bribopka
TTomumop- | TUIBI OHHasI YacToTa
(uzmMbI u BBIOOpKA neg_lrseglzre; Te€HOTUIIOB,
aiean | n=200, % " 0 %
C677T CT 40.7 1994/43,48 | 1926.12/42
MTHFR TT 7.04 416/9,07 412.74/9
CC 52.26 2175/47,42 | 2247.14/49
T 27.39 30.81
A66G AG 43.0 2015/43,93 | 2248,05/49
MTRR GG 35.5 1615/35,21 | 1490,0/32,5
AA 21.5 955/20,82 | 847,95/ 18,5
G 57.0 57.18
A2756G AG 334/34,61 | 341,8/35,4
MTR GG 55/5.69 51,0/5,3
(965) AA 552/57,20 | 572,2/59,3
G 23.00

bouta BeICKa3zaHa U IIOATBEPXKIACHA TMIIOTE3A:
HCOOCTATOYHOCTb MCTAJIbHbIX TIPYIIIlI BCJICACTBUC
CHM2KCHUA AaKTHUBHOCTHU (l)CpMCHTOB (I)OJ'IaTHOI‘O
IINKJIa, MOXET BJIMATb Ha SMUTCHETUIECKUIA CcTaTyc,
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MPUBOS K 3aITyCKy SIUTCHETUYSCKUX HapYIICHHIA.
B cioxHOM MexaHM3Me pEryIsIliii aKTMBHOCTH
TeHOMa 3HAYUTEIBHYIO POJIb WUTPalOT SIIUTCHETH-
yeckne Moaupurkaropbl. CHIDKEHHE aKTUBHOCTU
(epMeHTOB (PONATHOTO HMUKJIA M HEITOCTaTOYHOCTH
KO(paKTOpPOB COIIPOBOXKIAIOTCSI HAPYIICHUEM METH-
JIUpOBaHUS, a AedeKT padoThl JOHOpPA METaJbHbIX
TPyl — METMOHMHA, BJIEYET 3a COOOM IIMHHYIO
LIeTb TEHETUIECKUX COOBITHI, B KOTOPHIE BOBJICYE-
HbI TTOJUMOP(HbBIE a/JIeJIM 1 T€HbI, KOTOPbIE PEry-
JIMPYIOT MeTaboau3M (oJaTOB U BIUSIOT Ha (PpeHO-
TUITMYECKUE MPOSBICHUST MyTaLIUIA.

CrerieHb pa3BUTHUS TUIICPTOMOIMCTEMHEMUH
3aBUCUT OT COJEP>KaHUs B pallioHe (hOJTUEBOM KUC-
J0Thl, KoOanamuna (B,)), nupunokcuna (B,), pu-
6odnasuna (B,), cepuHa rmimHa, XoIMHa, GeTaun-
Ha, IMCTCHHA.

Wnentudukauuss HapyluieHUid  (oJaaTHOro
LMKJIa BKJIIOYAET: OMNpeAccHUE HaCAeACTBEHHOI
Maiababcopbuuu (poarmeBoil KMCIOThI, BbI3BAHHOI
MyTalMSIMA B T€HE, KOAWPYIOIIEM TPaHCIIOPTEp
(onueBoil kucnoTel; 1ePUIUT GOPMUMUHOTPAHC-
depas3pl, BeI3BaHHBIN Mytauueit B reHe FTCD;
Je(ULIUT MeTWIeHTeTparuapodogaT peayKTasbl,
BbI3BaHHLINM MyTauueil B reHe MTHFR; neduuut
(byHKIIMOHAJIbHOU METUOHWUH CUHTA3bl, KaK Pe3yJib-
Tar MyTtauuii B reHe MTR, nmopaxamoimmnux UMEHHO
METUOHMHCUHTA3y (cblG) wan mMyrauuii, mopaxa-
IOIIMX 0eT0K METUOHMHCHHTa3bl peaykTasbl (cblG
u3-3a mytauuu B reHe MTRR); nepedpanbHblii ne-
(puuuT osreBoil KUCAOTHI, BbI3BAHHBIA MyTallu-
ssMu B TeHe folrl; meduumnT TpexdyHKIINOHAIBHOTO
(epmeHTa, codepxkalllero MeTUJIeHTeTparuapodo-
JIaT JerMaporeHasy, MeTWieHTeTparuapodoaaT -
KJIOTMapoaa3y u ¢popMuaTeTparuapodoiar CuHTa-
3y, BbI3BaHHbIA MyTaiusimu B reHe MTHFD1 (Mak
Tunn, Po3en6aarT u n-p BotuuHe).

Heo6xoguMo OTMETUTH, 4TO OOMeH (ojaToB
MOXET OBbITb UBMEHEH BCJECACTBUE HAPYILIEHMST MX
TPaHCIIOpTa U TIepeHoca. Y 4YeJoBeKa K TpaHCIop-
TépaM ¢oJjiata yepe3 MeMOpaHHbIE Oapbepbl OTHO-
CSITCSIL:

* CBSI3aHHBIN C IIEPEHOCOM IIPOTOHOB TpaHC-
noptép ¢onatoB (PCFT, ren SLC46A), BbI-
COKOMNpPOU3BOAUTENbHAS  HU3KoapPUHHAS
CHCTeMa, KOTOpasl OMocpeayeT MOrJIoIIeHHE
nuiieBoro ¢ojaara npu HU3kKoM pH B Bepx-
Hell YaCTU TOHKOM KMIIIKH, a TAKXKE YyIacTBY-
€T B aKTMBHOM TPaAHCIIOPTE €r0 B TOJIOBHOM
MO3T;

* peAyUMpPOBAaHHBIM TIEPEHOCUYMK  (POIATOB
(RFC; ren SLCI19A1), nByHampaBiieHHast
cucTteMa TpaHcropTa ¢oiaToB 4yepe3 MeM-
OpaHBbI;

» peuenTtop ¢oaaroB 1 (aabda, reH FOLR1),
BeICOKOA((UHHAS CUCTeMa C HU3KOM IIpo-
W3BOIUTEIIFHOCTEIO, OCHOBHOI TpaHCIIOp-
TEp uepe3 reMaTosHuedanIndYecKnii dapbep,
NEWCTBYeT Ha OCHOBE DHIOLIMTO3a, TaKXKe
0o0HapyXeH B JpYruxX opraHax (Hampumep, B
TOYKax);

» peuenTop ¢onaros 2 (reH FOLR?2), ¢donar-
CBSI3BIBAIONINI OEJIOK B IUIALIEHTE, 3PUTPO-
IIUTAaXx.

K mpyruMm mpuumHaM CHUKEHHMS KOHIICHTpa-
1M uepedpanbHbiX goaatoB (5-MTHF) oTHocsT-
s

* HETEHCTUYECKME IIpUYMHBL HEAOCTaTOU-
HOCTb IUIIEBOTO (onaTa, pe3eKILus KUIIey-
HUKa, pakK, MCIIOJb30BaHWE aHTH(OJATHBIX
JIEKapCTBEHHBIX cpelacTB, L-moda, nmeuéHou-
Hast HeIOCTaTOYHOCTb, LIETUAKUS;

* ayToaHTUTeJa K pelentopam ¢hoaaToB;

* HEJOCTaTOYHOCTh JAeKapOOKCWIa3bl apoma-
tuyeckoit L-amuHokucnorsl (AADC);

* HEI0CTaTOYHOCTb CEpUHA,;.

* HEIOCTAaTOYHOCTh IUTHAPOITEPUINHPEIYK-
ta3el (DHPR);

* MUTOXOHIpPHUAJbHbIC HAPYILICHUS.

B 2012 r. n1a Vademecum Metabolicum (Georg

FE Hoffmann, Johannes Zschocke) 6b11a pa3pado-
TaHa HoOBas Kjaccu@uUKaiys HapylleHUs oOMeHa
CepoCoIepKalluX aMUHOKUCIIOT, YYacTBYIOIIMX B
(byHK1IIMOHUpPOBaHUY (POIATHOTO LIMKJIIA (Tab. 5).
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Tabauya 5
Knaccudukamus Hapyimennii o00MeHa cepocoaepKaIMMuX AMAHOKHCIIOT

No i/

HaumeHoBaHue 3a001eBaHus

H3oauposannas eunepmemuoHuHemus

[MpusHaku: 3ayactyio npoTekaeT 6eCCUMITOMHO; MOXET COMPOBOXIATHCS MOSIBJIEHUEM 3araxa, HalTOMUHAIOLIETo Ka-
ITyCTY, 3aI€PKKOI YMCTBEHHOTO Pa3BUTHUSI HEBPOJIOTMUECKUMU HAPYIIEHUSMY, JeMUeTMHU3AIIeH

DepmenT: MetnonnHageHo3untpaHncdepasa I/111 tunos; ren MATIA

JuarH.: 11 METUOHUH

Jleuenwue: [Iueta ¢ orpaHUYeHUEM TTOTPEOICHUS METMOHMHA

NuddpenunansHas auarHoctuka: Hemocratounocts ruimH N-metuntpaHcdepassl (rey GNMT): 11 MeTHOHUH,
S-afeHOMETUOHUH; | S-aleHO3UJITOMOLIMCTENH

Hedocmamounocms S-adenosunrcomoyucmeureudponasvl

IMpusHaku: [Iporpeccupyroiiasg 3aaepKKa yMCTBEHHOTO pa3BUTHSI, HEBPOJOTMUYECKIE HAPYIIECHMS, TUTIOMUESTMHU3AIAS
1 aTpodust 0€JI0ro BEIECTBA FOJIOBHOIO MO3Tra

[uarH.: 1 MeTUOHUH; 11 S-aleHOMETUOHUH; S-aJeHO3WITOMOLUCTENH; T KpeaTUHKUHAa3a nonumopdusm reHa AHCY
Jleuenue: Inera ¢ orpaHMYEHUEM TTOTPEOIICHUS METHOHMHA

Hedocmamounocms memuonuncunmaswl (6oae3us cblG)

IpusHaku: B ,-nepuuutHasg aHeMus, IPOTPECCUPYIOIIas 3alepXKKa YMCTBEHHOTO Pa3BUTUA HEBPOJIOTMYECKHME HApy-
LIEHWST, ICUXUATPUYECKIE PACCTPONCTBA

LuarH.: 1 roMoLMCTeNH; T METUOHUH; OpraHuYecKue KUCIOTHI (B MoUe): T METUIMaIOHOBAs KUCIIOTa (HapylieHue 00-
MeHa KobaJlaMiHa) MOJIOXKUTENbHAs MPoba ¢ HUTPOIPpYcCUaoM; noaumMopdusm reHa MTR

Jleuenue: OH-kobanamMuH, 6eTanH, ¢oseBas KMCIOTa (B BO3PACTHBIX TO3MPOBKAX)

Jléekas eunepeomoyucmeurnemus

Ipusnaku: DaxkTop pucka (B CBA3M ¢ HEIOCTATOYHOCTHIO (DosIaTa) Mpu paHHe# cocyaucToii 6o1e3uu B 30-tu u 40-1eT1-
HeM Bo3pacTte (MHGAPKThI, TPOMOOSMOOINU — HE KacaeTcs AETCKOro Bo3pacTa); T pucK BO3SHUKHOBEHUs Ae(EKTOB He-
BpaJIbHOM TPYyOKY IIPU MAaTEePUHCKOM I'MITEPrOMOLIMCTECMHEMUM

[IpUYIMHBL: TOMO3UTOTHOCTH 110 mojtudopmusmy A222V (677C > T) MTHFR; nebuumt doaneBoil KUCIOTH 1 BUTAMUHA
BIZ

Jvars.:? TOMOITMCTEUH KPOBU

Jleuenue: @onuenas KHMCJI10Ta, BATAMWH Bﬁ

Knaccuueckas eomoyucmanypus

[Mpusnaku: MapdaHononoOHbIN BHEIIHUN BUI, SMUJIETICUS, 3aepXKa YMCTBEHHOI: pa3BUTHSI, MPOrpeccCUpyomas
OJIM30PYKOCTD (PaHHUI CUMIITOM), BBIBUX XpyCTaIMKa, OCTEONOPO3, TPOMO0IMOOIUS

Manud.: [Tporpeccupytoniasi 6071e3Hb, OOBIYHO HAYMHAETCS B LIKOJBHOM BO3pacTe

®epment: LucratnonunH-6era-cunTasa (red CBS)

JuarH.: 1 METUOHUH, 11 TOMOLUCTEUH, | IIMCTUH; MOJOXUTEIbHAS MPO0a ¢ HUTPOIIPYCCUIOM

J: HapyiieHusi cuHTe3a MeTMOHUHA; Ae(eKThl 0OMeHa KobajaM1uHa

Jleyenue: B, hommeBas KUCIOTA; €CIIU 3TO HE OKA3bIBAET BO3NEUCTBUSA: IMETA C OTPAHUYEHUEM ITOTPEOICHU METUOHHU -
Ha, OeTauH, TMIPOKCOKOOaaMuH, BuTaMuH C

Hedocmamounocms cyasghumorxcudasvl u HedocmamouHoCmy KogaKkmopa MoAudoeHa

Kodakrop Monubaena (MoCo) coctoutr u3 mMonubaeHa, CBSI3aHHOTO ¢ MOAMGMULUMPOBAHHBIM NTepuHOM. OH BXO-
QAT B COCTaB YETHIPEX (hepMEeHTOB, BKIIIOYAsT KCAHTUHOKCUIOPEAYKTa3y U cyinbburokcunasy (red SUOX). buocunres
Ko(akTopa MoJIMOIeHA CBs3aH ¢ TpeMsl 0enkaMu, KogupyeMbiMu reHamu MOCS 1, MOCS2u CEPH. Knunuuyeckue cum-
TITOMBI UIIEHTUIHBI C HEIOCTATOYHOCTHIO KO(haKTOpa MOJMOIeHA ¥ N30JIMPOBAHHOM HEIOCTATOYHOCTHIO CYTh(hUTOKCH -
na3bl (BCTPEUAETCS Pexe).

IMpusHaku: MHbaHTUIBbHAS STTMIeNTHYECKas SHIE(aIonaTus; Mporpeccupyloiias 3aaepxkka cuMXoMOTOPHOTO pa3BU-
THSI, TSLKENAsT MUKPOTIedalTust; TT03%ke: BRIBUX XpyCTaJliKa

MuarH.: Cynb®UTHBII TECT (CBEXast MOUYa) MOJIOXUTETbHBIN; T TaypyH, 1 CyabMOLUUCTENH, | IIUCTUH, | TOMOLMCTENH.
Hedocmamounocms koghakmopa moauboena: || MoueBasi KuciaoTa (B ChIBOPOTKE), 11 KCaHTUH: myTauuu: MOCSI >
MOCS2

JleyeHue: oTCyTCTBHE CIELIM(UYECKOrO JICYEHMST MPU HEIOCTATOYHOCTU KodakTopa MojubmeHa thna B (Myrauwum
MOCS2)

IIpouue napyuienus, c653aHHbIE C CEPOCOOEPHCAUUMUMU AMUHOKUCIOMAMU

Llucmamuonunypus (HedocmamourHocms yucmamuoHuH-eammanuasel, een CTH)
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MeTHOHWH 1 TOMOIIMCTENH UTPAIOT OCHOBHYIO
pOJib B LIUTO30JbHOM MEPEHOCE METAIbHBIX IPYIII.
DTOT MeEPEeHOC SIBIIIETCS OCHOBOM (DYHKIIMOHUPOBA-
HUSI MHOTMX METa0OJIMYECKUX ITyTEM, B T. 4. CUHTE3a
KpeaTuHa, X0JIMHA 1 afpeHaanHa, a TAaKXe MeTUIN-
posaHus JIHK. BoT nouemy usydyeHue ypoBHSI Kpea-
TUHA U XOJIMHA B MO3Te C TIOMOIIbIO CIIEKTPOCKOMUU
SIBJISIETCSI YPE3BhIYAiHO BAaXKHBIM JIJISI TMATHOCTUKU
BCEX HapyLIEHUN M KIMHUYECKUX IMPU3HAKOB IPU
MONO3peHNM Ha HapylmieHWs oOMeHa MeTHMOHWHA.
B YkpauHe OobLIMX YCIIEXOB B 3TOM METOAE UC-
cienoBaHus pocturiaa npogeccop Poxkosa 3. 3.,
C KOTOPOI MbI IJIOAOTBOPHO COTPYIHUYAEM.

Hamu oTMeueHo, 4TO TOMO3UTOTHBIN XapaKTep
noauMopdu3Ma o3HayaeT 0oJiee BhIPAXKEHHYIO CTe-
MEeHb CHUXKEHUST aKTUBHOCTU ¢hepmeHTa. Ho roMo-
3UTOTHBIN TEHOTUIT U TOMO3UTOTHBIM KOMITayH He-
CKOJIBKMX MOJMMOP(MU3MOB BCTPEUaETCs pexXe, YeM
BCe JIpyrue KOMOMHALUMU reHoTumna. KnuHuyeckasi
BbIpa>k€HHOCTh MpU TaKWX TEHOTUMAX He Bceraa
aJeKBaTHA KOJMYECTBY BOBJI€YEHHbIX Konuit. Eciu
YeJIOBEK SIBJISETCS HOCUTENEeM cIleuudruuecKoi
MyTalliu, TO 3TO HE Bcerga O3HayaeT, YTO aKTUB-
HOCTb OIpeAe/ieHHON (PpyHKIUU 00s13aTe/IbHO CHU-
3utcsl. Huke mpuBoauTCS KpaTkKas MHGpOpMaLUs
0 TeHaX, KOTOpble BKJIIOUYEHbI B KOMILJIEKCHYIO Ma-
HeJb aHajlKu3a METWIMPOBaHUS MpHU ayTusme (ATy
VYasko, 2010).

Lloaumopghuvuii  eapuanm zena COMT Y158M,
H62H, 61

OCHOBHOI1 (pyHKIIMEIl 3TOro reHa SIBISIETCS
yJyacTuve B paclueryieHuu pogamuHa. JlopamMuH —
3TO HEUPOTPAHCMUTTEP, MPUHUMAIOIIMI yJyacTue B
(opMUpOBaHMHU MMOBEAEHYECKUX peaKLIUi 1 BHUMA-
Hus. JlopaMuH CrOCOOCTBYET MOSIBACHUIO TMPUSIT-
HBbIX OILYILEHUWI, BIUsIeT Ha MPOLECChl MOTUBALIUU
u ooyueHus. JlodpaMuH BbIpabaThIBaeTCsI BO BpeMs
no3utuBHoro MbiieHuss. COMT, monseprasich
pacueruieH1Io, MPUBOAUT K 0O0pa30BaHUIO APYro-
ro HelipoTpaHcMUTTepa - HopanuHedpuHa. COMT
TakXKe BOBJIEKAETCSl B COOTBETCTBYIOLIME Ipeod-
pa3oBaHUs 3CTPOTEHOB B OpraHu3Me. AKTUBHOCTb
COMT yacto acCOUMMUPYIOT C YyBCTBUTEIbHOCTHIO
K 6oy, mostromy romo3urotel COMT moryT ObITh
0oJiee YyBCTBUTEIbHBI K OOJIH.

Iloaumoppuviii eapuanm zena VDR/Taq and
VDR/Fok (6umamuna D peuenmop)

ITaHenp comepXXUT 4YacTb peuenTOpOB BUTA-
muHa D, Taq a takxke Fok caiitoB. B To Bpems
Kak u3MeHeHue Fok OBLIO CBSI3aHO C peryssiu-
el caxapa B KpoBHU, M3MeHeHUs Taq MOXET ITO-
BIMSITH Ha ypoBeHb modamuHa. Ilo stoil mpu-
YMHE BaXHO ucciaeaoBarb kommnozuuuiwo COMT
u VDR / Taq naenatsb BEIBOALI HA OCHOBE COBOKYII-
HOCTHM pe3yJIbTAaTOB 3TUX JIBYX YYACTKOB.

Iloaumoppuwiii eapuanm cena MAO A R297R
(monoamunorcudaza A)

MAO vyuacTByeT B paclleIlJIeHUM Heilpome-
IAATOPOB CEPOTOHMHA M JTo(aMUHA B OpTaHU3ME.
YpoBeHbr MAO cBsI3aH ¢ HACTpOeHUEM, AuUcOaIaHC
YPOBHSI CEPOTOHMHA ACCOLMUPYIOT C IEIpeccUuei,
arpeccueit, tpeBoroii. MAO A nokaau3oBaH Ha
X-XpoMOCOMEe U CUMTAeTCs X- CLEIJICHHBIM ITpU-
3HAKOM, KOTOPBIM He MPOSIBIISIeTCS Y My>KUMH. Tak
Kak X-XpoMocoMa K My>K4MHE MOKET IIPUIATH TOJIb-
KO OT MaTepu, 3TO o3Hayaer, yTo MAO-MmyTaluu
oTua (MU UX OTCYTCTBHE) HE UTPaeT pOJIv Yy ChIHA.
VY >XKeHIIMH Kaxpaash X-XpoOMOCOMa HacjeayeTcsl OT
OIHOTO U3 pomMTenelt, yto orpaxkaer MAQO-cTaTyc
000X poaUTeNeit.

Toaumoppuvwiii éapuanm cenaACAT 102 (auemua
K03H3UMA auemuampancepasa)

ACAT wurpaet posb B JUTUAHOM OOMEHE, CIO-
COOCTBYeT MPEIOTBPAILCHWIO HAKOIJIEHUSI M30bI-
TOYHOTO XOJIECTEPMHA B OMpPEAEICHHBIX YacCTsIX
kJjeTku B opraHuszme. ACAT TakKe ydyacTBYeT B 00-
pa3oBaHUM SHEPIUM B OpPraHu3Me, CIIOCOOCTBYET
pacraay 0eJKOB, XKMPOB 1 YTIJIEBOAOB U3 nuiu. OT-
cyrctBue ACAT Takke MOXET MPUBECTU K UCTOIIE-
HUIO BUTaMuHa B ., KOTOpBII HEOOXOOUM B 1IUKIIE
METWJIUPOBAHUSI.

122

Iloaumoppnusiii éapuanm 2ena ACE (anzuomen-
3un xoneepmupyrouguii 3u3um ACE)

PaznuuHble (hakToOphl, B TOM YKCIIE U IUTaHUE,
MOTYT BIUATh Ha akTUBHOCTL reHa ACE, uzmene-
HUSI KOTOPOTO MOTIYT MPHUBECTU K IMOBBLIIIEHHOMY
apTepUallbHOMY JaBJeHUI0. BBICOKasi aKTMBHOCTD
ACE MoxXeT OBITh CBSI3aHa C TTOBBLITIIEHHOM TPEBOX-
HOCTBIO, CHMXKEHUEM MaMsTH M Ipolecca obyue-
HUSI, IPUBECTU K BHIBEACHUIO MUHEPAJIOB U3 Opra-
HU3Ma BCJIEICTBHE CHYDKEHUS SKCKPELIUU HATPUS C
MOYOI1 1 Kanus. B cuTyany XxpoHU4YECKOTo cTpecca
MOKET MPUBECTU K JOMOJTHUTEIbHBIM HAKOILIEHUIO
HATpUS U YBEJIMYEHMIO DKCKpeluM Kaaus. B Tom
ciaydae, eci (DYHKIUS ITOYeK HapyIleHa, 3TO MO-
3KeT MPUBECTU K YAEPKAHUIO U KaJIUs B OpraHu3Me.

Lloaumoppuviii eapuanm 2ena MTHFR A1298C,
C677T, (memuaenmempazudpochorampedyxmasa)

ITpoaykt renHa MTHFR HaxomuTcss Ha KPpUTH-
YeCKOM TOYKE B IIMKJIC METWIMPOBAHUS. YUacTBYeT
B HOpMalM3alliM YpOBHS romouucrenHa. Heko-
topble MyTalu B reHe MTHFR accounnpoBaHbl
C PUCKOM CepIeYHO-COCYIMCTBIX 3a00JIeBaHMIA,
paka, MOTYT UTpaTh POJIb B U3BMEHCHNHU YPOBHSI HEli-
pOMEAnaTopoOB CEPOTOHMHA U AodamurHa, a odliee
YMCJIO COYETAaHUM C Pa3In4YHOM IaTOJIOTHEN 4Yeio-
Beka mpeBbiacT 600 HaMeHOBAaHUIA HO30J10THYE-
CKMX €AMHULL 3a00J€BAaHUIA.
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ITloaumopepnuotii 6apuanm zena_MTR A2756G/
MTRR A66G, H595Y, K3504, R415T1, S257T, 11
(MemuoxuHCUHmMe3a/MEeMUOHUHCURMA3A PEOYKMA3a)

OTu aBa MpoOmyKTa TeHa paboTaioT BMecTe, U
YYacTBYIOT B IIpeBpallleHUM T'OMOILMCTEMHAa B Me-
THOHUH. IloBBIIIEHHBIE YPOBHM TOMOLIMCTECHHA
SIBIISIIOTCS (paKTOpaMM PUCKA IIPU psiie TIaTOJIOTHIA,
BKJIIOYas 00JIE3HU cepaLa, 00Je3Hb AnbLreimepa u
eme 156 Ho3zonormyeckux equuul. Kak u B ciydae
¢ COMT u VDR / Taq, MTR u MTRR cnenyer u3-
y4aTb B nape apyr ¢ apyrom. Myrtauuu 8 MTR Mo-
TYT YBEIMYMBATh aKTUBHOCTb IIPOIYKTa 3TOrO T'eHa
TaK, 9YTO 3TO MPUBOIUT K OOJIBIIEMY ITOTPEOICHUIO
B12 B kauectBe kKodepmeHTa. C Ipyroil CTOpOHHI,
MocjaeAHre MyOJMKalUKM IMOKa3bIBalOT, uTo A66G
myTaiuu B MTRR cHuXXaeT akTMBHOCTh (pepMeH-
Ta. HezaBUCHUMO OT TOro, Kakast Teopus IpaBUIbHA,
HapyllleHMe IMKJIa BUTaMrHa B12 Win akTMUBHOCTH
(pYyHKIIMM METUIMPOBAHUS B 3TOM TOUKE, B JICUCHUN
ucnoJjb3yercs BuTamMmuH B12 B KauecTBe KoakTopa.

Lloaumoppuwiii éapuanm eena BHMT 1,2,4,8
(6emaun 2omouucmeun memuampancghepasa)

IIpomykT »TOro reHa 3aHMMAcET IIEHTPAIBHOE
MECTO B KOPOTKOM IIyTM METHJIMPOBAaHUS, OCY-
IIECTBISIET PEeMETWIMPOBaHWE TOMOIMCTEMHA B
MeTnoHuH. IlomruMopdu3MEl TeHa MOTYT BIMATH Ha
BO3HMKHOBEHME CTpecca, Ha ypOBeHb KOPTU30Ja U
HOpaNUHe(pPUHA.

Lloaumoppuwiii  eéapuanm 2ena AHCY 1,2,19
(S adenosurzomouucmeun euopoaasa)

Paznuunbie myrauuu B AHCY MoryT BIusaTh Ha
YPOBHM TOMOIIMCTEMHA, a TaAK:Ke aMMHaKa B opra-
HU3ME.

Lloaumoppuwiii  6éapuanm cena CBS C6997T,
A3604, N212N (yucmamuonun-6ema- cunmasa)

®epmenr CBS B OCHOBHOM [EHCTBYeT Kak
1LIJTI03 MEXTY TOMOLIMCTEMHOM U TPAHCCYIb(aTUpO-
BaHMEM METMOHWHA, KOTOPHIM TeHepUpyeT aMMUaK
B opranm3me. ClieayeT OTMETUTb, YTO KOHEUHEIS
MPOAYKTHI, KOTOPbIE CO3MAI0TCS B KOHIIE TTpeobpa-
30BaHUS METHUOHWHA, KOTOPbIE UYPE3BLIYATHO BaXK-
HBI IJI1 OpTaHM3Ma — 3TO TJIyTaTUOH 1 TaypuH. Ho
€CTb U NOOOYHEIE MPOAYKTHI (M30BITOUHBIN aMMUAK
U CYIb(MUTHI), KOTOPbIE IBJISIOTCS TOKCUYHBIMMU JIJIST
OopraHu3Ma.

Lloaumoppuwiii eapuanm zena S1IMT C1420T
(cepuu 2udpoxcumemuampancgepasa)

IIpomykT 3TOro reHa y4acTBYeT B CHMHTE3€¢ HO-
Boit IHK u B mpeBpallleHM TOMOLIUCTENHA B Me-
THOHUH. DTW OJIOKM, y4acTByd B CHMHTE3¢ HOBOI
JHK, BIus110T Ha CIIOCOOHOCTH PEryJIMpoBaTh Ipo-
IYKT 3TOTO TeHa, a TeEM CaMbIM, BJIUSIIOT Ha IIPOIIecC
METUJIMPOBAaHUS. DTO BBI3BIBACT HAKOIUIEHHE TOMO-
UCTENHA W OUcOalaHC B IPYTUX IIPOMEKYTOIHBIX
COCAMHEHUSX B OpraHU3ME.

Iloaumoppnusiii eapuanm 2ena NOS D29SE (ok-
cuo cunmasa azoma)

NOS ¢depMeHT urpaeT BaxKHYIO pOJib B JETOKCH-
KalMy aMMHaKa B IUKJIE MOYeBHMHBL. JInMma, KOTo-
pbie roMmo3uroTHH 1o NOS, o61amaioT pepMeHTOM
CO CHIDKEHHOI aKTUBHOCTBI0. NOS MyTaiuu MoryT
BIMATH Ha peryisinuio CBS BIUIOTh 10 yBeIudeHUS
YPOBHSI aMMUaKa, KOTOpbIii reHepupyercs CBS.

Hloaumopgpnoui  eapuanm zenaSUOX S3 708
(cyavgpum oxcuo aza)

IIpomykT 3TOro reHa CIOCOOCTBYET ICTOKCH-
Kauuu cyab(@uToB B opraHusMe. Cyab(PuUThl TeHe-
PUPYIOTCS KaK €CTECTBEHHBIN MOOOYHBII MPOIYKT
IUKJIa METHJIMPOBAaHMsI, a TAaKXKe IOCTYITaloT B Op-
raHusM c nuieit. CynbuThl B BUAE KOHCEPBAHTOB
Ha OCHOBE CEpPbl, MCITOJIb3YIOTCS IS IpeaoTBpalle-
HUSI WIM YMEHBIIECHHUSI OOCCLIBEUMBAHMSI CBETJIBIX
(pyKTOB M OBOLIEH, NMPeaOTBPALLICHHUS TTOSIBICHUIO
YepHBIX ISITEH Ha KpeBeTKaX U omapax, IoJaBisi-
IOT pOCT MUKPOOPraHU3MOB B (hepMEHTUPOBAHHBIX
MUIIEBBIX MPOAYKTaX (HAIpuMeEp, BUHO), U CIIO-
COOHBI MOAAEPKUBATh AKTUBHOCTh HEKOTOPBIX Jie-
KapCTBeHHBIX ITpernapaTtoB. Cyab(GUTHI MOTYT TaKXe
HCIO0JIb30BaThCs AJIS1 OTOSIMBAHMS MTUILIEBOTO Kpax-
Maja, TMpenoTBpallleHUs] pPXKaBUMHbI M HAKUIIM B
OoiliJiepax, KOTOpble UCHOJb3YIOTCS IJISI TPUTOTOB-
JICHMSI TApOBOI UM, U JaXKe B IIPOU3BOACTBE LI~
JiohaHa Ij1 YIIaKOBKM MUILEBBIX MPOAYKTOB. OauH
W3 CTa JI0Jel Cylb(PUT-4yBCTBUTEIbHBI, U OKOJIO 5
% cTpamaroT OT aCTMBI. YeJI0BEK MOXET CTOJIKHYTh-
¢S ¢ Tpo0JIeMoit Cyab(GUT- YYBCTBUTEIbHOCTH B JIIO-
00li MOMEHT XU3HU. YUEHble HE YKa3blBaeT TOYHO
HaMMeHbIIEH KOHUEHTpalUKu CYyJIb(PUTOB, HEOOXO-
JUMBIX, YTOOBI BBI3BaThb peaklvio. 3aTpyAHEHHOE
JIbIXaHUe SIBJISIETCSI HauboJjiee pacnpoCTpaHEHHBIM
cumnToMoM. Cynb@UThI BbIACISIOT Ta3000pa3HblIit
JUOKCH]I CEPbI, KOTOPBII MOXET BbI3BATh pa3apaxKe-
HUE B JIETKMX, U BbI3BATh TSXKEIbIA MPUCTYH aCTMbI
JJI1 TeX, KTO CTpajaeT 4YacTbIMM OPOHXOCITa3MaMMU.
Cynab(MUTBl MOTYT BbI3bIBAaTh YYBCTBO CTECHEHMS B
TpyAu, TOLIHOTY, KpallMBHULLY U, B PEAKHUX CIIydasix,
0oJiee TSKEJbIX ajUIepruyeckKux peakuuii. Myrauuu
B SUOX MoryT ObITh (h)aKTOPOM pUCKA Pa3BUTHUS HE-
KOTOpPBIX BUIOB paKa, BKJII0Yas JIEHKeMUIO.

TakuM o06pa3zoM, 0030p (PyHKLIMOHAJILHON Xa-
PaKTEepUCTUKM TIPOAYKTOB IOJUMOPGHBIX Bapu-
aHTOB reHOB (PepMEeHTOB (POJATHOTO LIMKJA, MOKa-
3bIBAaCT MPUUYUHY KIMHUYECKOIro MNoarMmopdusma
ayTh3Ma BHE 3aBUCHUMOCTU OT TOTO, Kakue IeHO-
TUIIbl CBOMCTBEHHbI TOMY WJIM WHOMY MaLIMEHTY.
OTO 03HAYaeT, YTO KJIMHUYECKUI MNOIMMOpPdU3M
ayTh3Ma, ¢ KOTOPbIM Mbl BCTpeYaeMcsl y KaKaoro
0OJILHOIrO, MMEET T'e€HEeTUYECKOe MPOMCXOXKACHUE,
3aJI0’)keHHOE MHOroo0pa3sneM OJHOHYKJIEOTUIHBIX
NoaMMOpP(PU3MOB. DTOT (PaKkT MOIUEPKUBAET BaxXK-
HOCTh a0COJIIOTHO HEPCOHATM3UPOBAHHOIO W CHU-
CTEMHOTO I10X0/1a KaK B AMarHOCTUKE, TaK U B JieUe-
HUM Y peadbuInuTalury OOJIbHBIX C QyTU3MOM.
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IlpencraBiaecHHbBIE JaHHBIE TTO3BOJISIOT MO-
HSTh, TOYEMY IPU AyTU3ME B IIPOLIECC BOBJICKAIOTCS
MHOTHE OpraHbl M CUCTEMbI, MIOYEMY HET €AMHOI
MOJIEKYJIIPHOI HaXOAKM, KOTopas Obl ITO3BOJIMJIA
Ha3bIBaTbCS MyTallMeil, MPUBOASILLIECH K BOSHUKHO-
BeHMIO ayTu3Ma. A8() MOXHO OTHECTH K COCTOSTHH-
sIM, KOTOpBI€ pPa3BUBAIOTCS BCJIEICTBUE IPOSIBIIC-
HUS Ae3amanTaluu, Koraa reHOMHOE 3I0pOBbe KakK
MHOTOKOMITOHEHTHOE COCTABJISIOIIEE, HAPYLIAETCS
Y B OCHOBE 3TOT0 HAPYILICHUS JIEXUT JUCTAPMOHUS
MeEXJy TeHeTUuecKoit MH@opMalueil U BHEIIHeH
CpEloM.

Kinnuka

Cundpom Pemma

K BacrosmemMy BpeMeHU OOJBIIMHCTBO HC-
cjemoBaTeNiell IIpeariojaraloT, YTo CUHApoM Pet-
Ta — He HelpoJereHepaTUBHOE IIPOrpecCUpyIoIee
MO3TOBO¢E MOpaXeHNe, a, CKopee, FTeHeTUIeCcKoe Ha-
pYILIeHWE pa3BUTHS MO3Ta, U CBSI3BIBAIOT JTaHHBIN
CHHAPOM C HapylleHusIMH B X-xpomocome. Cpenn
IPYIUX BO3MOXHBIX MEXaHM3MOB HACJIEIOBaHMS
00CyXIaeTcsl TakxKe MMTOXOHApHAJIbHAsI MOJEb,
npemroxeHHas B 1989 romy Eeg-Olofsson O. 11 coaB-
TOpaMM Ha OCHOBAaHUM HaWIEHHBIX MU CTPYKTYp-
HBIX U3MEHEHUI MUTOXOHIPHUI M METa0OJIMIECKIX
AHOMAaJINii, YKa3bIBAIOIINX Ha MUTOXOHIPHUAIBHYIO
auchyHKIuo (mpuMepHo y 50 % neBoYeK ¢ CHH-
apomoM Perta oOHapy:KMBaeTCsd yMEpeHHOe II0-
BBIIIICHNE MOJIOYHOM M IMMMPOBUHOIPATHON KHUCIIOT
B KPOBU WU JUKBOPE).

CunapomMm PetTa nipencraBisieT co0oil msrcenoe
HacnedcmeeHHoe 3a00ne8anue, Conpogodcdaroujeecs
HapyweHuaMU HepeHO-ncuxu1eckozo pazgumus. Pa-
OOTBI, TOCBSIICHHBIE M3YUCHUIO MOJCKYISIPHBIX
MEXaHM3MOB pa3BUTHUs CUHApoMa Perra, moKasbi-
BaloOT BaxxHy1o poyib reHa MECP2 B manudecraiuu
3aboneBaHus. Yactota cuHapoMa Perra coctaBisier
1 Ha 10 000-15 000 pgereii xXeHCKOro I0Jia, a B OT-
nenbHbIX pernoHax — 1 Ha 3000. ITeorpacduyeckoe
pacnpocTpaHeHUe cuHapoMa PeTta HepaBHOMEPHO.
OTMeueHO CKOIUIEHME OOJIbHBIX B OIPEAeICHHBIX
HEOOJIbIINX CEJIbCKUX paiioHax «PeTT-apeaibl», UTO
MOXKET OBITh CBSI3aHO C CYIIECTBYIOIIMMU ITOITYJISI-
LIMOHHBIMU M30JIsITaMU. Takast KOHLIEHTpalus 3a00-
JieBaHus Habmogaercs: B Hopseruu, Utanuu, Anba-
HuUM 1 BeHrpuu.

Ien MECP2 gaBnsiercss reHOM-peryjasiTopoMm
TPAHCKPUIIIUM, JOKAIN30BaH Ha IMHHOM ILIeUe
X-xpomocoMbl Xq28. TIpoaykKTom reHa SBJsSIETCS
metun CpO-cBs3biBaoldii 00K, WUIpaeT LeH-
TpaJIbHYIO POJIb B caiiieHcuHre reHoB. Hapsay c
JpYyTUMM MeTWICBSA3bIBaloIUMu OenkamMu (MBDI,
MBD2, MBD3 u MBD4), npuHumaer ydyacTue B
OIHOM M3 TJIaBHBIX MoAM(UKAIIi TeHOMa — METH-
supoBanuu JJTHK. CeMelicTBO METUICBSI3BIBAIOIINX
0EJIKOB CITOCOOHO TOJIBKO K CIIEIU(PUIECKOMY CBSI-
3piBaHMI0 ¢ MeTunpoBaHoil [IHK. benok, B 3aBu-
CUMOCTHU OT KOHTEKCTa BOBJIEKAETCS B MOAABJICHUE

WIM aKTuBaluio TeHoB. IToka ocraeTcs Heu3BecT-
HO, KaKiie KOHKPETHO T€HHI ITOABEPraloTCs BO3IEi-
CTBUIO METUJICBSI3BIBAIONIETO OeIKa, HO C 0OJIbIION
BEPOSITHOCTBIO 3TU TeHBI BaXKHHI IJISI HOPMAaJIBEHOTO
¢dynkumonuposanus LIHC. He Bce myTranuu reHa
SIBJITIOTCSI TIATOT€HHBIMU, HA CETOMHSIIHUI TEeHb
HauOoJIee 3HAUYMMBIMUA MYTallMSIMUA CUUTAIOTCS BO-
CeMb PEKYPPEHTHBIX MYTallMii, HOHCEHC MyTalluH
B HavaJie mocjaeaoBaTeJbHOCTA U B foMeHax MBD
u TRD, a Takke KpymnHbIE AeJeMH B KOAUPYIOLIei
MOCJAeA0BaTeIbHOCTA 3TOro reHa. MaeHTuduim-
POBAaHO HECKOJIbKO TMIIOB MYTallMU: OJHOHYKJIEO-
TUIHBIC 3aMEHBI, KPYITHBIE IeJIelIUN, TyTUIMKALIH.
Nzydyenne GyHKUIMOHAJIBHBIX IOCIEICTBUI MyTa-
uuit reHa MECP2 noka3ssiBaeT, YTO OHU ITPUBOIST K
W3MEHEHUIO CTPYKTYpPhI OejiKa, U3BMEHEHUIO ero Ko-
JIMYECTBA, MTOTEPEe CEEKTUBHOCTU MO OTHOIUEHUIO K
CpG-caiitam, MOHMXEHUIO CTAOUJILHOCTHU pacrpe-
nefaeHus 0eka B KJIeTKe. B pe3ynbrare cBsI3bIBaHE
Oejika 0Ka3bIBaeTCsl HEMOJIHOLEHHBIM, HApYLIAeTCs
«TIpaBUJIbHAST» PETYJISILUs TPaHCKPUILMU. [eHBHI,
KOTOpBbI€ JOKHBI ObLIN 3KCIIPECCUPOBATHCS, OCTa-
JOTCSI «BBIKJIFOYEHHBIMU», 1 HAOOOPOT, aKTUBUPY-
JOTCSI T€ TeHBI, KOTOPHIC JOJIKHBI ObUIM «MOJTYATh.
DTOoT JedeKT, BEPOSTHO, MPUBOAUT K HapYyLICHUIO
(pYHKIIMOHUPOBAHMSI HEPBHBIX KJIETOK.

bbL10 3aMeyeHo, 4To y Bcex MalueHTOB C CUH-
JpoMoM PetTta onpeneisiiics ocoOblil BapyuaHT MO3/-
HO peruMuupytoiieiics xpomocoMsl X (tum C), 4to
SIBJISIETCS CJISACTBUMEM HapylIeHUs TOCeI0BaTe/b-
HocTH perukauuu. Cunapom Petra kpaliHe peako
BCTpeYaeTcs y JIUL MYKCKOro MoJjia, U TOJIbKO MpU
HaJIM4UU JOMOJHUTENbHOI X-XpoMOocoMbI (XXY) B
KapuoOTUIIE B PETYJISIPHONM WM MO3aW4yHO (hopme.
Ecniu ponomHuTenbHass X-XpoMocoMa B KJETKax
KpOBU He OOHapyKeHa, 3TO MOXKeT ObITh CBUAETE/b-
CTBOM HaJIM4Ms TKAHEBOTO MO3auiu3Ma. B ocTtaib-
HBIX CJIydasix HacTyIllaeT BHYTpMYTpOOHasl rubeib
miona.

ITockosbKy cuHApOM PeTTa OTHOCHUTCS K BIH-
TEHETUYECKUM 00JIe3HSIM U 3a00JIeBaHUSIM C ayTH-
CTUYECKUM PaCCTPOIICTBaM, MbI CKJIOHHBI CYUTATh,
YyTO 93Ta MOAEAb NOAKPEIUIsIeT IPearnoa0XeHUs
O BOBJICYEHUU DBIUTCHETUYECKUX HapylIeHU B
(opMupoBaHue ayTU3Ma.

B aHTe- 1 neprHATaIBHbBIN IEPUOALI PA3BUTHS,
a Takke B MepBoe TMOJyroAare X1U3HU, pa3BUTHUE Je-
Teil yacTo paclieHMBaeTcsl Kak HopManbHoe. OnHa-
KO BO MHOTHUX CJIy4yasX HaOJI0Aal0TCs BPOXIEHHAs
TUMOTOHMSI, HEDOJbIIOEe OTCTaBaHUE B CTAHOBIIE-
HUM OCHOBHBIX JBUTATEJIbHBIX HaBBIKOB (CUICHMSI,
MOJI3aHUsI, XObObI), KOTOPbIE YaCTO JIMOO OCTAIOTCS
HepacIlo3HaHHBIMM, JIMOO HETOOLIEHUBAIOTCS.

B teyeHum 3abosieBaHUS YaCTO BBISBISIOT 4e-
moipe cmaouu.

Bo3spacTt, BKOTOpOMBII€pBbIE OTMEYAIOTCS OTKIIO-
HEHUS Bpa3BUTUM IE€TEH, KOIeOaeTCsI 0T4 MeCSILIEB 10
2,5 Jet; 4aie Bcero ot 6 Mecsues 1o 1,5 net. Ilep-
Bbl€ IpU3HAKU OO0JIE3HM BKJIIOYAIOT 3aMeJIeHUE
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TICUXOMOTOPHOTO Pa3BUTHS peOCHKA W TEMIIOB PO-
CTa TOJIOBHI, IIOTEPIO MHTEpeca K urpam, muddys-
HYIO MBIIIICYHYIO TUITOTOHMIO. D10 I cTamus 3abose-
BaHUS — CTarHams.

Hanee cnenyetr nepuon perpecca (II cramus)
HEPBHO-TICUXMYECKOTO pPa3BUTHSI, KOTOPHIA Ha-
YMHAeTCsI, KaK IIpaBWiIo, B Bo3pacTte 1-3 JieT u
COIIPOBOXIAETCS  MPUCTyIaMM  OEeCIIOKOICTBa,
«0e3yTelIHOTO KpHUKa», HapylleHHueM cHa. B Te-
YeHHEe HECKOJbKUX Hededb — MecsleB peode-
HOK yTpayuBaeT paHee IpHOOpeTeHHBIC HaBBIKU,
B YaCTHOCTH, IIPOITANAOT 1IeJieHAIIpaBIeHHBIC TBU-
JKEHUS PYK, OH IIepecTacT TOBOpUTh. OTHOBpPEeMEH-
HO TIOSIBJISIFOTCSI XapaKTepHBIE CTEPEOTUIIHBIC OBH-
KEHUs, HalOMMWHaIIKe “MbIThe PyK”. Y 0OoJjee
yeM TIIOJJOBMHBI JeTeil HaOJI0JalTcs aHOMaluu
IBIXaHUS B BHUIE aIllHOD, YepeayIOIIecs C IepHo-
JaMyd TUIIEPBEHTWISLIMM, BO3MOXKHO IIOSIBICHUE
CYOOPOXHEIX IIPUITAAKOB. BaXXHBIM CHMIITOMOM
SIBJISIETCS TIOTePSI KOHTAKTa C OKPYXKaIOIIMMMU, 4TO
YacToO OLIMOOYHO MHTEPIPETUPYETCS KaK ayTU3M.
Ha sToii craguu 3abojieBaHME pa3BUBAETCS CTOJIb
OBICTPO U ApaMaTUYHO, YTO KIMHULMCTBI HEPEAKO
CTaBAT NETSIM IUArHO3 SHIledanunTa.

ITo okoHuaHuu ¢asbl perpecca HactymaeT 111
CTaausl, OXBaThbIBalollasl JIWTEIbHBIA MEPUOI d0-
IIKOJIBHOTO Y PaHHETO IIKOJBHOTO Bo3pacTa. B aTo
BpeMsI COCTOSTHUE JETE OTHOCUTEIBHO CTAOMIIBHO.
Ha nepBblii 11aH BBICTYTIAIOT IIyOOKask yMCTBEHHAas
OTCTaJIOCTh, CYAOPOXHBIE MPUTTAIKA, a TAKXKE pa3-
HOOOpa3HbIe JKCTpaNMpaMUIHBIE PacCTPOMCTBA,
CpeAu KOTOPBIX HamboJiee YacTo HaOIIomaloTCs
JUCTOHMS MBIIIL, aTaKCUs, TUIepKUHE3bl U ap. B
TO XK€ BpeMsI MPUCTYMNbI OCCHOKONMCTBA MPOXOMISIT,
COH YJIyYIIIaeTCs, CTAHOBUTCS BO3MOXEH AMOIIHAO-
HaJbHBII KOHTAKT C PEOEHKOM.

K KOHIly mepBOro AecAaTUIeTUs] KU3HU HauM-
HaeTcs [V cranusi — mporpeccupoBaHHue JBUraTeNb-
HbIX HapymeHui. ITalMeHTBl CTaHOBATCS 00€3IBU-
JKEHHBIMM, HapacTalOT CMACTUYHOCTb, MBILLIEYHbIC
aTpo¢uu U BTOpUYHbIE OpToNeAnYecKre aehopma-
LUU (B YACTHOCTU, CKOJIMO3), MOSIBSIOTCS BA30MO-
TOPHBIE PACCTPONCTBA, OCOOEHHO BbIpaXXeHHbIE Ha
HIDKHUX KOHEYHOCTSX, OTCTaBaHWE B pocTe 0e3 3a-
JIEPKKW MOJIOBOTO CO3PEBaHUS, a 'y psAaa OONTbHBIX
pa3BUBaeTCsd Kaxekcus. B To e Bpems Cyaoporu
CTAHOBATCSI pexXe, BO3MOXHO 3MOILMOHAIBbHOE 00-
1eHue ¢ 00JIbHBIM. B TaKOM COCTOSIHUM MallMeHThI
MOTYT NpeObIBaTh NECSATKU JIET.

Ilonpaznenenvie cuHapoma Perra Ha craguu
SIBJISIETCSI TOBOJIbHO YCJIOBHBIM, TaK KaK YeTKUX I'pa-
HUL MEXIy HUMU BBISIBUTh HE YAAETCs, U HabI01a-
€TCS MPOTPEAUEHTHOE TeUCHNE OOJIE3HU.

Huxe npuBegeHa xapakKTepUCTUKA OTHAECIbHBIX
HauboJjiee BaXKHBIX KIMHWYECKMX MPU3HAKOB CUH-
Jpoma Petra.

Ieuscenue pyx. Iloteps (HapyllieHue) LeaeHa-
MPaBJICHHBIX IBMKEHUN PYK, TAKMX KaK MaHUITYJTH -
pOBaHUeE UTPYILIKaAMU, AepKaHUe OYyTbUIOUKU, MPO-

HMCXOIUT Yallle B Bo3pacTe 6-8 MecsieB, HO MHOTAA
OHU coxpaHsTcsd 10 3-4 neT. OOHOBpeMEHHO C
STUM MOSIBJISIIOTCSI OTJIMUUTEIbHBIE CTEPEOTUITHBIE
IBWKCHUSI PYK, KOTOpbIe HAOIIOAAIOTCS TTOYTH BCE
BpeMsI, TTOKa IMallueHT 0oapcTByeT. Yale 3Th ABU-
JKEHUS HAITOMUHAIOT “MBIThE€ PYK”, UX CXKUMaHUE,
CTUCKMBaHME, XJIONKM OOBIYHO HA YpOBHE TPYIH,
JINIIA, MHOTJA 3a CITMHON. JIpyruMm cTepeoTUITHBI-
MU IBMKEHUSIMH MOTYT OBITh COCAaHME MJIN KyCaHHe
PYK, IOCTYKMBaHWE UMM 1O rpyau win juiry. Cre-
PEOTUIIHbBIC ABKEHUSI PYK MMEIOT MECTO BO BCEX
cayJasx 3a00jieBaHMS M paclieHUBAIOTCS KaK Hau-
0oJiee xapaKTepHbIe IPU3HAKKU CUHApoMa Perra.

«IIpuobpemennas» murxpouyepanus. OKpy>KHOCThb
TOJIOBBI IPOOAHIOB NpPU POXISHUM OLIEHMBAeTCS
Kak HopMasibHas. [IprocTaHOBKa poCTa TOJIOBEI CO-
BIIagaeT ¢ MaHuecTalneil 3a00IeBaHUs U SIBJISIET-
cs1 CJIeACTBUEM 3aMeJICHUS POCTa MO3ra.

llo3nasamenvhasn desmenvHocms. BOJbHBIE UME-
IOT KpaifHe orpaHUYeHHbIE MHTEJIJICKTYaJIbHbIE, pe-
YeBbIE€ 1 aalITUBHBIE CITIOCOOHOCTH. J1JIS X OLIEHKU
HCITOJIB3YIOTCSI CTaHAAPTHBIE TICUXOJIOTMYECKUE Te-
CTHI, KOTOPBIE BEISBJISIIOT OTCTaBaHUE YMCTBEHHOTO
pa3BuTHus (y OOJBIIMHCTBA MAIIMEHTOB B BO3pacTe
oT 1,5 u 6oJiee JIET OHO OLIEHMBAETCS HUXKE, YEM Y
Jereit 8- MecsyHOro Bo3pacTta). [eTu, gocTUriiue
OIIpeACIEHHOTO YPOBHSI Pa3BUTHSI peUM, OOIICHUS
¥ COLIMAJIBHOM afarTaiyy, Iocjie MaHudecTalnn
3a00JIeBaHMsI YTpauMBalOT 3T HaBBIKU. CO CJIOB
ponuTeneit, SKCIpecCuBHAas U UMIIPECCUBHAsI peyb
W COIIMAJIbHBIE HABBIKU TEPSIOTCS B CPEIHEM B BO3-
pacte 4-11 Mecs1eB, a HABBIKM CaMOOOCITY>KMBaHUS
— B 12-14 mecs1ieB.

Amakcus u anpakcus. HapyllieHus: KoopauHa-
UK OBWKEHUU (aTakcus) M 3aTpyAHEHUS B IIa-
HUPOBaHWUM NEeCTBUI (alIpakCchsl) OXBaThIBAIOT KaK
JIBVKEHMS TYJIOBMIIA, TaK M KOHEYHOCTEM. YKa3aH-
HbIE pacCTPOMCTBA IPOSIBISIIOTCS B BUAE OTPBLIBH-
CTBIX PE3KUX ABIKEHUI, HapyIIeHUs paBHOBECHUSI,
TpeMoOpa, XOAbObl Ha IIIMPOKO PACCTABJIICHHBIX HE-
THYIIMXCS HOTax ¢ pacKauMBaHUEM W3 CTOPOHEI B
CTOPOHY. Ps1 mamyeHToB Npy paHHei MaHudecTa-
MU 3a00J1eBaHMSI He yCIIeBaeT MPUOOPECT HaBBIK
X0JIb0Obl. BOJBIIMHCTBO AeTeil ¢ cuHaApoMoM Petra,
YMEIOIIVX XOAUTh, ITOCTEIIEHHO TEPSIIOT 3Ty CIO-
COOHOCTH 10 Mepe MPOrpeCcCUPOBaHMST OOJIE3HU.

oixamenwvroie paccmpoiicmeéa. Hanbonee yacto
BCTpEUAIOTCS TaKWe AbIXaTeJIbHbIE aHOMAaJIWM, KaK
HepeTYJISIPHOE JbIXaHWe, ITPUCTYIbI TUTIEPBEHTUIIS -
LIMY, aITHO3 MTPOAOJKUTEIBHOCTBIO MHOTIa 1-2 MU-
HYTbI, KOTOPOT'O JIOCTaTOYHO, YTOOBI BBI3BATh LIV-
aHO3 U Aaxe oOMOpOK. JlpIxaTeJIbHbIE HapylIeHUs
Ha0JTI01aI0TCSI TOJIBKO B COCTOSTHUM OOIPCTBOBAaHUS
1 OTCYTCTBYIOT BO BpeMsI CHa.

Cydopoeu. Oxono 50-80 % neBoyek ¢ CMHAPO-
MoM PeTTa MMEIOT SMUIPUCTYIIBI, KOTOPbIE MO-
I'YyT OBITh Pa3JIMYHBIX TUIIOB U TUIOXO ITOAIABaTHCS
Tepalnuyu aHTUKOHBYJIbcaHTaMu. Hawubosee yacto
Ha0JII01a0TCsl TeHepaJlu30BaHHbIE TOHMKO-KJIOHU-
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YecKMe MPpUMaaKi, KOMIUIEKCHBIC W IIPOCThIC Iap-
IUajJbHbIE Cyooporu, apomn-ataku. CymopoxKHEIS
MIPUCTYIIHI IIMPOKO BapbUPYIOT IO YACTOTE, OMHAKO
CTAHOBSTCSI peXe M0 Mepe pa3BUTHUS 3a00JIeBaHUSI.
CrnenyeT OTMETUTh HAIMYKME Y MALMEHTOB IapLM-
aJIbHBIX HEAMWICITUISCKUX IIPOSIBICHUIA, KOTOPEIS
YacTo OIIMOOYHO MHTEPIIPETUPYIOTCA KaK Cya0po-
TU. 3TO arHOd, TPEMOpP, Pe3KUe IBMKEHUS, SII130-
OBl IIPUCTAJIbHOTO B3IJISIAa C 3aMMpaHMEM IBUTa-
TeJIbHOI aKTUBHOCTH, IAPOKCU3MAaJIbHEIC YCHIICHUS
CTEPEOTUTIMIA. Y OONBHBIX IPOBOIMICS BHUIEO- W
OB -MOHUTOPUHI, KOTOPbIA MO3BOJWJ AOKAa3aTh,
YTO IepEeUYNCIeHHBIC CUMITTOMBI HE CBSI3aHBI C CYH0-
POXHBIMU M3MeHeHUs MU Ha DT Takum obpaszom,
YacTo MMEET MECTO THUIIepAUArHOCTHUKA CYIOpOr
npu cuHapoMe PeTTa, uTo Bemer K HEOOOCHOBaHHO-
MY Ha3HaY€HMIO aHTUKOHBYJIbCAHTOB.

Ckoauos. VIckpuBlieHHe ITO3BOHOYHMKA MMeE-
€T MMHUMYM MOJIOBMHA MAllME€HTOB C CUHAPOMOM
Perra. Ckonmos sBaseTCS CAEACTBUEM AUCTOHUU
MBI CIIMHEL ¥ TIPOTPecCUpyeT M0 Mepe pa3BUTHUS
3a00J1eBaHus.

IIpakTuyecku BO BcCeX ClydyasiX, Jaxe y Tex
MNalMeHTOB, KOTOPbIe HE UMEIOT KIMHUYECKUX CYy-
JOpOI, HAOMI0JAI0TCS aHOMAUM Ha BJIEKTPO3HIIEe-
(hamorpamMme, HauyMHasi MPUMEPHO C JIBYXJETHErO
Bo3pacta. Ha ¢oHe mosBieHUs LEIOro CIeKTpa
KJIMHUYECKUX CUMIITOMOB HabJIofaeTcsl yBeanudye-
HUE aMIUIUTYAbl U CHUXXEHHE 4acTOThbl (hpOHOBOTO
pUTMa B TIEpUOJ OOAPCTBOBAHUS, a TAKXKE MU~
TU(POPMHBIEC pa3psabl, KOIUYECTBO KOTOPBIX 3HA-
YUTEJIbHO 0O0JIbllie BO BpeMs cHa. Takoe couyeTaHue
3aMelyieHus (OHOBOTO pUTMa B Iepuod 00APCTBO-
BaHUS Y TMOBBILIEHHON MapOKCU3MAaJIbHOW aKTUB-
HOCTH BO BpPEMsI CHa CYILIECTBEHHO obJieryaeT aua-
THOCTUKY cuHApoma PeTTa u MOXeT CUMTAThCs ero
JOMOJHUTEIbHBIMU IUarHOCTUYECKUMU KPUTEPUSI-
MU. B OoJIbIIMHCTBE cllyyaeB HaOII0IAaeTCs Xapak-
TepHasl 3BoJiIoLUsI u3MeHeHuit Ha DI TIpumepHo
C LIECTUJIETHEro Bo3pacTta JOMUHHPYET MOHOTOH-
HbI a-pUTM, KOTOpBI B HmaibHeliieMm, rocie 20
JIeT, UMeeT TeHICHLIUIO JOKaIu3aluy B LEHTPO-T1a-
pUeTaabHO 00JaCTH.

MeToabsl KOMIIBIOTEPHO W MAarHUTHO-PE30-
HaHCHOW ToMorpaduu, Kak MNpaBujao, He JaloT J0-
MOJHUTEbHON MH(popMalu o nopaxeHuu HHC
npu 3ToM 3abojieBaHUM. Tak, MpyU KOMIIBIOTEPHOI
ToMOrpaum oTMeudeHa cybaTpodusi KOpbl TOJ0B-
HOI'0 MO3ra, a MarHUTHO- PE30HAHCHAs TOMOTIpa-
¢dus oOHapyXuBaeT OWJIaTepaJbHYIO aTpoduio B
JIOOHO-BUCOYHBIX 00JIACTSX KOPbl OOJBILIMX ITOJTY-
1apvii ¥ Npu3HakKu aTpouy MO3KedyKa JUIIb Ha
TpeTheM-4YETBEPTOM ACCITUIETUU XXKU3HMU.

MeToa MO3UTPOHHOU 3MUCCUOHHONM KOMIIbIO-
TepHOU TOoMoOrpaguu BBISIBUI 3HAYUTEIbHOE CHU-
KEHUEe OOIllero liepedpaabHOrO KpPOBOTOKA MpU
cuHapoMme PeTta mo cpaBHEHHIO C KOHTpPOJIEM.
HawubGonrbliee ero cHUXXeHue HaOd0gaeTcsl B mpe-
(POHTATLHOM U TEMIIOPO-TIapUeTaIbHON 001aCTIX

OOJIBIINX TOJyIIapUid, CpEIHEM MO3Te M BepxHel
YacTHW MO3TOBOTO CTBOJIA, YTO YKa3blBaeT Ha ocjia-
OsieHre MeTab0IM3Ma B 3TUX CTPYKTYpax U HAaIlOMU-
HaeT pacrpene/ieHre MO3roBOro KpOBOTOKA y IeTel
TPYIHOTO BO3pacTa.

Kpumepuu duaenocmuxu

HuarHo3 cuHapoma PeTTa ocHOBBIBaeTcs Ha
pacrio3HaBaHUM XapaKTepPHON KIMHWYECKOU Kap-
TUHBL. 1 3Toro MexayHapoaHO#l accoluanuei
10 U3y4eHU1Io CMHIpoMa PeTTa npemioxeHa rpyria
JVarHOCTUYECKUX KPUTEPUEB, KOTOPHIE pa3aeaeHbl
Ha HEOOXOIMMBbIE, TOTIOJIHUTEIbHbBIE U UCKII0YAl0-
mue. Knaccuueckas ¢popma cunapoma Perra moxer
ObITb OMAarHOCTMPOBaHA, €CAW y TalMeHTa TMpPU-
CYTCTBYIOT Bce HeobOxoauMmble KpuTepuu. Ciemyer
OTMETUTh, YTO KEHCKUI T10JI He BXOJUT B UX YHMC-
JI0, TIOCKOJIbKY 3TO MOTJIO Obl YKJIOHUTbH Bpaueii OT
MoKucKa MajbuuKoB ¢ cuHApoMoM Perra. Bropas
TpymIa COCTOUT U3 JOIMOJHUTEIbHBIX KPUTEPUEB,
MHOTHE U3 KOTOPbIX OOBIYHO UMEIOTCS Yy OOJBHBIX,
HO HM OJIMH U3 HUX HE ABJISETCS 00s13aTEIbHBIM JIJIST
MOCTAaHOBKM ArarHo3a. TpeThs rpyIna — UcKoda-
IollUe KPUTEPUH, OJHOTO M3 KOTOPBIX JOCTATOYHO,
4yTOOBI OTBEPTHYTh CUHApPOM PeTTa y mpobaHaa.

JuarHoctuyeckue Kputepuu cuHapoma Perra

(rmo Trevathan el al., 1998) BkiIO4alOT HEOOXOIM-
Mble KPUTEPUU:
* HOpMaJibHble MpeHATAIbHBII U TIepruHATAJIb-
HBII TIEPUOIBI;
* HOpMaJibHasl OKPYXXHOCTb I'OJIOBBI IPU POXK-
JEHWU C MOCIEAYIONIMM 3aMeJICHUEeM PocTa
TOJIOBBI MEX]Y 5 MecsillaMU U 4 rogaMu;
* TIOTeps MPUOOPETEHHBIX IieJIeHAITPaBICHHBIX
JBVDKCHUI PyK B Bo3pacte oT 6 mo 30 Mecsi-
1IeB, CBSI3aHHAas 10 BPEMEHU C HapyIIeHUEM
OOLIEHUS;
* TIy0OKOe IOBpEXACHNE SKCIIPECCUBHON U
WMIIPECCUBHOM peur U Tpydast 3amepxkka
TICUXOMOTOPHOTO Pa3BUTHSI;
* CTEpEOTUITHBIC ABMKEHUSI PYK, HAIlOMHUHAa-
JollUe BbDXKMMAaHUE, CTUCKUBAHUE, XJIOIKH,
«MBITbE PYyK», MOTUPAHUE, TOSBISIOIINECS
Mocje TMOTepM IeJeHaINpaBIeHHBIX JIBXe-
HUA pyK;
* HapylIeHUs TOXOIKH (arpakcuu v aTakcuu),
BBISIBJISIIONIMECS B Bo3pacTe 1-4 jeT.
JAunarHo3 cyuTaeTcs IpeaBapUTEeIbHBIM [0
NBYX-TISITUIETHETO BO3pacTa.

XoTs McCleaoBaTeIM eAUHOAYIITHBI B TOM, UTO
B Pa3BUTUU IMATOJOTUU HACIEACTBEHHBIE (haKTOPhI
WTPAIOT CYIIECTBEHHYIO POJb, UX MHEHWSI OTHOCH-
TEJIbHO MEXaHU3MOB HacJienoBaHMsI CMHApoMa PeT-
Ta PacXomsTCs.

JlonoanumenvHble Kpumepuu 6KAOHAOM:!

* IbIXaTeJIbHbIE PAacCTPOMCTBA B BUIE IEPUO-
IUYECKUX alTHO? BO BpeMs 0OOIpCTBOBaHUS,
TepeMeKarIIXCs TUIIEPBEHTUISILICH,
(bopcrupoBaHHOTO M3THAHUS BO3AyXa U CIIIO-
HBI, a3podaruu;
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* CyIOpPOXHEBIC ITPUTIAIKIN;

* CHACTUYHOCTH, YACTO COYCTAIOIIYIOCS C AHC-
TOHMEN 1 aTpodUeii MBIIIILI;

* nepudepruuecKre Ba30MOTOPHEIE PacCTPOIi-
CTBa,

* CKOJIMO3,

* 3alepXKKy pocTa,

* TUIIOTPO(PUUYHBIC MaJICHBKUE CTYITHU,

* 3jeKkTposHLedanorpaduyeckue  aHOMaauu
(MemneHHBIT (POHOBEIE PUTM B COCTOSIHUU
OOIPCTBOBAHUS M IIEPUOAMIECKOE 3aMelie-
Hue putMa (3-5 Iix),

* snuIenTU(OpPMHBIE pa3psiabl 6e3 Wi C Ha-
JIMYINEM KIMHUIECKUX CYIOPOT).

K uckarouarowum kpumepuam omuocam:

* OYEBUIHOCTb BHYTPUYTPOOHONM 3alepXKKu
pocra,

* OpraHOMETAINIO WIW APYTryue MpU3HaKu 00-
JIE3HEW HAKOIUICHUS,

* PETUMHOIIATUIO WJIM aTpoUI0 TUCKOB 3pHU-
TeJbHBIX HEPBOB,

* MUKpoUehalIno NPy POKACHUHU,

* J0Ka3aTeJIbCTBO IepUHATaJbHO MpHUoOpe-
TEHHOTI'O MOBPEXIECHUS MO3ra,

* CyLIECTBOBaHUE UIEHTU(PULIUPOBAHHOTO
METa0OJIMYECKOTO WJIN PYTOro MPOTPECCHU-
PYIOIIETO HEBPOJIOTUYECKOTO 3a00JIeBaHUS,

* NpuoOOpeTeHHbIEC B pe3yJibTaTe TSKEJION MH-
ek WM yepermHO-MO3roBOM TpaBMbI He-
BPOJIOTUYECKKE HAPYLIEHUSI.

V psiga GONBHBIX KJIMHWYECKME MPU3HAKU HE
COOTBETCTBYIOT MOJHOCTBbIO KJIaCCUYECKOMY Teye-
HUIO cuHJapoMa Perta. DTu ciyyam Kjaaccuduim-
pYIOT OO KaK HETOJHbIE, MO0 KaK amunu4Hble
gopmut 3ab60se6aHusl.

ITpu HenoHO opMe y 60IbHOIO NPUCYTCTBY-
IOT MHOTME, HO He BCE U3 HEOOXOAUMBIX CUMITTOMOB.
OTUM XapaKTEePpU3YIOTCS JIeTKre BApUaHThI 00JIE3HU.
ATunu4yHble OpMbI — 3TO Ciyyaud cuHiapoma Pet-
Ta, KOTOPbIE COOTBETCTBYIOT BCEM HEOOXOIUMbBIM
KPUTEPUSIM AUATHOCTUKW, HO UMEIOT OTKJIOHEHUS
OT TUIUYHOIO TeUeHus1. B yacTHOCTH, pU aTUNNY-
HO#i (popMe cMHApOMa ¢ paHHUM HavyajioM CYAOpOT
SMUMPUCTYIBI SBISIOTCS 1e0I0TOM 3a00JeBaHMUSI.
AtunnuHag ¢dopma cuHapoma Perra (5%) BO3HU-
kaeT npu mytauun CDKLS B reHe Xq22. PaHHee
Hayajao 3MUJEIICUM He OKa3bIBaeT CYLIECTBEHHOTO
BJIMSIHUSI Ha T€YeHWe U MPOrHo3 00Je3HU, OJHAKO
BbI3bIBaeT  IUPdepeHInaTbHO-IMarHOCTUYECKUE
TpyaHOCTHU. [Ipu aTMIIMYHOM BapuaHTe CUHIpPOMaA C
YaCTUYHO COXPAHEHHOI peublo 00JbHBIC UMEIOT He-
KOTOpBIE peyeBble HABBIKM, TeUeHHE 3a00J1eBaHuUs Y
HUX OoJiee MITKOE, YeM IpU KlacCcuueckoil ¢popme,
a YpOBeHb OOILEHS 3HAYUTEJIbHO Bhllle. MI3BeCTHBI
TaK>Ke aTMIIMYHbIE BApMAHTBI CHHAPOMA C aHOMaJIb-
HBIM pa3BUTHEM peOeHKa C POXIACHUS, MO3IHUM
HavayioM (pa3sl perpecca, Clofia XXe OTHOCAT CiayJyaun
cuHapoMa PeTra y MaJIbuMKOB.

Ilpoecnos

JwuarHoctuka cuHapoMa Petra ctana Bo3MOX-
Ha He Oosiee yeM 15 jeT Hasan:, MO3TOMY MPOTHO3
MPU 3TOU TMATOJOTUU OCTACTCSl HEAOCTATOYHO SiC-
HbIM. HekoTopble maneHThl TOruoaoT B AETCKOM
1 IOHOIIIECKOM BO3pacTe, 00BIYHO B pe3yJIbTaTe AuC-
TpoduM, OCIOXKHEHU, CBI3aHHBIX C HApPYIIEHUEM
BEHTUJISILIMY JIETKUX BCJIEACTBUE CKOJIMO3a, MHOTAA
BO BpeMs amwiienTudeckoro craryca. OmHako psin
0o0JbHBIX JocTuraeT Bo3dpacta 20-30 u Gosee jeT.
YacTb U3 HUX 00€3ABUKEHBI M MPUKOBAHbBI K MH-
BJIMAHBIM KOJISICKaM, APYrMe HMMEIOT COXpaHHbIe
JBUTATENbHbIE (DYHKIIMW; TPUYEM MX COCTOSTHUE
OCTaeTCsl OTHOCUTEJIbHO CTaOUIbHBIM C TeUYEHUEM
BpPEMEHU WM Jaxe HabmomaeTrcsd HeOosblias Mmo-
JIOXKUTeJIbHAsI IMHAMUKA B PsIIe CUMITTOMOB. Takum
00pa3oM, xapakTep TeueHus cuHapoMa PetTa mim-
POKO BapbUpYyeT.

Cundpom Mapmuna-beara

PazBuTne cuHgpoma CBSI3aHO C BKCIaHCHEM
eAMHWYHBIX TpuHyKieotunoB (LII'T) B X xpoMoco-
MEH MPUBOIUT K HEAOCTATOYHOM 3KCIIpeccuu Oe-
ka [TYHMU, xoTopslit HEOOXOOMM 1T HOPMAJIbHOTO
pa3BUTHS HepBHOI cucTeMbl. CyIIECTBYET YeThIpe
OCHOBHBIX COCTOSTHUSI XPOMOCOMHOTO y4acTKa MO -
BEeP>KEHHOTO HApYIICHUSIM TPU CUHAPOME JIOMKOM
X XPOMOCOMBI, KOTOPbIE OTHOCSITCS K YIIMHEHUIO
MoBTOpSOIIMXCSA — TochaenoBarenpHocTelt  CGG
HopManbHoe KoJIMYecTBO IMOBTOPOB (OTCYTCTBUE
cuHiapoma) ot 29 mo 31. Ilpemyrauus oT 55 1o
200 nmoBTOpOB (cUHIpPOM He pa3BuBaercs). [ToaHasa
myTtanus 6osiee 200 moBTOpoB (00bIYHO OT 230 10
4000) — TIPOSABIATBHCS CUHAPOM, MPOMEXYTOUHOE
COCTOSTHUE WJTH aJUTeIn cepoii 30HbI oT 40 10 60 mo-
BTOPOB.

Myrtanus B 3TOM TeHe BcTpedaeTcs NMpuOu-
3UTEbHO y omHOro 13 2000 My>XYrH U y OTHOM U3
259 xeHmuH. PacnpocTpaHEHHOCTb Hemocpe-
CTBEHHO 3a0o0jeBaHus MpuoausutTeasHo 1 u3 4000
MykurH 1 6000 XKeHIMH. DKCIaHCHs TTOBTOPSIIO-
muxcst CGG KoJOHOB B TaKOH CTENEHU MPUBOIUT
K MetuaupoBaHuio yactu JHK u, Kak ciaeactsue,
(hakTHUECKOMY TIpEeKpallleHUI0 3KCIpeccuu Oeska
PMIII. ITongo6HOoe MeTwnupoBaHue Jokyca PMIII
B XpoMmocoMme Xq27.3, KaK MpeamnoyaraioT, SBIs-
€TCSl MPUYUHON CYXeHUsI X XPOMOCOMBI, KOTOpast
Mo, MUKPOCKOTIOM KakeTCsl XPYMKOU; B CBSI3U C
3TUM CMHAPOM IOJTYYMJI CBOE Ha3zBaHue. MyTtauust
reHa FMR1 npuBoauT K moaaBiaeHUIO TPaHCKPUIT-
uun 6enka FMRP. ¥ 3nopoBbix nunausunoBs FMRP,
CUMTAIOT, PETYJIMPYeT 3HAYUTEIbHYIO MOMYISILINIO
MPHK: FMRP urpaer BaxxHyoo pojb B 00y4eHUU U
3allOMMHAHUHU, a TaKKe IPUHUMAET yyacTve B pa3-
BUTUM aKCOHOB, (DOPMUPOBAHMM CHUHAIICOB, ITOSIB-
JICHUM U pa3BUTUM HEPBHBIX CBSI3EHA.

CuHApPOM JIOMKOI X XPOMOCOMBI CLIETIJIEHHOE
C MOJIOM JOMHHAHTHOE 3a00JieBaHUE C PeaylUpo-
BaHHOU MEHETPAHTHOCTBIO.
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Manpuvky poXAalTCd C OOJIbIIONM Maccoi
tesma — ot 3,5 1o 4 kr. [1epBBIM TIpU3HAKOM, KOTO-
PHIi 3aCTaBISIET 3aTIOTO3PUTH 3a00JIeBaHE — SIBIISI-
eTCI MaKpPOOPXU3M MPU OTCYTCTBUU SHIOKPUHHON
narojoruu. Takxke ecThb onpeieéHHble (HPeHOTHU-
nJecKre TpU3HaKM: OOJbIIast TOJ0Ba C BRICOKUM
W IIUPOKHUM JIOOM, JUTMHHOE JINIIO C YBEJIMYEHHBIM
Moa0OPOJIKOM, HECKOJLKO YIUIOMEHHAS CpeaHSIs
YacTh JINIIA, TYMOM, CcJIeTKa KIIOBOBUIHO 3aTrHYTHIM
KOHYMK HOca. YIIM OOJbIINe, WHOTAA OTTOIThI-
peHHBIe, HU3KO pacIojiokeHHble. KMCTH 1 cTOmbI
IIMPOKNE, NUCTANbHBIE (aJTaHTH TTAIbIIEB TaKXkKe
IIMPOKNE, CYCTaBBl WMEIOT ITOBBLIINICHHYIO TONI-
BIDXKHOCTh. KoxXa Hepeako rumnepanactudHa. Yacro
BCTPEYAIOTCI CBETIIOOKpAIleHHBIE pagysKHEBIE 000-
JIOUKU, CBETJIbIe BOJIOCHL. He 00s3aTenbHO BCcTpeda-
IOTCSI BCe MPU3HAKM — MOTYT OBITh OOWH WJIM He-
CKOJIBKO.

HeBponormyeckast CHUMITTOMATHKa HecCTel-
ndudHa, oIpenesaeTcs Kak U y BceX AeTeil ¢ yM-
CTBEHHOM oTcTanocThio. HabiiogaeTcss HekoTopast
MBIIICYHAsS] TUTIOTOHMS, TUCKOOPOMHAIINS ABIKE-
Huii. Takke MOTYT ObITh I1a30JBUTaTeIbHbIE, TUPa-
MUOHBIC Y 3KCTpaMpaMUIHbIC HAPYIIICHMSI.

[;1aBHBIM CHMITTOMOM CHHApPOMA SBJISICTCS MH-
TeJJIEKTyalbHOE HEOOopa3BUTHE M CBOeoOpa3Has
peub. Takue 60JbHBIE TOBOPST OBICTPO, COMBUMBO,
MMEIOTCSl BbhIpaXKEHHbIE 2XOJAJIMM UIEpceBepalin
(6opMouyiasg pedb). Takxke MOTYT ObITh Hapyllie-
HUS TIOBEICHUSI B BUIE arpeCCUBHOCTH, IBUTa-
TeJbHOU PacTOPMOXEHHOCTU. B KauyecTBe omHOIA
M3 4YacTbhIX IICMXOMNATOJOrMYeCKUX OCOOEHHOCTEeH
OTMeueHa IIM30(pPeHOIon00Hasd CUMIITOMATUKa,
BKJIIOYAIOIIAs B Ce0s1 MOAMPHITMBAHMS, TOXJIOIbIBA-
HUSI pyKaMHU, TTIOBOPOTHI BOKPYT CBOEM OCH, BCTPSI-
XMUBaHME KUCTIMU, «MaHEXHBI» Oer, pa3HoOOpa3-
HbIE TPUMAChl, MOHOTOHHOE XHBbIKaHbE.

Cunodpom Acnepeepa

CuHapoMm Acnieprepa — OgHO M3 oOLIMX (rep-
BasUBHBIX) HApYIICHUI pa3BUTHUSI, XapaKTePU3YIO-
1eecsl CepbE3HBIMU TPYAHOCTSIMU B COLIMATIbLHOM
B3aMMOJACHCTBUH, a TaKXKe OrpaHUYEeHHBIM, CTepe-
OTUITHBIM, TOBTOPSIIOIIAMCS peIrepTyapoM HHTE-
pecoB M 3aHATUI. OT paHHEro AETCKOro ayTu3ma
OH OTJIMYAEeTCs MpexXae BCEero TeM, YTO pedyeBble U
KOTHUTHUBHBIEC CITOCOOHOCTH B LIEJIOM OCTalOTCS CO-
xpaHHbIMUA. CMHIPOM 4acTO XapaKTepU3yeTcs TaK-
K€ BbIpaxkeHHOM HEYKJTIOXKECThIO.

XoTs JMlia ¢ CUHAPOMOM Acmeprepa MMeloT
TEHICHLIO K Jy4YIlIeMy KOTHUTUBHOMY (PYHKIIMO-
HUPOBAHUIO, YEM ayTUCThI, CTENEHb IepeceyeHuUs
cuHIpoMa Acrieprepa ¢ BbICOKO(PYHKIIMOHATbHBIM
ayTU3MOM OCTaé€rcsl HesicHoil. B 1eaoM, Mexmy
cUMHIpoMOM Acmeprepa U ayTU3MOM OTHOCHUTEb-
HO MaJjio pa3JIMuyMii B mapamMeTpax, CBI3aHHBIX C UX
HpUYNHAMU.

CraHgapTHOe MPeanojaoXeHre 3aKI4aeTcs B
TOM, YTO CUHAPOM AcIrieprepa u ayTu3M UMEIOT 00-
IIYIO MPUYMHY U SIBISIOTCS pa3HBIMU IIPOSIBICHU-

SIMM OITHOTO M TOTO K¢ HapylleHus. B omy0onmko-
paHHOM B 2008 roay 0030pe KiaccuPUKaMOHHBIX
WCCJICIOBAaHUIA NIeJIAeTCS BBIBOMA, UYTO PE3YJIbTATHI
WCCJIEIOBAaHUI B 1IEJIOM He MOIACPXKUBAIOT pasiini-
Yus MEXAY IUarHO3aMM, a caMble 3aMEeTHBIC OTJIH-
YKSI TPYMIT IIPOUCXOOST OT paszimanii B 1Q.

JuarHocTuka

JlnarHo3 ayTh3M ycTaHaBJIMBAETCS HA OCHOBA-
HUM KOMIUIEKCHBIX WCCJIEIOBAHWM W BKJIIOYAET B
ce0s1 KOHCUIMYM Bpadyeil HECKOIbKUX CIieMabHO-
CTeli: TIcKXxoJora, HeBpOIaTojora, Icuxuarpa, rmcu-
XoTeparneBTa, MeauaTpa, Joromneaa-aedeKronora u
reHeTrka. OCHOBOIIOJIAralOIIMM SIBJISIETCS XapaKTe-
pYCTHKA TOBEACHYECKMX peaklyii. MeTtomukamu,
JarlMK nHpopMaLuio o cepe BiaeYeHuit, cpepe
0011IeHYsI, BOCTIPUATUH, MEJKO MOTOPUKE, MHTE-
JIEKTyaJIbHOM Pa3BUTUU, PeUU, UTPe, HaBBIKAX CO-
LIMAJIbHOTO TIOBEICHUSI, SIBJISTIOTCSI:

* ONPOCHUK ISl AMAarHOCTMKM ayTU3Ma, afar-
TUPOBaHHBIN BapuaHT (Autism Diagnostic
Interview - ADI-R)

* IIIKaJ1a HaOJIIOIEeHUS IJIsI TMarHOCTUKHU ayTH3-
Ma (Autism Diagnostic Observation Schedule
- ADOS)

* IKaja HaOMoAeHUS IS TMArHOCTUKM ay-
TH3Ma — oO1Mit BapuaHT (Autism Diagnostic
. Observation Schedule-Generic - ADOS-G)

* IIKajJla  peWTMHra  JeTCKOTO  ayTM3Ma
(Childhood Autism Rating Scale - CARS)

* TIOBEJACHYECKUIA OMPOCHUK JIJIsI AMarHOCTUKHU
aytusma (Autism Behavior Checklist - ABC)

* ONPOCHUK POAWTENICH IJII TUarHOCTUKU ay-
ti3Ma (Autism Diagnostic Parents Checklist
- ADPC).

Aneopumm obcaedosanus nayueHma ¢ aymu4HsIM
cnekmpom Hapyulenus: nosederus 6 XCMTI] (Ipeua-
Huna E. 4., Ipevanuna 10. b., 2013):

» IlepBuyHasg KoHcyabTamus (cOop kao0,
aHaMHe3a, OlIeHKa POJOCIOBHON M (peHOTH-
na);

* OOlLIEeKJIMHUYECKOe 0o0cenoBaHue (KJIUHU-
YeCKUIi aHaJIu3 KPOBU, MOYM, OMOXUMMYE-
CKUii mpodub, KorporpaMmMa, Kaj Ha Auc-
0aKTepuo3 U T.1.);

* LluToreHeTnueckoe ucciaenoBaHue JuMdpo-
LIUTOB TepU(epUIeCcKOil KPOBH C UCIIOIb30-
BaHueMm G u C okpacku, onpeaeaeHue Xpo-
MOCOMHOI HeCTaOUJIbHOCTH;

* BroisBieHue MeTabOAMYECKUX HApyIIeHUN
(razoBast xpomatorpadusi mouu, BIXKX
aMUHOKMCJIOT KPOBH, JaKTaT, aMMMaK, To-
MOILIMUCTeUH, ojieBas KUCI0Ta, BUTaAMUH
B12 kpoBu; mop¢upuHBI U OUONTEPUHBHI,
COJIM TSDKEJIBIX METaJJIOB, HEMpPOTpaHCMMUT-
Tepbl U T.1.);

* NHpekTonornyeckoe oocaeaopaHue (bakre-
pUMabHOE, BUPYCOJIOTUYECKOE);

* IMMyHorpamma;
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* (DyHKIIMOHAJBbHBIE METOIBI MCCIICAOBAHUS
(Y3U, AMPT romnosHoro mo3sra, D3I, PAI,
Dx0DC, DMI, MPC rosoBHOro Mo3ra);

* buorncust MBI ¢ ompenesicHUEeM aKTUBHO-
CTA MUTOXOHIPHAJIBHEIX (PEPMEHTOB U I1aTO-
MOpGOJIOTMYECKUM HCCIeAOBaHMEM TKaHei
(Ipu MOmO3peHUM HAa MUTOXOHIPHUAIBHYIO
00JI€3Hb);

* MoJeKynIsipHO-TeHETUIECKIE METOBI.

HeobOxoauMo elié pa3 moauepKHYyTh, UTO IIPO-

rpaMmMa o0CJIeIOBaHMS IMOA0MPAETCSI CTPOTO MHIU-
BUIYaJIbHO!

Jleyenue

Lleaamu mepanuu aymuunsiX paccmporiicme 164:1-
romcsi:

* HEOOXOOMMOCTD CIIPABISATECS C MOBEACHYE-
CKUMHA W SMOILMOHAJIBHBIMU IIPOOJIeMaMHU,
KOTOPBIC BIMSIIOT HA Pa3BUTHE;

* CIIOCOOCTBOBaHUE COIIMAIBHOMY M KOMMY-
HUKATUBHOMY DPa3BUTHIO pPeOEHKA C ayTH3-
MOM;

* pa3BUTHE WHTEPECOB U OCOOBIX CHOCOOHO-
CTeli, KOTOPBIC MPOSIBIISIIOT MHOTHE HETU C
ayTU3MOM;

* pa3BUTHE ANAIITUBHBIX CIIOCOOHOCTE! U yCH-
JICHUE KOTHUTUBHBIX U a(p(HeKTUBHBIX (DYHK-
LU IUTST Pa3BUTHS TIPUCITOCOOISIEMOCTH

* OKazaHue WHMOPMALIMOHHON MOMACPXKKHI
POIUTEISIM U CIIEIIAAIICTOB APYrOro Ipodu-
JIsl, HaOmomaommux pedeHkKa.

KowmriekcHoe JledeHre COCTOUT U3 CIIeIIAalb-
HBIX 00pa30BaTeIbHBIX IIPOrpaMM, Pa3BUBAIOIINX
colMajJbHbIe, KOTHUTUBHBIC U PAa3TOBOPHBIC HABBI-
KM, TUETHI 1 METNKAMEHTO3HOM TepaIInu.

K 0CHOBHBIM IICHMXOJIOTMYECKIM METOIAM KOp-
PEeKILIMKA ayTH3Ma OTHOCSTCSI: OpraHM3alnsl 00IIero
MO3UTUBHOTO (hOHA B MpoIecce KOPPEKILMU, pas-
BUTHE SMOIMOHAIBLHON cdepbl, KOPPEKLMSI He-
raTMBM3Ma, TpaHcgopMalus CTPaxoB, arpeccuil u
ayToarpeccuii, UrpoBasl Tepalmsi, CKa3KoTepalius,
IecoYHasl Tepamus, CTPYKTYpUpPOBaHHOE oOOyde-
HUe, TIPOrpaMMbl U3MEHEHUsI ITOBEICHUS, 3aHATHS
c JIoromeaoM, pu3nuecKast Tepanust 1 3proreparms,
MOHTECCOPHU.

B HacTostiiee BpeMsI B LENISIX MEIMKAMEHTO3-
HOI Tepalvy MPUMEHSIOT IIpenapaThl TPYIITEL HO-
OTPOINOB, HEHPOMETA0OJUKOB, aHTUAEIIPECCAHTHI
W3 TPYIIIBI MHTUOUTOPOB OOPATHOIO 3axBaTa Cepo-
ToHMHA ((JIYOKCETUH, CepTajvH, LMTaJonpaM U
IIp), aHTUKOHBYJILCAHTBI, TICUXOCTUMYJISITOPBI, UTO
YacToO NPUBOIUT K YCUJICHUIO THIIEPAKTUBHOCTH;
CHOTBOPHEBIE, B YaCTHOCTH MEJIaTOHMH.

CornacHo gaHHbIM npod. AdaHackeBa B. B.
(2010), nmag monaydeHMsT HauOosiee BbIPAXKEHHOTO
MOJOXUTENbHOro 3(pdeKkra Npu Ha3HAUYCHUU Hek-
POLIMTOIIPOTEKTOPOB, HEOOXOAMMO YUUTHIBATh B3a-
MMOIEHCTBUE KaXKIOTo IIperapaTa ¢ onpeaeIeHHbI-

MU peLenTopHbIMU cucTeMaMu. Ha 3Toil ocHoBe
nogoopaHbl Hanbosee 3pdeKTUBHBIE KOMOMHALIUN
npemnapatoB (Adanacwes B. B., 2012):

2auamuaun +

B,, B,, mmokosa, umrodnaBuH (pUOOKCUH),
uepebpomsuH, Mmekcunon (B,, B,, mananrun), ma-
HAHTYH, JIUIIOeBasl KMCJIOTa, LIepakKCoH (IIOC/Ie €Tro
BBeAcHMST Yepe3 20 MUHYT OaTh IJIMATWINH), aKTO-
BEeTHWH, CEMaKC, CTAaTUHEI - ycuiieHue 3(pdekra;

uepaxcon +

HumoounuH, Mmekcuaona — ycuieHue a3 exra;
yumognaguu +

Imoko3sa, nuknodepoH, mexcunos, Bo, Bl, na-
naBepuH, aktoBeruH (+ Bl, B6, riokos3a) - ycuie-
Hue 3¢ddekTa;

Mmexcudon +

IlepakcoH, nuTodaaBuH - ycuiieHUe 3 dexra.

BaxxHO OTMETHUTH, YTO pacIpoOCTpaHEHHBIC U
peKIaMupyeMble METOOUKU TepaIllni pPacCTPOIICTB
CHeKTpa ayTh3Ma BbICOKMMU J03aMU BUTAMMHOB,
CEKPETMHOM, aMMHOKHUCJIOTaMU, XeJIMpOBaHUE (BbI-
BEICHUE TSKEIbIX METa/UIOB), MaHyaJlbHOM Tepa-
UM, TPOTUKAHAUAO3HOM Tepanuu (peKoMeHaaluu
nBkeHuss DAN! (Defeat Autism Now! - [Tobenum
ayTU3M ceifuac!), He UMEIOT yOeaUTEeIbHbIX HayYHbIX
JloKa3aTeabCTB 3¢ ¢GeKTUBHOCTU. IlonmHOe MCKITIo-
YeHHE U3 MUTAaHUS BCEX MOJOYHBIX U MyYHBIX MPO-
JIYKTOB SIBJISIETCSl HE TOJIbKO 3HAYMUTEJIbHBIM Orpa-
HUYEHMEM pallioHa pebeHKa, TUIIEeHUEM ero 4acTo
JIIOOMMOM eabl, — Yy HEKOTOPBIX JeTeil 3TO MOXET
MepepacTu B MHOTOJIETHEE <«3aLMKJIMBAHUE». DTO
HE 3HA4YUT, YTO IS IeTell ¢ ayTU3MOM OHa BOOOIIe
HE HYXXHa, T.K. €CJIM Y HEKOTOPbIX U3 HUX €CTh MpHU-
3HAaKW TMUIIEBOM ajlIepruu, €ciu IpU o0CaeaoBa-
HUM BBISIBIEHA HETIEPEHOCHMMOCTh INIIOTCHA W/WIIN
Ka3euHa, TO B TAKOM cJydyae UM ITOKa3aHO MPOBECTU
nuerorepanuio (O. Pomanuyk, 2009).

Huerorepanusl OOKHA MNOAOMpPAThCd WHAW-
BUAYaJIbHO B COOTBETCTBUM C BBISIBJICHHBIMU Me€-
TaboJMYecKUMM HapylieHussMu. OCHOBHbIE eé
MNPUHLMUIBI 3aKJII0YAIOTCSI B HUCKIIOYEHUU (WU
OrpaHMYEHUU) TeX MPOAYKTOB, B KOTOPbIX B Hau-
0oJbllIeM KOJUYECTBE COAEPXKUTCS BELIECTBO, Ha-
KanjuBamwlleecs B opraHu3Me (WIM ero mpealie-
cTBeHHUK). M, HAa00OpOT, B ciyyae BBISIBACHHOTO
JeulMTa TMOKa3aHO YCWJIEHHOE €ro BBEACHUE B
palvoH.

MeaukamMeHTO3Hasl Tepamnusl TakXkKe OMNupaeT-
¢Sl Ha IMarHOCTMPOBaHHbIE OOMEHHbIE HAPYILIECHUS
(I'peyanuna E. f., IpeuanuHa 1O. b., 2013):

— MUMOXOHOPUANbHAS OUCHYHKUUSA:

1. KodakTopbl (pepMEHTHBIX peaKLMil dHep-
reTUYEeCKOro oOMeHa (KapHUTUH, HUKOTUHA-
MU, pudboiaBuH);

2. TIepeHOCUYUKHU DBJIEKTPOHOB B JbIXaTeJbHOM
Lernu MUTOXOHAPUM (Ko3H3uM 0, sSTHTapHas
KucaoTa, utoxpom C u 1p.);
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3. aatuokcumantel (But. E, Butr. C); 1mum- 1. B mMTaHUM orpaHMYEHUE MTPOAYKTOB C BBICO-
Medoc poH, yaydinaroimii QyHKIIMK MUTO-  KUM COAepXKaHMEM METHUOHMHA; 00oralieHue paLu-
XOHIpUI, CHUXKAIOIIWIA JaKTaT-alua03. OHa MPOAYKTaMU C BBICOKAM COJep>KaHMEM BUTaMU-

ITpu BapyaHTEe MUTOXOHAPHUAILHON MATOJNOTMKA  HOB IrpyImnsl B;
B YCJOBHUSIX MEPBMYHOIO WJIM BTOPUYHOTO Aedu- 2. xodakropHas Tepanus (ButaMuH B, Gomu-
LIMTa KAPHUTMHA WU TPAHCIIOPTa XXUPHBIX KUCIOT C eBasl KMCJ0Ta, METWIKOOajaMWH, OeTauH,
yCIIeXoM MpUMeHsieTcsl L-KapHUTHUH. MMAHTOTEHOBAsI KMCJI0Ta, HUAIIMH).

— HapyuieHue osamuoeo Yyukaa: — amuHoayudonamuu:

Tuposun

IToBeiIeHue: cienranbHble cMecu 06e3 peHnIaaHMHa U THPO3KMHA, BUTaMUH B,

CHukenue: TuposuH (Vita-Tyrosine, Vitaline), Butamuu C, HUalUH

MeTrnoHuH

IMoBbI1IEHME: OIrpaHMYC€HUEC B pallMOHE IMPOAYKTOB C BBICOKUM COACPXKAHUEM METMOHMHA, BUTAMUH Bﬁ, MarHum

CHUXKCHUEC. MCTUOHWH

Huctun

[ToBeIlIeHE: OrpaHUYEHUE B PALIMOHE MPOAYKTOB C BBICOKMM COMIep>KaHKMEM IIMCTerMHa (COsl, CEMEUKH,
ropox, MyKa, siiilia, CBMHHUHA, JIOCOCh, TPEIIKME OPEXH, KyKypy3Hasi MyKa, HEOUMILEHHBI PUC, MOJIOKO),
pubodiaBuH

CHIXeHue: oboraiieHue panuyoHa nNpoayKraMu C BbICOKUM COACPKaHUMEM LIUCTEUHA

AcnaparnHoBas
KHUcJioTa

[oBbllIeHKE: OrpaHUYEHME IIPOAYKTOB C BRICOKMM COAEPKAHUEM acIapariHOBOM KMCIOThI
(BBICOKOOEJIKOBBIE ITPOAYKTBI — MSICO, MOJIOYHBIE TPOAYKTHI, siilla), BATaMUH B (YCKOpsIET MpeBpalleHne
acrapariHOBOWM KHCJIOTHI B IHTApHYIO), MarHUii, LIMHK

CHIXeHue: KOIrmuTyM, lMaHaHI'vH, acliapkKamM

InyramuHoBast
KUCJIOTa

[ToBebillIeHUE: OrpaHUYEHUE MPOAYKTOB C BBICOKUM COACPKaHMEM TTyTaMUHOBOM KHCIOTHI (CBIP, 3€JIEHBII
ropolleK, YTKa, I'ych, LBITJICHOK, TOBSIAMHA, MaKpe/ib, CBUHMHA, (popelib, TpecKa, KyKypy3a, siiilia, MOJIOKO,
Cosl, TPECKa, CYAIaK, x1eb); BUTaMUH B, (yckopsieT IpeBpalleHne acraparnHoBOM KUCIOTBI B THTAPHYIO),
B-anaHuH, JEHLUMH, HUALMH

CHIXEHMeE: TJIyTaMMHOBAas KUCIOTa

[yramun

[oBpIIIeHNE: OrpaHUYEHME ITPOIYKTOB C BEICOKMM COIEepKaHUEM TIIyTaMuHa (ChIp, 3eJICHBIN TOPOIIIeK, YTKa,
TYCh, IILITUIEHOK, TOBSIAMHA, MaKpeslb, CBUHUHA, (DOpelib, TPpecKa, KyKypy3a, siilla, MOJIOKO, COsI, TpecKa,
Cylax, xied), ButamuH B,

CHukeHue: rayraprut, rayramuH (Vitaline)

Acmaparus

[oBbIIeHNE: OrpaHUYEHNE TTPOIYKTOB C BRICOKMM COJepKaHUEM aciiaparnHa (MoJIOKO, CBIBOPOTKA, MsICO,
OMAIIIHSS [ITULIA, STiila, pbiba, MOPEIIPOMAYKThI, CIIapXa, IOMUA0pP, 0000BLIE, OpEXU, CEMEHA, COsI, LIEJbHbIE
3epHa)

CHukeHue: odoraleHue panyoHa nnpoaykKraMu ¢ BbICOKUMM COJCpKaHUEM acliaparmHa, MarHum

AJnaHuH

[MoBeIIeHNE: OTpaHUYEHUE TTPOIYKTOB C BBICOKHUM COepKaHWeM ajlaHMHa (3KUBOTHBIE GEIKM, aBOKAIO,
MOJIOYHBIE ITPOJYKTHI, OBEC, 3aPOABLILIN MIIEHULIbI), BUTaMUH B,

CHIMXeHME: MaHTOTeHOBAsl KUCI0Ta

Jleituyn

[NoBrbIlIeHNE: OrpaHWYCHHE MTPOAYKTOB C BLICOKUM COACpKaHMEM JIeUIIMHA (OYphlIii prc, 600BI, MSICO, OpeXH,
coeBas U MIIIEHNYHAs MyKa), IPMMEHEHUE TIOJIYCUHTETUIECKUX JICUeOHBIX ITPOAYKTOB (JIMIIEHHBIX JIEALIHA,
U30JI€M1IMHA U BaJIMHA), BUTAMKUH B,

CHuXeHue: JIelnH B TabietupoBaHHoi dhopme, BCAA? (ieiiivH, U30JedMH 1 BaiuH), 1u3uH (Vitaline)
(ycuneHue BCachIBaHWSI JIEHITMHA)

WzoneiiumH

[oBbllIeHKE: OrpaHUYEHME ITPOAYKTOB C BRICOKMM COAepKaHMEeM M30JeinHa (MUHIAb, KEIIblOo, KYpHHOE
MSICO, TYPELIKMI TOPOX, diflia, pbi0a, YedeBrlIa, IIeYeHb, MSICO, POXb, OOIBIIMHCTBO CEMSTH, COEBbIE OEJIKH),
MPUMEHEHHE TIOJTYCUHTETUYECKUX JICUCOHBIX MPOAYKTOB (JIMIIICHHBIX JISHIIMHA, N30JIeHIIMHA 1 BaJIHA),
BUTAMUH B,

CHuxenue: BCAA (ieiiuyH, U30JeHLIMH 1 BaJlMH)

CepuH

[oBbITIeHNE: OrpaHUYEHNE TTPOIYKTOB C BRICOKUM COJepKaHUEM cepruHa (MSICHBIE M MOJIOYHBIE TIPOITYKTHI,
MIIEHUYHAs KJIEHKOBUHA, apaxyC U COEBbIe MPOAYKTHI), TNIMLIMHA ¥ TPEOHUHA (MICTOYHUKYU CEepUHA)

CHuxenue: Butamunbl B, B, u ¢onuesas Kkucnora, MarHuii

Taypun

IToBbllIeHNE: OrpaHWYEHHE MMPOAYKTOB C BBICOKUM COAEPKaHMEM TaypruHa, METUOHWHA U LIUCTEMHA,
putamunsl E, C, kosH3uMm Q10

Chnuxenue: ButaMuH B, Taypun (Vitaline), kpaTai (TaypuH + 3KCTPAKT IUIOAOB OOSAPBILHUKA U
MYCTbIPHUKA)

Tpeonnn
(CHUXKaeT
MBIIIEYHBIA
TOHYC)

[NoBebIlIeHNE: OTpaHWYEHHE ITPOAYKTOB C BLICOKUM COAEpKaHMEeM TpeOHUHa (cosl, TopOyIlla, cemra,
MOJIOYHbIE IIPOAYKTHI, STIiilia, Opexu, 600bI); IIPU COMYTCTBYIOLIEM Ae(ULINTE METUOHUHA HA3HAYMTh METHO-
HUH (MHTMOMPOBaHME BCaChbIBaHUsA TPEOHUHA), BUTAMUH B, IMHK;

CHuxenue: ButaMuHbl B,, B, Marauid, musun (Vitaline) (yay4diiaer BcacblBaHHe
TPEOHUHA);
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[NoBbIIeHNE: OTPaHWYEHUE ITPOAYKTOB C BBICOKUM COAepKaHWEeM TPOJIMHA, TIIyTAMUHOBOI KUCJIOTHI U
OpPHUTHUHA

CHuxenue: nposuH (Vitaline)

Iuctuoun

[ToBbIlIeHME: OrpaHUYEHME TPOIYKTOB C BHICOKMM COAEepKaHUEeM TMCTUAWHA (CBUHUHA, MITULIA, CBIP U
3apOJBIIIHN MIEHUIIBI), HU3KOOETKOBOE ITUTaHKe

CHuxenue: AT®-nonr (AT®, kanuii u Mmarauii), pouesast KUCI0Ta

ApruHuH

[oBbIlIeHNE: OrpaHUYEHME ITPOAYKTOB C BHICOKMM COIepKaHMEM aprMHIHA (II0OKOJIa, KOKOCOBBIE OpEXH,
MOJIOUHBIC TTPOAYKTHI, XXEJIaTHH, MSICO, OBEC, apaxyc, COeBbie 600!, TpELIKUE Opexu, Oejlasg MyKa, TIIeHUALA
M IMIIEHUYHBIE 3aPOIBIIIN, OPEXU, KYKYpY3a, KeJaTHH, IIIOKOJIal, U3I0M, OBCSIHAs KPYIla, KYHXYT), JIM3UH
(Vitaline) (MHrMOMpOBaHME BcachbIBAaHUSI aprMHUHA)

CHukeHue: oboralleHue paliMoHa MPOAyKTaMu ¢ BBICOKMM COiepKaHueM apruHuHa, apruduH (Vitaline)

Banun

[oBbIIeHNE: OrpaHUYSHUE MPOLYKTOB C BEICOKMM COIEpXKaHWEM BaJlMHa (Cosl M Apyrre 6000BbIe, TBEPAbIC
CBHIPBI, MKPa, TBOPOT, OPEXU U CEMEUYKM, MSICO U TITUIIA, sTilla, 3HAYMTEIbHO MEHBIIIe BAJIMHA B KPYIaxX 1
MakapoHax), IPUMEHEHHE MTOJYCUHTETUIECKHUX JIeUeOHbBIX IIPOAYKTOB (JIMIIEHHBIX JIEHLIMHA, M30JeALIMHA 1
BajliHa), BUTaMUH B,

CHuxeHnue: BCAA (eiiuuH, U30JeMLIMH 1 BaJIMH)

 B02000703

IMoBbllieHKE: OrpaHUYEHNE TPOAYKTOB C BHICOKMM COIEPXKAHUEM IIMIMHA, BUTaMuHbl B, B,, By

CHIMXeHMe: IMUIMH, 6eTauH (JIMLIUH SIBJISIETCS ero MpeallieCTBEeHHUKOM)

JIuzun

[ToBbillIeHUE: OrpaHUYEHUE MMPOAYKTOB C BBICOKUM COAEpKaHMEM JIM3KMHa (pblOa, MTULIA, MOJIOKO,
3apOJIBIILIY TIIEHULBI, GOGOBbIE, APaXUC, KEITKHU AUL), BUTaMUH B, HuauuH, puramun C

CHuxenue: mu3uH (Vitaline), L-kapHUTUH (JIU3UH SIBJSIETCS €rO MPEAIIECTBEHHUKOM U €ro 1e(ULUT
COTIPOBOXIAETCS NePUIIMTOM KapHUTUHA); JIEHIIMH B TA0JIETUPOBAHHOI (popMe (yCHIMBaeT BCaChIBaHUE
JIU31HA)

Tpunropan

[ToBbllIeHUE: OrpaHUYEHME TPOLYKTOB C BBICOKUM CoJepKaHUeM TpuntodaHa (Msico, peiba, TBOPOT, ChIp,
sii11a, ropox, (acosb U, 0COGEHHO, COs1), BUTaMUH B, HUamH

CHuxeHue: oborauieHue paloHa yrieBogamu, Tpunrodan (Vitaline)

OpHUTUH

IToBebIlIeHNE: OrpaHWYEHHE MMPOAYKTOB C BEICOKUM COAECPKaHMEM apTMHUHA — MPEAIIeCTBEHHUKA OPHUTH-
Ha (III0K0J1a, KOKOCOBBIE OPEXH, MOJIOYHBIE TTPOAYKTHI, 3KEJIaTUH, MSICO, OBEC, apaxKC, COeBbIe OOOBI, TPpell-
KHe opexu, Oenas MyKa, MIeHUIIa U MIIIeHUYHbIE 3apOJIbIIIN, OPeXH, KyKypy3a, XeJaTuH, III0KOJIal, U3I0OM,

OBCsIHasl Kpyna, KyHXyT), BUTaMuH B, Maruuii

CHukeHue: oboraleHue panyoHa 1npoaykKraMu ¢ BbICOKUM COJACPKaHUEM apTUHHWHA

DdenunnananuH

IToBbllIeHME: HU3KOOEIKOBAsT JUETa, ClICHMAJIbHBIC CMECHU oe3 (DGHI/UTaJTaHVIHa 1 TUPO3UHaA

CHuXeHue: npenaparthbl (I)CHI/U'[aI[aHV[Ha 1 TUPpO3MHA

MexayHapoaHasl Tpynna y4eHBbIX He MCKIIIO-
YaeT, YTo eil ydajJoch BIIEPBbLIC BbISIBUTH ITOTEH-
OUaJbHO M3JIeunMylo ¢opMy ayTtusma. biaroma-
ps CEKBEHMPOBAHWIO YaCTU TeHOMa IIeCTH ACTei,
CTpaJaloIINX OYeHb PEIKO BCTpedalolleiics pas-
HOBUJIHOCTBIO 3a00JieBaHUsl, Y BCex Oblia HalieHa
MYTaIus, n3-3a KOTOPOU B OpraHN3Me OUYeHb HU30K
YPOBEHb COAEPKAHUSI HECKOJbKUX HE3aMEeHUMBIX
AMUHOKUCJIIOT, Je(PUILUT KOTOPhIX MOXHO BO3MeE-
CTUTb CITeLMabHOM nueToi. PaboTta omybinkoBaHa
6 ceHTOPS B XypHaie Science. CeKBeHUPOBAHUE UX
9K30HOB — YacTW F€HETUYECKOro Habopa, oTBeYa-
IOlIEei 32 KOAUPOBaHKWE OEJIKOB — BbISIBUJIO MyTa-
nuio B reHe BCKDK, kotopast uHaKTUBUpPYeET (pep-
MmeHT BCKD-kuHagy. biaarogapst aTomy hepMeHTy B
OpraHu3Me MoAaepP>KMBAETCS HOPMATbHBIA YPOBEHb
TpeX aMUHOKMCJIOT C pa3BeTBJACHHON LIeNbl0 — Ba-
JIMHA, JIellMHA 1 U30JiefiluHa - HEOOXOAUMBIX JIJISI
CHHTe3a psiaa 0eJIKOB U APYTUX OMOJOTUYECKU BaK-
HbIX KOMIIOHEHTOB. B oTinMuyue oT Ipyrux aMrHO-
KMCJIOT, OHW HE CUHTE3UPYIOTCS OPraHU3MOM, a Mo-

crynalorT ¢ numeit. TecTupoBaHUe ITOKA3ajIo, 9TO Y
BCEX MCCIIEAyeMBIX AeTel ITOCcIe bl B KPOBU OUYCHbB
HU3KWI ypOBEeHh aMMHOKMWCJIOT C pa3BeTBICHHON
LEeIbI0. AMMHOKHCIIOTEL C Pa3BETBJICHHON IIEIBIO,
TakKe, KaK W JPyrue BUIBI aMIHOKWCIIOT, TIPEOIO-
JIeBaIOT TeMOdHIIePannIecKuii 6apbep ¢ IIOMOIIIBIO
OeJIKOB-TpaHCIIOpTepoB. B ciyyae aedpuumra Baau-
Ha, JIeHilIMHA 1 U30JIeHIIMHA, TPacIIOPTephl HAUMHA-
IOT TIEPEHOCUTH B MO3T 00Jiee KPYIHBIC MOJICKYJIBI
JIPYTUX aMUHOKUCIIOT, KOTOPBIE B UTOTE 3aHUMAIOT
nx MecTo. Ilocite Toro, Kak auera OOJBHBIX AeTelt
OblJ1a oOoraileHa BaJWMHOM, JISHIIMHOM U U30Jeii-
LIMHOM, YPOBEHb aMMHOKMUCJIOT C pa3BeTBICHHON
LIETTbI0 B MX KPOBU HOPMAJIM30BAJICSI, OOHAKO Ha-
YYHO TTOATBEPXKIEHHOTO YIYUYIIEeHUsI COCTOSTHUAS UX
3J0POBbS TT0KA TOJIy4YeHO He ObLIO. ABTOPHI IJIAaHM-
PYIOT TIPOBECTU KIWHWYECKWE VICTIBITAHUS THETH-
YeCKOro MeToAa Tepaluy 3Toi (POpMBI ayTH3Ma, a
TaKKe TMPOIOJIKUTL MOMCKH TTallIEHTOB C MyTaIeit
B reHe BCKD-kuna3el (Mutations in BCKD-kinase
Lead to a Potentially Treatable Form of Autism with
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Epilepsy (Science 190ctober, 2012: Vol. 338 no. 6105
pp. 394-397 DOI: 10.1126/science. 1224631))
— dechuyum MuKkpo- u MaKposI1emMeHmo8:
1. oOorameHue palioHa IPOIYKTaAMU C BBICO-
KNM coliepKaHueM AeOUIIMTHOTO 3JIEMEH-
Ta;
2. MeIuKaMEHTO3Has Teparius.
BoAbIIMHCTBO BUTAMMHOB HE CUHTE3UPYIOTCS
B opraHusMe 4JejioBeka. [1oaToMy OHM TOJKHBI pe-
TYJSIPHO U B TIOCTATOYHOM KOJMYECTBE ITOCTYIIATh
B OpPraHu3M C NUIIEK WIK B BUE Mpenaparos.
HckntoueHust coctaBisioT ButamMuH K, no-
CTaTOYHOE KOJMYECTBO KOTOPOTO B HOPME CHHTE-
3UPYeTCs B TOJICTOM KMIIEUYHUKE YeIOBEKa 3a CUET
NeATeIbHOCTH OakTepwii, 1 BUTaMuH B,, cuHTe3n-
PYEMBIi OaKTepUsIMU KMIIICYHNKA 13 aMIHOKICIIO-
Thl TpuntoaHa. ButamuHsl rpynnsl B yyacTByroT
B IIpoIleccax METWIMPOBAaHUS, HapylleHUE KOTO-
poro HambOoJiee JacTO AMATHOCTUPYETCS y AeTel
C ayTM3MOM M ayTUCTUISCKHIM CIICKTPOM HapyIIeHUS
MOBEACHMUS.
— HapyuleHue 8 yuk.ie Mo4esUH000pa308aHuUsA:
1. Hu3KOOeJIKOBas AueTa C OrpaHMYCHHEM B
panuoHe 6eka 1o 1, 5 rHa 1 Kr Beca peOEH-
Ka B CYTKU;
2. mpemnaparThl, yaydyllaroliyue QYHKLIUIO Tede-
HU (TIe IPOMCXOINM ASTOKCUKALIMS aMMU-
aKka) U CIOCOOCTBYIOLIME BBIBEACHUIO aM-
Muaka (TJyTapruH, renamepir).
— HapyuleHue OKUCAEHUS HCUPHBIX KUCAOM!
1. runoaUMUAEMMHYECKOE MUTaHUE (B TPYIHOM
BO3pacTe nepeBoJi pedéHKa Ha UCKYCCTBEH-
HYIO CM€Cbh, COAEpKalllyl0 MPEUMYIIECTBEH-
HO CpeAHELEeNOYEYHbIE XXUPHBIE KHUCIOThI).
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