NEKUIT

1O.b. I'peuanuna
Kadgheopa meouyunckoii cenemuxu XHMY

AYTU3M KAK MIOJIUKAY3AJIBHOE PACCTPOICTBO

Pe3iome. B pabote paccMOTpeHBI OCHOBHBIE BOIIPOCHI STHOJIOTHH, MATOTeHe3a, THArHOCTUKH W JICUEeHUS
ayTU3Ma U ayTHYHOTO paccTpoiCcTBa MOBEACHUS, OCHOBaHHBIE Ha TIEPCOHAIM3UPOBAHHOM TIox01e. Onmy06uu-
KOBaHbI COBPEMEHHBIE MHUPOBBIE JTaHHBIE, Kacarolluecss mpoOiieMbl ayTu3Ma. bosbplioe BHUMaHue yIeneHo
PacCMOTPEHHUIO TEHETHYECKOH cocTaBisromel ayTu3ma. PazpaboTaH anroputM oOCieZOBaHUS TMAIUEHTa C

AYTUYHBIM CIHEKTPOM HApYHICHUA IMOBECACHUA.

BCTYIIVIEHUE

B Hacrosimee BpeMs ayTH3M CTaHOBHTCS BCE
Oonee TIOOANBEHON TPOOJIEMOH, KOTOpas HMEET
CKJIOHHOCTH K HEyKJIOHHOMY pOCTY, «o0pacTtas» Bce
HOBBIMH MOJIPOOHOCTSIMH BO3HUKHOBEHHSI, Pa3HbIM
BpeMcHEM MaHHQECTAIlMd U BapruaOeIbHBIM Tede-
HUEM. AyTH3M UMeeT KOBapHBIE MAacCKH, OH CKpbIBa-
eTcsl 3a YaCThIMU JIMarHO3aMH, TaKMMH Kak 3a7epKKa
TICHX0-PEYEBOTO Pa3BUTHS, CHHIPOM JIBUTATEIBHON
PacCTOPMOXEHHOCTH W JAe(UIIUTa BHUMAHHSI, MH-
HUMaJlbHasT MO3roBas MUCQYHKIHS, TICUXOpPTraHU-
yeckoe nopaxkenue LIHC. I'panp paznuuus Mexmay
STUMH COCTOSHUSIMH OYEeHb TOHKA, M YacTO He3a-
METHa, MO03TOMY pa3Hble Bpayd MOTYT IOCTaBUTH
JUarHo3bl, BBITJIASIINE PA3INYHBIMU, HO OJHAKO
CKpBIBaIOIME MO cO00I OMH KOMIUIEKCHBIN BUJ
HapyIIeHNUs pa3BUTHUS MCUXHUKHU — ayTu3M. Cymiect-
BYIOT pa3jMyHbIE B3IJISABI HA TOJIKOBAaHUE NOHATHE
ayTHU3M — JJIS OJHOUM TPYMIBI Bpaveld, 3TO TOJBKO
MCUXUATPUYECKUN JTMarHO3, KOTOPBIH BKIIOYAET B
cebs 3aboneBanue, ompenenenHoe B 1908 romy
BreiinepoM, KOTOpBIH HCIIONB30BAT 3TO CIOBO (OT
TPEYECKOro «autosy», O3HAYAIOIIee «Cam») ISl OTIH-
CaHHUs yXoJa OT COIMANBbHON KHU3HHU, HaOII0atoIIe-
rocs y B3pOCIBIX JIEONEeH, OONBHBIX MHM30(peHueit
WM onucanHoe JokropoM Kannepom B 1943 romy B
KHATE «AYTHCTUYECKHE HAPYIICHHS 3MOIMOHAIb-
HOTO KOHTaKTa», KOTOPBIH OINpeaeNua NMpU3HAKH,
XapaKTepHBIE BCEM apTHUCTaM WM PE3YJBTaThl OIMy0-
nukoBaHHoM ["aHncom Acneprepom B 1944 rony auc-
cepTalry, MOCBAIICHHOW «ayTHCTUYECKOM MCUXO-
NaTum» y JeTei.

3HAYUTENBHBIA BKIIAJ] TEHETHKOB B H3yUeHHE
po0GJIeMBbl ayTH3Ma HEOCIIOPHM, C TTOMOIIBIO TeHe-
THKOB, yJAJIOCh KJIacCU(PUIHUPOBATh IPUIHHBL, COO-
paTh W MPUAATH YIOPSJOYSHHBIN BHJ ayTH3My. B
HacTosAIIee BpeMs, M0 TaHHBIM COBPEMEHHBIX aBTO-
poB (Geschwind D.H. (2008), London E. (2007),
Fernandez B.A. (2010), E.SI. I'pewannna (2013)),
ayTHU3M TIPEICTaBISAET COOOM CIOXKHOE HEHpoOmo-
JIOTHYECKOe HapyIlIeHHe, SBIIAIONIEeCs pe3yibTa-
TOM JEHCTBUS Tpe-, UHTPa- U MOCTHATANBHBIX (aK-
TOPOB, TEHETUYECKHX, OKO- U DIUTCHETHYECKUX

BO3MIEHCTBUN, KaK Ha CTPOCHHE, TaK U HA (GYHKITHIO
reHoma. Kpome Tpuaasl Ki1acCUUECKUX HapyIICHUI
TIOBEJICHUS ayTHUCTOB, MOTYT TAK)KE OTMEYAThCS YMCT-
BEHHAS OTCTAJIOCTb, AMMIENTH(HOPMHBIE TIPOSBIICHHS,
MUKpoaHoMmanuu u mopoku pa3sutus (Levy S.E.,
Mandell D.S., Schultz R.T., 2009).

Kiaunnko-ncuxonoruieckue acNeKThI
ayTu3mMa
Xapakmepuvimu uepmamu  paccmpoicme

AYMUCMu4ecko20 cneKmpa AAA0mca:

1. Hapywenua kommynukayuu.

2. HapyuieHust peuyeBoro pa3BUTHsL.

3. Jlemu c aymusmom umerom ocobennocmu
eocnpuamus.

4. Hepasnomepnocmo pazsumus ncuxuuec-
Kux gyynxyuil.

5. Ioeviuenuyro npecolujaemocme.

6. CrepeoTunHoe, 0AHOOOPa3HOE MOBEICHHE.

7. YV momaBifroLiero OOJIBIIMHCTBA JETEH C
ayTU3MOM C/1af0 pazeuma uiu He pazeuma 6000-
uie CROCOOHOCMb K HOOPANCAHUIO, UMUMAYUU.

8. OueHb BaXXHBI 0cofeHHOCIU UHMENIeKmY-
anvrozo pazeumus. 1o maHABIM 3apyOeKHBIX U OTe-
YEeCTBEHHBIX aBTOpoB 0T 70-75% nereii ¢ ayTuaMom
(0cOOEHHO TIpU ATUIMHYHOM AayTU3ME) CTPaJaroT
TOM MJIM MHOM CTENEHbIO MHTEIUICKTYaJIbHOM HEIOC-
TaTouyHOCTH. HepaBHOMEpPHOCTH pa3BUTHS ayTHIHBIX
pacCTpPOUCTB SIPKO MPOSIBISIETCS U B OTHOIICHUU
WHTEIUICKTYaNbHBIX (ByHKIUH. Tak pa3BuTHE OTHUX
MHTEIUIEKTYaNbHBIX (DYHKITHH MOXET OIlepekaTh BO3-
PacTHYIO HOPMY, IPYTHX — 3HAYUTEIHLHO OTCTaBaTh.

Kaacenpuxanus

B Hacrosiiee BpeMsi UCIOJIb3YETCSI HECKOJIBKO
KJIaccupUKauuii HapyHMICHUH ayTUCTUYHOTO CIEKT-
pa. Bce onmcanHble Hibke Kiaccu(UKalUU ayTHC-
TUYECKUX CHMIITOMOB y JE€Ted B CBOEH OCHOBE
CoJiepKaT ATHOJIOTHUECKUE (aKTOPBl U KIIMHHYEC-
KHE TPOSBIECHUSA U, IO CYTH, COIAEPKATEIbHO HE
OTIIMYAIOTCS APYT OT ApyTa.

B 1997 r. Hay4HBIM IIEHTPOM IICHXHYECKOTO
310poBbsl Poccuiickoil AkaneMun HayK YTBEpK-
JIeHa ceNyIoIas Kiaccupukayua aymusma:
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1. JleTckmii ayTU3M SHIAOTEHHOTO TeHe3a (603-
HUuKwull 6e3 eHewHell UOUMOU NPUYUHDL)

—cunapoM KanHepa (knaccuueckuti eapuanm
0emcKo20 aymuzma);

— MHOaHTHIIBHBIA ayTU3M (axmuuecKu 3mo
HauanbHvle npossienus 1obou Gopmbl aymuzma,
«V00OHbLIL pebenoky 6 sospacme om 0 do 12—18 me-
csayes);

— JIETCKHH ayTU3M (panee OMHOCUNU K WU30G-
peHuu, Ho 8 omauyue om 63pPOCiviX, HAd (POoHe nede-
HUs COCTNOSIHUE NOCTHENEHHO VIYHULAem ),

— cuHApoM Acmieprepa (uHmesniekm coXpaueH,
ommeuaemcs 3aMKHYMOCMb, CMPAHHAA U eumue-
eamas peuv, yaue gce2o oOyueHue 8 0oueobpaso-
8AMENbHBIX WKOAX).

2. Opranuyueckuii ayTusM (npuuyuna nposene-
HUsL aymusma — euopoyehanus, unoxkcus, poooeas
mpasma u m.o., CmouKoe yiyuulenue Ha (oue neve-
HUsL HE8POI0SUHEeCKOU NAMOI02ULL).

3. AyTucTiueckd TOJ00HBIE CHHIPOMBI MPH
XPOMOCOMHBIX, OOMEHHBIX M JPYTHUX HapYIICHUIX
(npu cunopome Jlayna, enunkemonypuu, mybe-
PO3HOM CKllepo3e U m.0.).

4. CurnpoM PeTta (HEyTOUHEHHOTO reHe3a).

5. Aytuctrdeckd TOMOOHBIE CHHAPOMBI JK30-
TEHHOTO TEHe3a (aymucmuueckue nposeieHus 803-
HUKIU NOO 8030€UCmBUeM BHeUHUX PaKmopos)

— TICUXOTE€HHBIN MapaayTH3M (Cmpecc — npuduHa
AyMUCMU4ecKUx NposiGieHUull — OCUpOmMenoCcms, coc-
MmosiHue nocie npebblBanus 8 Cmayuorape u m.o.).

6. AyTU3M HESICHOTO TeHe3a.

JpyruMu  ucclieZioBaTeNsIMA  MIPEIITPUHAMA-
JUCh OTACIbHBIC MOMBITKU KiIacCU(UKALUU AeTeh C
ayTH3MOM II0 XapaKTepy COLMWANBHOM e3anarnra-
nuu. Hammpumep, JI. Bunr (1997) pasnmensuta aytud-
HBIX JIETeH Ha TPHU TPYIIIbI B COOTBETCTBHM C UX
CIIOCOOHOCTBIO BCTYNATh B COLMAIBHBIN KOHTAKT:

1) «ogmHOKHE», KOTOpPHIE HE BOBIEKAIOTCA B
00LIEHHUE;

2) «IIaCCUBHBICY;

3) «aKTHUBHEIE, HO HEJETIbICY.

Hannyumuii mporsos B AajbHEHIIEM IICHXU-
YECKOM Pa3BUTHH, [0 MHEHHUIO aBTOpa, ObLI Y «I1ac-
CUBHBIXY.

CrenuanbHBI KOMATET AMEPHUKAHCKOTO TICH-
XUATPUUIECKOT0 001IecTBa B MATON penakiuu Juar-
HOCTHYECKOTO U CTATUCTHYECKOTO PYKOBOJICTBA 110
TICUXUIECKUM paccTpoiictBam (DSM-5), kortopas
omybnukoBana 18 mas 2013 roga, o603HauMI cie-
nyrorue QyHIaMeHTaIbHBIC H3MCHCHUS:

— BO-TIEPBBIX, PEIAKIUs YIPa3aHSIET Te POPMBI
ayTh3Ma, KOTOpBIE BBIACISUINCH paHee, BKIOYas
cuHapoM Acneprepa. PekomeHnoBaHO 1100yI0 (hop-
My ayTH3Ma Ha3blBaTh PAaCCTPOHCTBO ayTHCTHYEC-
KOTO CTIEeKTpa.

— BO-BTOPBIX, BBIICSIOTCS TPU BHJIA CUMIITO-
MAaTUKU TaKUX PACCTPOMCTB — COIHMAIILHBIC HApY-

meHns1, AePUINT KOMMYHHKAIIUA U TTOBTOPSIOLIE-
ecst/orpaHn4YeHHOe TIoBeieHue. B HacTosee BpeMs
B CIIIA BBIIENSIOTCS JHILIBb JBE TPYIMIBl CUMIITO-
MOB — HapyUICHHUs COIMANTbHONH KOMMYHHUKAIUU U
noBTOpSsitoIeecs/orpanniueHHoe nosenenue. (Huer-
ta M, Bishop SL, Duncan A, Hus V, Lord C. Appli-
cation of DSM-5 Criteria for Autism Spectrum
Disorder to Three Samples of Children With DSM-
IV Diagnoses of Pervasive Developmental Disor-
ders. Am J Psychiatry. 2012; 169(10): 1056-64.)

JTHOJIOTHS U MATOTeHe3

OTHONOTHS PACCTPOMCTB ayTUCTUUECKOTO CIEKT-
pa ¥ YMCTBEHHOW OTCTaJIOCTH BO MHOTHX CIy4asx
CJI0HA U HE OMNpPEAENSETCS €AUHON PUYUHON, 03~
TOMY BBISBJICHHE MHOXKECTBA XPOMOCOMHBIX U TE€H-
HBIX HapyIIeHWH, a TaKkkKe BIUSHUS (HPaKTOPOB BHEIII-
He Cpebl, KOTOPBIE JIeKAaT B OCHOBE ayTUCTUIECKIX
paccTpoiCTB, 3HAYMMO [T IOHUMaHHs HeWpoOuoo-
THYECKUX MEXaHU3MOB, JISKAIINX B OCHOBE TIOBEICH-
YECKHUX W KOTHUTHBHBIX paccTpodcTB. B Hactosiee
BpeMsl CYIIECTBYET HECKOJIBKO TEOPUil BO3HHUKHOBE-
HUs ayTu3Ma. Bce OHU TOApa3NensroTcs Ha HEreHe-
THUYECKHE U TeHeTH4Yeckre. Takoe pa3/ielieHne yCIioB-
HO, TTIOCKOJIBKY B Ka&)KJIOM KOHKPETHOM CiTydae, Kak
MPaBWJIO, MPOCMATPUBACTCS COBOKYITHOCTh BO3MOXK-
HBIX 3THOMNATOTEHETUYECKHX (DaKTOPOB pa3BUTHUSL
naronoruu. Kpome Toro, HereHermueckne (pakTopbl
YacTo SBISIOTCSA TPHUITEPAMU PA3BUTHS Pa3IHUHBIX
METa0O0IMUSCKUX HAPYIIICHHH.

K Hereneruuecknum (hakTopaM OTHOCSTCSA:

1. Mudexius — B OCHOBHOM MUKCT-HH(EKITHS,
YacTO JJHTEINbHAS, BSUIOTEKYINAs, XPOHUUECKAs, TIep-
cucrupytomast. [lo coBpeMeHHBIM JTaHHBIM KOCBEH-
HBIMH «aBTOPaMI» BO3HHUKHOBEHUS ayTHIHOCTH SIB-
JSIIOTCSL BCE BApHAHTBI OaKTEPHAIBHOM, TPUOKOBOM 1
BUPYCHOW MH(EKINH, B TOM YHCIE, U TMOCTBAKIHU-
HaipHOM (Cuarx B. K., Tomcon B., 2001).

2. [IlpuMeHeHre MaTepbl0 BO Bpemsi OepemMeH-
HOCTU CHJILHOJICHCTBYIONIMX TpenapaTtoB (B TOM
YHCclie TOPMOHAIIBHASL COXPAHSIONIAsT Teparus, aHTH-
OakTepuanbHas U MPOTHBOBHUPYCHAs Tepamusi), BO3-
JICHCTBHE TIOTEHIIMABHBIX TEPATOTCHOB (QJIKOTOJIb,
HApKOTHKH, PEHTTEHOJIOTHYECKOEe O0OCIeoBaHue,
npodeccroHabHBIE BPETHOCTH, SIEKTPOMAarHUTHOE
U3ITyYeHHE, paHHee YIbTPa3ByKOBOE 00CIeI0BaHNE
amOpuoHna (Kaponmuna Pomkepc, 2006, [Tacko Pakuy,
2006)), HECOOTBETCTBYIOIIEE COOCTBEHHOMY OOMEHY
nuTaHue. B omMHOM M3 WCCENOBaHWNA H3ydallach
CBSI3b MEXKIY ayTU3MOM M KypeHHEM BO Bpems Oe-
pemenHoctr. MccienoBanne OBUIO OCHOBaHO Ha
aHanuze 3anucer o 3000 HOBOPOXKJEHHBIX JeTeH, y
KOTOPBIX B TOCJICACTBHE ObLI JMArHOCTUPOBAH ay-
TU3M. YdYeHble OOHAPY)XWIM TIOBBIMICHHBIA PHCK
cuHApoma Acnieprepa cpeay Tex JeTei, Ybu MaTtepu
Kypwin Bo Bpems OepemenHoctu. (Kalkbrenner AE,
Braun JM, Durkin MS, et al. Maternal Smoking
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during Pregnancy and the Prevalence of Autism
Spectrum Disorders, Using Data from the Autism
and Developmental Disabilities Monitoring Network.
Environ Health Perspect. 2012; 120(7): 1042—1048).

3. llepunaTanpHas marosorusi. Y jaetelt c ay-
TU3MOM BCTpeYaeTcs OOJIBIIEE YUCIIO CITyYaeB MOB-
peXIIeHU MO3Ta 10 CPaBHEHUIO C OOIIeH MOITyIIs-
1yel, BOZHUKIINX B TIeproJT OEpeMEHHOCTH, POJIOB
Wi nociie poxkacHus. COBPEMEHHBIMH METOJIaMHU
uccnepoanust KT, AMPT, y Takux nereil BbIsIB-
JIIETCSI TIATOJIOTHS BUCOYHBIX, peXe IOOHBIX HOJIEH.
Oxkono 50% nmereli ¢ ayTU3MOM UMEIOT T€ WU MHBIC
MPU3HAKU HAPYIICHUH WM TUCHYHKIHMHA CTBOJA
mosra. IIpu nposenennu 31" uccnenoBanus, oco-
6enHo Buzaeo OJI-MOHHTOpHMHTA B TNEPHOJ CHA
00OHAPYKUBAKOTCS TATOJIOTMYECKUE TMATTEPHBI 3HAKU
B Pa3NMYHBIX OOJACTSIX MO3Ta dalle B BHCOYHBIX,
JIOOHBIX W MEHTPAIBHBIX 00yacTax. YacToTa BCTpe-
YaeMOCTH J3THX NAaTTEPHOB OJMHAKOBA Yy JIETeH ¢
ayTHU3MOM, KaK C BBICOKHM, TaK U C HU3KUM ypPOB-
HEM HHTEIDIEKTyaIbHOTO pa3BuTusi. Cpenn Hambo-
Jiee pacipOCTPaHEHHBIX TEOPUH, CBSI3aHHBIX C IIpe-,
MepH- U TOCTHATAILHBIM TOPaXXCHHEM T'OJIOBHOTO
MO3ra, BBIIEISIOT CJeTyIoIIne:

— M30BITOK HEHPOHOB, BEAYIIMH K N30BITKY JIO-
KaJIbHBIX CBS3e¢ll B KJIFOYEBBIX Y4YacTKax MoO3ra
(Courchesne E. et al, 2007),

— HapylIeHHue HEHPOMUTpallMi Ha paHHEH cTa-
nvu pazutus (Schmitz C. et al, 2008),

— pazbamaHcupoBKa BO30YAUTETHEHO-TOPMO3HBIX
Hetipocereti (Persico AM et al, 2006),

— HapyiieHue (OPMUPOBAHUSI CHHATICOB U JICH-
nputHeIx mmnukoB (Siidhof TC, 2008, Kelleher RJ
III et al, 2008; Tuchman R, et al, 2009),

— HapyIlIEHUE UMMYHHOU aKTUBHOCTH B KPHUTH-
YeCKHX TepHoJlaX HEHpPOPa3BUTHS SIBISETCS YaCTHIO
MeXaHW3Ma TIPH HEKOTOpHIX (hopMax paccTpoiCTB
ayTracTuueckoro crektpa (Ashwood P. et al, 2006).

4. BakuuHaius — B HaCTOSIIIEE BpeMsI CyIIeCT-
BYET HECKOJIEKO TEOPUIl OTHOCHTENBHO CBS3U BaK-
UWHAIIMA W Pa3BUTHS AyTUCTHYHBIX PACCTPOMCTB:
HeOIaronpusITHOE BO3ICHCTBHE KOHCEPBAHTOB (PTYTH,
B YaCTHOCTH, €TO POU3BOAHOE TUMEPOCa); HEMOC-
PEeACTBEHHOE TMOBpEXKIAIoIIee NEHCTBHE MUKPOOP-
TaHW3MOB KHMBBIX BaKIMH; IIOCIEAYIOIIUE MOCIe
BaKIMHAIMU ayTouMMmyHHBIe caBurn (Cuarx B. K.,
Tomcon B., 2001).

5. Hapymenust BcacbiBaromeli pyHKIMN KUILIeY-
HHKa (BBIBJISIOTCS IPUONIM3UTENBHO y 85 % meteid,
CTpalalomuX ayTU3MoM). Y OONBIIMHCTBA AETEH
AyTHUCTOB €CTh HApPYIICHUS IMHIICBAPCHUS B BUIC
gpe3MepHoro pocra rpudoB tuna Candida, amrep-
TUs Ha THIIEBbIC MPOIYKTHl WIM THUIEPYYBCTBH-
TeNbHOCTh. KpoMe Toro, OoibIast pojb OTBOIUTCS
JIeQUIUTY METAIOTHOHEHHA — OelKa C BBICOKHM
COJIepIKaHUEM IUCTeNHA. JTO BEIIECTBO CBS3BIBACT
TSOKENTBIE METAJUTBI, TTOJIABISET POCT TPUOKOB B KH-
LICYHHKE, & TAKKE PACIIETUISeT Ka3euH U TIIOTEH.

6. AyTOMMMYHHAsT TCOpPHUSA Pa3BUTHSA ayTH3Ma
npemioxkena Singh VK, 2004 r. ABrop mpenrmoa-
raeT, YTO BBI3BAHHAS BUPYCaMH ayTOMMMYHHAs peak-
U, HalpaBJeHHAs HAa MHUCIHH Pa3BHBAIOMIETOCS
MO3ra, MOXKET MOBPEIUTh AHATOMHUECKOE Pa3BUTHE
HEPBHBIX MyTeH y neTel, O0IBHBIX ayTU3MOM. Bo3-
MO>XHOCTh TaKOTO TIPEIIOJIOKCHHSI OCHOBaHA Ha
TOM, YTO CKOPOCTh TEepPeayil HEPBHBIX HMITYJIHCOB
B CYIIECTBEHHON CTEIICHU 3aBUCHT OT CTPYKTYPHBIX
0COOCHHOCTEH M30JIUPYIONIEH MHEINHOBOH 000-
JIOYKH, KOTOpas COCOUHSACT HEPBHBIC BOJIOKHA, H
IraMeTpa akcoHa. AHATOMHUYECKUE N3MEHEHHS MO-
T'yT, B KOHEYHOM CYETE, TPUBECTH K MOXKHUIHCHHBIM
HapYIIEHUSAM BBICIINX IICHXUYCCKUX (QYHKITUH, Ta-
KHUX KaK 00y4YeHHe, MaMsATh, KOMMYHHKAIIHs, COLU-
aJbHBIC B3aUMOOTHOIIICHUS U T.JI.

7. CyllecTByeT THUIIOTe3a, COTJIACHO KOTOPOM
MOBPEXKICHUE KIIETOK MO3Ta M POCT YHUCIA CIy4acs
ayTh3Ma MOTYT OBbITh CBSI3aHBI C 3arps3HCHUEM aT-
Moc(depbl BBIXJIOMHBIMHU Ta3aMHM aBTOMOOMIIeH. Mc-
CIIeZIOBATEIT MEIUITMHCKOTO (haKyIbTeTa Y HUBEPCH-
teta FOxHoM KamudopHun npociequny, 4Tto cpeau
JICTCH, POXKICHHBIX MAaTEePSMH, XUBYIIUMHU B TIpe-
nenax 300 MEeTpOB OT KPYITHOW aBTOMAarucTpaiu B
Jloc-Anmxkenece wm Can-DOpaHIMCKO, BEPOSITHOCTh
ayTu3Ma BIIBOE BBIIIE, HE3aBUCUMO OT TI0JIa ¥ ATHH-
YEeCKON TPHHAUICKHOCTH CaMOro peOeHKa, Bo3pacTta
MaTepH, BIUSHHUS TaOAYHOTO IbIMa M MPOYHX (hak-
TOpoB. BriBombl OblIH omyOiaukoBaHbl B 2012 1. B
xypHaine Environmental Health Perspectives. Ilo
CyIIECTBYIONIEH Ha CETrOAHS IOKAa3aHHOW TEOpHUH
MPUYHUHA MHICMHNA ayTH3Ma U IPYTUX XpOHUYEC-
KuX 3a00JIeBaHUI — HapacTaIiee KOJTUIECTBO T-
JKEJBIX METAJUIOB B OKpY’Karomleil cpene (CBHHEI,
kagMui, Meimbak ¥ T.4.) (Volk HE, Lurmann F,
Penfold B, Hertz-Picciotto I, McConnell R. Traffic-
Related Air Pollution, Particulate Matter, and Autism.
Arch Gen Psychiatry. Published online Nov 2012)

1. K reHeTH4ecKHM NMpUYMHAM PA3BUTHS ay-
TH3Ma OTHOCSITCS:

XpoMOCOMHasi TATOJOTHS W XPOMOCOMHBIT
nomuMophu3M. XpOMOCOMHAs MATOJOTHs IPEJIC-
TaBJICHA YHUCIOBBIMH U CTPYKTYPHBIMH aHOMAJH-
smu. [Ipu 3ToM ayTHUHEBIE paccTpoiicTBa HabIIOMa-
FOTCS TTPY U3MEHEHUH KOJIMYECTBA KaK ayTOCOM TakK
Y TIOJIOBBIX XPOMOCOM.

XPpOMOCOMHBINH MOTUMOP(GU3M  TIPEICTABIISET
C000#1 IKCTPEMATLHOE YBEITUUCHUE W YMEHBIIICHUC
pa3sMepoB TE€TEPOXPOMATUHOBBIX YYACTKOB XPOMO-
COM, HMHBEPCHM 3THUX YYaCTKOB (YaCTUYHBIC HJIU
MOJIHBIE), a TaKKe JIBOWHBIC WIIM YBEIMYCHHBIC
CIIYTHUKHU (WJIH CITyTHHYHBIE HUTH) XPOMOCOM. Psi
uccienoBaTeNeii OTMEYaloT AKCTPEMATTbHBIE XPOMO-
COMHBIC BapUaHThl Y JIETeH C BPOXKACHHBIMU TIOPO-
KaMU pa3BUTHs, ¢ cUHApoMoM JlayHa M Jpyroi
XPOMOCOMHOM IATOJIOTHEH, y HETel ¢ ayTHU3MOM
(C.I'. Bopcanosa, B.IO. Bomnosa, 1.}O. IOpos,
O.C. Kypunnas, WU.A. Hemunosa, 10.b. IOpos,
2009 r.).
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MoHoreHHas aToJOTHs — 00yCIOBIIeHa MyTa-
nusMu B reHax. K Hambosiee 4acThIM CHHIpOMAM,
ACCOIIMMPOBAHHBIM C ayTU3MOM OTHOCSITCSI CHHIPOM
Perrta, cungpom Amnrenpmana, TUMOTH, CUHAPOM
KOPTUKAJBbHOW AMCIIa3uu U (HOKaIbHOM SIUIIeT-
cun, cuHapom [obapra, Iloroukoro-Jlrobckoro,
Cwmura-Jlemnu-Onuua, [Ipagepa-Bunnu, Hacneact-
BEHHBIC 0OJIe3HM OOMeHa (aMHHOAITUAOIATHH, Ha-
pyIICHHE B ITUKJIE MOYCBUHOOOPA30BaHUS, OPTraHu-
YecKHue aluaypud U T.11.).

Kpome cunapomanbHOM MaTONOrUU, B HACTOS-
1iee BpeMsl Bc€ Ooiblliee 3HaUeHHe NMpuaaércsi oOHa-
PYXKCHUIO TaK Ha3bIBAEMBIX «TCHOB-KaHUJIATOBY,
MyTaIlii B KOTOPBIX Hamboiee 4yacTo (HO HE BCET-
Jla) aCCOIMUPYIOTCS ¢ ayTU3MOM. 3a TOCTIEAHHE TO-
JIbI OBLTO UACHTU(DUIIMPOBAHO HECKOJIBKO JIECATKOB
TeHOB-KaHIWIATOB W HECKOJBKO COTEH XPOMO-
COMHBIX aHOMaJHK (TEHOMHBIX TEPECTPOCK) TIpH
ayTu3Me.

Tabnuya 1
IlepeyeHb U onucaHue JIOKYCOB, BOBJIEYEHHBIX B ’THOJIOTHIO PACCTPOICTB
AyTHCTUYECKOTO CIEKTPa
No x| Xapakre- Jlokamuzamus | No * Xapae- Jlokamuzamus | No * Xapae- Jlokanu3anus
pHUCTHKA pHUCTHKA pHUCTHKA
1.1 |denerus 1p36 7.4 RELN 7q22 15.3  |mymmmkarms 15q11-15q13
1.2 jaccommarus  (1q21-1g23 7.5 MET 7q31 15.4  |accommanmst }23%7
1.3 DISCI 1q42 7.6  |neneums 7931 16.1 [TSC2 16p13
2.1 INRXNI1 2pl6 7.7  laccormarus 7q32-7q34 16.2 |menenms 16pl1
2.2 [lenerus 2q24 7.8 |CADPS2 7931 16.3  |jmynmukarms 16pl1
2.3 jacconmarus  2q24-2q31 7.9  |accormanus 7q34-7q36 16.4 |nenenms 16921
2.4 |SLC25A12 2q24 7.10 |[CNTNAP2 7q35-7q36 17.1 |meneuns 17p12
2.5 lenerus 2q37 7.11 [EN2 7936 17.2  |jnynmukarms 17p12
3.1 |OXTR 3p25 8.1  |mymnmkarms 8p23 17.3 |SLC6A4 17q11
3.2 [lenemnus 3pl4 9.1  |accormarus Op24 17.4  |accommanmst };g; }7
3.3 |mymmmkamus  3pl4 9.2 Imenenys 9q12 17.5 [ITGB3 17921
3.4 Jaccommamus  [3q22 9.3  |acconmarnus 9933 19.1 |acconmanust 19p13
3.5 Jaccommamms  [3q25-3q27 9.4  |acconmanus 9q34 20.1 |menerus 20p13
3.6 |[leneuus 3q27-3q28 9.5 [TSCI 9q34 20.2 |menerus 20p13
4.1 [lenerus 4q21 10.1 |PTEN 10p14-10p15 1.1 |accommanus 21qll
4.2 [lenerus 4q21-4q23 10.2  |nenerus 10q11-10g21  21.2 |nenerus 21922
4.3 jaccoumanus  {4q22-4q25 10.3  |mynumkanust 10923 22.1 |menerust 22q13
4.4 [Henerus 4q35 11.1 |accommanus 11p12-11p13 222 |SHANK3 22ql13
5.1 Jacconmamust  [SplS 11.2 |DHCR7Y 11q13 X.1 INLGN4X Xp22
5.2 laccommanus  [Spl13—5qll 11.3  |acconmanus 11q13-11ql4 [X.2 |NLGN3 Xql3
53 faccommamns (512 12.1 [CACNAIC  [12p13 X3 hecoumans igg;‘
6.1 |GRIK2 6921 12.2 |AVPRIA 12q14-12q15 [X.4 |gymimkaius Xq24
6.2 |AHI1 6923 13.1 |mynumkarus 13q14 X.5 |FMRI Xq27
7.1 [leneuus 7p21 14.1 |accommanus 14923 X.6 MECP2 Xq28
7.2 [leneuus 7ql1 15.1 |UBE3A 15q11
7.3 Jaccommamnus  [7q22-7q32 15.2 |GABRB3 15q12

Ilpumeuanue. * — Ne: meppas uudpa — HOMEP XPOMOCOMBI; BTOpas — YUCIO M HOMEP HapylleHHs B JaHHOM
xpomocome (Bopcanosa C.I"., IOpoB 10.b., Cunpanosuu A.I1., [lemunosa N.A., IOpos I1.10., 2013).

B psnme wuccnemoBaHuii 00CyXmaeTcs poIb
OKCUTOIIMHOBHIX pertenitopoB (OXTR) B pasButHe
aytusma (Gregory S.G.,. Connelly J.J, Towers A.J.
et al., 2009). Tak, ObLTO YCTAHOBIICHO, YTO Yy JIMII C
aytusmMoMm umeercs generus renHa OXTR wmare-
puHCKOTO TpoucxoxacHus. C Opyroil CTOPOHBI,
ABTOPHI OTMEUAIOT, YTO Y HEKOTOPHIX MAI[MEHTOB C
ayTHU3MOM JIeNIeIUsl OTCYTCTBOBaja, HO OTMEUYAIOCh
noBeIieHHOe MeTmmpoBanue rera OXTR. Kpome
Toro, 6si1a n3ydeHa skcupeccuss OXTR B kimerkax

nieprudeprIeckorl KpOBH M KOPBI BUCOYHOHM JIOJN TO-
JIOBHOTO Mo3ra. B pesynbrare Oblia BBISBICHA CHH-
skeHHas dkcnpeccus rena OXTR y nur ¢ ayTuzMom
[0 CPaBHEHMIO C KOHTPOJIbHOM rpynmnoii. Ha ocHo-
BAaHUU TMOJYYCHHBIX AAHHBIX ABTOPBHl MPUIUIA K
BBIBOJIy O TOM, YTO AMUIE€HETUYECKUE MU3MEHEHUA,
KOTOpBIC MPHUBOAAT K ayTusmy (3ddexr momasie-
Hus skcrpeccun reHa OXTR), mposiBisrorcs Ha
paHHUX 3Tanax pa3Butud. MccnegoBaHus ¢ yyacTu-
€M €BpONeou7oB U MoHrojouaoB Kwuras Ttakxke

6 Kniniyna renetuka i nepuHatanbHa giarHoctuka Nel (6) (2019)



NEKUIT

JAJId OCHOBAHWS JUII BO3MOXKHOCTH CBSI3BIBAHUS
nenerun reHa OXTR ¢ aytusmom (Wermter AK,
Kamp-Becker I, Hesse P, Schulte-Kérne G, Strauch
K, Remschmidt H (September 2009)).

BonbmuHCTBO padoT Mo M3YYEHUIO PACcCTPOUCTB
AYTHCTHYECKOTO CIICKTpPa TIOCBAIICHO HW3YUYCHHUIO
T€HOB, TMPOAYKTHl KOTOPHIX TPHHUMAIOT yYacTHE B
(hopmupoBarnu u ¢yaknuonnpoBannu [ITHC. 3Oto
MOTYT OBITh MyTallU{ B T'eHaX HEHPOTPAHCMUTTEPOB,
0€JIKOB, YYacTBYIOUIMX B TpPaHCIIOPTE HEHpOTpaHC-
MUTTEPOB, PELENTOPOB NOCTCHHANTHIECKHX KIIETOK,
0€JIKOB, KOHTPOJHUPYIOIIUX MEKKICTOYHBIC B3aMMO-
JICVCTBUS ¥ MUTPAITUIO HEHPOHOB BO BPeMs pa3BUTHS
Mo3ra.

UccnenoBanus 2012 roma mokasaiu, 4To ¢ pas-
BUTHEM ayTH3Ma CBSI3aHbI COTHU HEOOJBIIUX MyTa-
WK, a He TOJILKO T'eHBI BBICOKOTO pucka. Kaxmoe
13 MOJJOOHBIX TEHETHIECKUX U3MEHEHHH BCTpedaeTcs
PEAKO, OJTHAKO BCE BMECTE 3TU MYTAI[UH OTBEUAIOT
MIPUMEPHO 3a YETBEPTh Cly4yaeB ayTusMa. boiee
TOTO, MHOTHE U3 HUX — 3TO MyTaluu de novo, To ecTh
CIIOHTAHHBIC MYyTalluH.

OTO MyTalyy, KOTOPBIE €CTh B T'€HETUUECKOM
KOJie JIeTel, HO X HeT B TEHETUYECKOM KOJIE POJH-
Tened. BepodaTHo, 4TO 3TH MyTallud BO3HUKIU B
CIEpMaTO30u/Ie, SUIEKICTKE WM HA PaHHUX CTa-
IUSX pa3BuTHS 3MOpuoHa. bomee Toro, aTm nccie-
JIOBAaHUS ITOKA3aJIH, YTO HEOOJIbIINE MyTAIlUH JaIle

BCTPEUAIOTCS Y JIETeHW, pPOAUBIIMXCS y POJIUTENEH
OoJee cTapiero Bo3pacrta, 0COOCHHO y OTIIOB CTap-
mero Bo3pacta (Kong A, Frigge ML, Masson G,
et al.; Sanders SJ, Murtha MT, Gupta AR, et al;
O’Roak BJ, Vives L, Girirajan S, et al.; Neale BM,
KouY, Liu L, etal.)

B derhbipex cTaThax, OMyOIUKOBAaHHBIX Pa3HbI-
MU HCCIIeIOBAaTeIbCKUMH KOMaHIaMH B JKypHaJie
Nature, yueHble UCTIOIB30BAIM YCTaHOBJICHHE MOC-
nenoBatensHOocTH JIHK, 9T00BI IpOoananm3upoBaTh
TEeHOMBI CEMEH, T/Ie eCTh OAWH PEOCHOK C ayTH3MOM.
VYdeHble nckanu u3MeHeHus de novo B aKTUBHOM,
KOIUpYHoIIel OelIKy, YacTH TeHoMa (COCTaBIISIeT TPH-
MepHO 2% oT obrmiero reHoma). Bee weTkipe uccie-
JIOBaHUS OINPEICITHIIN, YTO TAKUE MYyTallMH 3HAYH-
TEJIFHO Yallle BCTPEYaroTCs Yy JIOACH C ayTH3MOM.
OTO MOBHIMIAET BEPOSTHOCTH, YTO Y HUX OKAKETCS
3aTPOHYTHIM OIHMH WJIH HECKOJIBKO T€HOB, KOTOPHIE
OTBEYAIOT 3a paHHee pa3BUTHE Mosra. Mcciemosa-
HUS TaK)Ke MPEAIoNararoT, YTO TaKhe HeOOIbIIne
MYTalli{ Yallle BCTPEedYaloTcs y AeTel OTIoB Ooiee
CTapIlIero BO3pacra, 3TO 3HAYUT, YTO OHU MOTYT OBITH
CBSI3aHHBI CO CIOHTaHHBIMU MYTAIlUSIMH B CIIEp-
Mmato3zouaax orna. (Kong A, Frigge ML, Masson G,
et al.; Sanders SJ, Murtha MT, Gupta AR, et al;
O’Roak BJ, Vives L, Girirajan S, et al.; Neale BM,
KouY, LiuL, etal.)
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Tabnuya 2

Jlokychbl, BOBJIe4éHHbIE B 3THO0THIO ayTH3Ma (BperTa C. Adpaxamca u lanmdas X. lemBuHaa
«Advances in autism genetics: on the threshold of a new neurobiology»)

Ne Xapaxre- TTo3umms Ne Xapare- TTo3unms Ne Xapaxre- TTo3unms
pHCTHKa pHUCTHKA pHCTHKA

1.1 | YTpara 1p36 74 | RELN 7q22 15.3 [Tpupamenune | 15q11-15q13

1.2 | Cea3p 1q21-1g23 7.5 | MET 7q31 15.4 CBs13b 15q22-15q26

1.3 | DISCI 1q42 7.6 | Yrpara 7q31 16.1 75C2 16pl3

2.1 | NRXNI 2pl6 7.7 | CBsi3b 7q32-7q34 16.2 VYrpara l6pll

2.2 | Ytpara 2q24 7.8 | CADPS2 7q31 16.3 ITpupamenue | 16pll

2.3 | Ces3p 2q24-2q31 7.9 | CBa3p 7q34-7q36 16.4 Yrpara 16g21

2.4 | SLC25412 2q24 7.10 | CNTNAP2 7q35-7q36 17.1 VYTpara 17pl2

2.5 | Ypara 2q37 7.11 | EN2 7936 17.2 IIpupamenue | 17pl2

3.1 | OXTR 3p25 8.1 | IIpupamienne 8p23 17.3 SLC6A44 17q11

3.2 | YTpata 3pl4 9.1 | Csa3p 9p24 17.4 CBs13b 17q11-17q21

3.3 | Ilpupaiuenue 3pl4 9.2 | YTpara 9ql12 17.5 ITGB3 17921

3.4 | Cps13b 3q22 9.3 | CBa3b 9q33 19.1 Cssi3b 19p13

3.5 | Ces3p 3q25-3q27 9.4 | Csa3p 9q34 20.1 VY1pata 20p13

3.6 | Yrpara 3q27-3q28 9.5 | TSCI 9q34 20.2 Vrpara 20p13

4.1 | YTpara 4921 10.1 | YTpara 10p14-10p15| 21.1 CBsi3b 21ql1

4.2 | Yrpara 4q21-4q23 10.2 | Ilpupamenue 10q11-10q21 | 21.2 VYrpara 21q22

4.3 | CBa3p 4q22-4q25 10.3 | PTEN 10g23 22.1 VY1pata 22ql13

4.4 | Ytpara 4q35 11.1 | Cs3p 11pl12-11pl13|22.2 | SHANK3 22q13

5.1 | CBs3b 5pl5 11.2 | DHCR7 11ql3 X.1 NLGN4X Xp22

5.2 | Cs13b 5p13-5ql1 11.3 | CBs3b 11q13-11ql4 | X.2 NLGN3 Xql3

5.3 | Ces3b 5ql2 12.1 | CACNAIC 12p13 X.3 CBsi3b Xq21-Xq25

6.1 | GRIK2 6q21 12.2 | AVPRIA 12q14-12ql5| X.4 [Tpupamenne | Xq24

6.2 | AHII 6923 13.1 | Ilpupamenne 13ql4 X.5 FMRI Xq27

7.1 | YTpara Tp21 14.1 | CBs3b 14q23 X.6 MECP2 Xq28

7.2 | YTpara 7ql1 15.1 | UBE3A 15ql1

7.3 | CBs13b 7q22-7q32 15.2 | GABRB3 15q12

[udpsl B KOJOHKAX TaOJMIBI, COACPKANIMX HACHTH(UKAIMOHHBIE HOMEpa, COOTBETCTBYIOT ImdpaM Ha
CXEMaTHUUECKHX M300paXEHUSIX OTAENBHBIX XpoMocoM Ha puc. 1: AHII (nonnoe Ha3Banue «Abelson helper intergration
site 1»); AVPRIA xomupyer peuentop 1A aprununa-asonpeccuHa; CACNAIC — KOMIIOHEHT YIPABISIEMbIX
HATIPSUKCHUEM KaJlbIMeBbIX KaHanoB L-tuna; CADPS2 — Ca®*-dependent activator protein for secretion 2; CNTNAP2 —
TpaHCMEMOpPaHHBI KOHTAKTHH-aCCOLUUPOBAHHO-TIONOOHBIN Oenok 2; DHCR7 — 7-AeTrHIpOX0NIeCTepUH-PEIYKTA3Y;
DISCI — 6enok «HapyleHHbIH py mm3oppernu-1»; EN2 — 6enok «engrailed homeobox 2»; FMRI — 6enoxk «fragile X
mental retardation 1»; GABRB3 — A-peuenrtop-6era-3 ramma-amuaoMacstHol kucinoTel (CAMK); GRIK2 — glutamate
receptor ionotropic kainate 2 precursor; /7GB3 — unterpun 6eta-3; MECP2 — metmn-CpG-cBsi3piBatoninii 0enok 2;
MET- met mporo-onkorer; NLGN3 — netiponmurun-3; NLGN4X — 6enok «neuroligin 4 X-linked»; NRXNI — HeipeKcHH-
1; OXTR — penenrop okcutorunaa; PTEN — romosor Gocdorassl U TeHsuna; RELN — punun; SHANK3 — 6emok «SH3
and multiple ankyrin repeat domains 3»; SLC25412 — solute carrier family 25 (MUTOXOHIpUANIBHBIA MEPEHOCUUK
Apanap) member 12; SLC644 — solute carrier family 6 (TpaHcnopTép HelipoMeanaropa cepoToHHHA) member 4;
TSC1 otBercTBEeHEH 3a TyOepo3HbI ckiiepo3 1-ro tuma; 7SC2 — 3a yOepo3Hsiil ckiiepo3 2-ro tuna,; UBE3A xomupyer

0eok yOukBUTHH-Hrassl E3A.

3. DKcmaHCUsl TPUHYKJICOTHIHBIX TTOBTOPOB —
9TO MATOJIOTUYECKOE COCTOSIHUE (BapHAHT T€HETUYEC-
KO MyTaluu), XapakTepH3YIOIIUiics TOsIBICHUEM B
JHK moBTOpOB TPUHYKIEOTHUJOB, KOTOpPhIE MOTYT
MIPUBONTH K Je30praHu3anuu (HyHKIIMOHUPOBAHMS
JHK wim crHTe3y maTooruyeckoro Oeika, Hakar-
JUBAIOMIETOCS B KJIETKAX, YTO MPUBOIUT K UX THOE-
. DKCMAHCUS TPUHYKICOTHIHBIX MOBTOPOB IPH-

BOAUT K pa3BUTUIO CcHHIpoMa MapruHa-benna,
COTPOBOXKAIOLIETOCS ayTHYHBIM PpaccTpOWCTBOM
MOBEACHMUSL.

4. MutoxoHapHuanbHbIe OOJIC3HH — CBS3AHBI C
MyTalUUsIMA MUTOXOHApUaIbHON M sipepHoit JITHK
(mtIHK mmm sJIHK), ¢ BposkmeHHOH HemocTaTod-
HOCTBI0O MHUTOXOH/IPHATBHBIX (DEPMEHTOB TKaHEBOTO
JBIXaHHUS, a TaKK€ CO BTOPHYHBIMHU CTPYKTYpPHO-
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(YHKINOHATIBHBIMA MUTOXOHIPHATBHBIMU Hapylle-
HUSIMU (3HIO- WIJIM SK30TEHHBIMH). Y 3HAUUTEIbHOTO
KOJIMYECTBA MAIMEHTOB C ayTHU3MOM, HCCIECJOBAHUS
OOHApYXHUIM CBUAETEIBCTBA MHUTOXOHIPUAIBHON
TcHyHKIMU 0e3 KITaCCHYECKUX MPU3HAKOB, PHCY-
X MUTOXOHApUabHOM O0one3Hu (Daniel A. Ros-
signol, J. Jeffrey Bradstreet ). OmHO U3 MEpBBIX HC-
CJIEIOBaHUH, MNPEIIONIOKUBIINX MUTOXOHIPHUAIIb-
HYI0 JUCQYHKLUHIO TPU ayTHU3Me, HCIIOIB30BaJIO
MarHUTHO-PE30HAHCHYIO CIIEKTPOCKOIUIO IS HCCIe-
JOBaHUS SHEPreTHYEeCKOro MeTaboiau3Ma B MO3TY
MaLEHTOB C ayTU3MOM IIyTEM U3MEPEHUs] YPOBHEU
dochokpearnna, ATD, AJI® u HeopraHMUECKUX
¢dochaToB M NANBHEHIIETO0 CPAaBHEHMS 3TUX YPOB-
HEel ¢ HeWPOTUIMYIHBIMU MAllMEHTaMU. DKCIIEPUMEHT
mokasai, 4to ocdokpeaTHH ObLT HHXKE B TPYIIIE C
ayTHU3MOM, YTO COIJIACYETCS C YBEJIMUYEHHBIM PAcXo-
noM dochokpeaTrHa sl TOAIEPKKA ypoBHI ATD
(ameno3un Tpudocdar) B roJOBHOM MO3re, M 3TH
JaHHBIC KOPPETUPOBAIN C PEYEBBIMHU HAPYLICHUS-
MH U Helpodusunomornaeckumu podiemamu. Ha-
pyuieHus: (QyHKIMA MHTOXOHAPHA MOXET TaKKe
CHHM3WUTH YPOBEHb [NTyTaTHOHA U MPUBECTH K XPOHH-
YECKHUM JKEJTyI0YHO-KHUILIEYHBIM Tpo0iieMaM, Cyao-
poraM ¥ MbIIIIEYHON TUIIOTOHUH y ayTUCTOB.

5. Onurenernyeckre 3PQPEeKTbl — BOZHUKAIOT
07l BO3JCHCTBHEM 3K30TCHHBIX M SHAOTCHHBIX (aK-
TOPOB, BIMSIOLIMX Ha 3KCIIPECCUIO T'€HOB 0e3 Hapy-
meHus cTpykrypsl reHomMHoii JIHK. Ilo MHeHuro
psana yuénbix (Schanen N.C., 2009), snurenerndec-
KHe MOAu(UKaLUK, BKIIOYAIOUINE METUINPOBAHUE

HEMETHITHDOEAHHAA MO TEEYIA

unmethylated molecuie

[IUTO3WHA W TIOCTTPAHCIANNOHHYIO MOIH(HUKAIHIIO
TUCTOHOB, O0YCJIaBIIMBAIOT MEXaHU3MBI MOIYIHUPO-
BaHUS IKCIPECCUH T€HOB, Ha KOTOPBIE MOTYT BIIU-
SITh ¥ HEKOTOPBIE (haKTOphI BHENTHEH cpenpl. Kitaccu-
YECKUM TPUMEPOM PETYIISIUHN SKCIPECCHHA TEHOB C
MOMOIIBI0 JMUTEHETUYCCKUX MEXaHU3MOB SBIISI-
€TCsl TEHOMHBIH WMIIPUHTUHT. BBISBICHBI Takke
TeHBI, SKCIIPECCHS KOTOPBIX PETYIUPYETCS C TIOMO-
mipio metunupoBanns JIHK, Bxmodass RELN (oaun
U3 TeHOB-KaHAWIATOB ayTu3Mma). [lockoiapKy meru-
mupoBanne JIHK moxxer ObITh MomudummpoBaHo
MO/ BIUSHUEM MYyTalliii MPU KOHTAKTE OepeMeH-
HOM >KEHIIUHBI ¢ HEKOTOPHIMHU BEILCCTBAMU HIIU T10-
JOOHOTO KOHTAaKTa B IOCTHATaJIbHOM IEpUOJE, TO
3TO TO3BOJISET CAENATh BHIBOJI O HATUYUH B3aUMO-
CBS3U MEXAY OKCIPECCHUEH TE€HOB U BIUSHUEM
(hakTOpOB BHEITHEH CpEIbI.

[lo mamemy MHEHHWIO, M3yYeHHE >SIUTCHETH-
YECKUX MEXaHU3MOB, MPUHUMAIOIINX ydYacThe B
pa3BUTHH ayTH3Ma, OTKPBIBAET MEPCHEKTHBBI IS
pa3paboTKH JIeueHUs TO MMaTOIOTHH.

Memunuposanue — NPOCTON XUMHUYECKUN IPO-
1ece, Ipu KOTOPOM METWIIbHAS Tpymma (aToM yriepo-
Jla ¥ TPH aTOMa BOJIOPOJA) CBS3BIBAETCS C APYTUMHU
MoJieKyIamMu (puc. 1). AHOMaTbHOE METHIINPOBAHHE
BEJIET K HApYUICHUSIM Ha MPOTSHKCHUM BCEH JKU3HH,
OT 3a4aThsg HOBOTO OpraHu3Ma JI0 CMepTH. JTa
mpocTtas OMOXHMHUYECKasl PEeaKIus UMeeT OOJBIoe
3HaueHue s cuHTeza JIHK, «BkmioueHus» wu
«BBIKJTIOYCHHS» TEHOB B KIIETKE, NETOKCUKALUU U
oOMeHa BeIecTB.

METHLT OB3aHHAA MOJEKY. T

maethylated molecule

: n: OH
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OH
U /
\CH,
H
H-(::— =CH,
H

a mathyl group

MeTHIBHAA [PVIIIIA

PHCVHOK 1. ITPOLIIECC METHJIMPOBAHHWA

MeTunupoBaHUe PU3HAHO TIIABHBIM MOTU(U-
KaTopoM TeHOMa, IIEHTPAIbHBIM MyTeM BCEX MeTa-
OOJIMYECKUX COOBITHH B  JKM3HENESTEIHbHOCTH
OpraHmusma.

Ontummzaiys (QyHKIMM METHJIMPOBAHUS, 10
muernto Oimmrca C. . (2010), craHOBUTCS MOAEIBIO
JUTS YOPaBIEHHUS] TEHETHYECKUM TOJIHMMOP(PH3IMOM,
KOTOPBIN OKa3bIBACT BIMSHUE HAa MHOTHE BaXKHBIC
OmoorHYecKue COOBITHS B OpraHU3ME.
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DyHKIUSA METUIUPOBAHUSA:

e MetmwmpoBanue JIHK HeoOxommmo st mon-
nepkanus muddepeHantbHON 3KCIPECCHH OTIIOBC-
KOM M MaTepHHCKOI KONMHU I'€HOB, MOJBEPKEHHBIX
F€HOMHOMY UMIIPUHTHHTY.

e Jlns cTaOMIBHOTO CaliJIeHCHHTa I'€HOB Ha He-
aKTUBHON X-XpOMOCOME.

e Ot metunupoBanus /JIHK 3aBucar crabuib-
Has TPaHCKPUIIIMOHHAS PENpeccHusl MPOBUPYCHBIX
T€HOMOB U SHAOICHHBIX PETPOTPAHCIIO30HOB.

e MerunmupoBanue JIHK yuactByer B ycrta-
HOBJIGHUH U TIOAJEPKaHWUH TKaHeCHeIM(PpHUIHBIX
MaTTEPHOB KCIIPECCHU TEHOB B X0JI€ Pa3BUTHS.

e OrcyrctBue MerunupoBanus JHK ymens-
LIAeT HaJEKHOCTh MOJNACPKaHUS YHCIIa XPOMOCOM,
YTO TIPUBOJNAT K XPOMOCOMHBEIM a0epparysM.

I{enoCTHOCTH cHCTEM METHIUPOBAHUS OIpeie-
JSIeT B 3HAYUTENBHONW CTENIEHU T'€HOMHOE, a 3HAYUT
1 TICUXHWYecKoe, U (U3NIECKOe U PETPOIYKTHBHOE
3nopoBhe. TlosBUINCH MCCIenoBaHus, KOTOphIEe Mpo-
JMBAIOT CBET Ha TO, KaK (aKTOPHI BHELIHEH Cpebl
MOTYT HMHIYLUPOBAaTh S3MUICHETUYECKUE H3MEHE-
HUS, KOTOPbIE MOTYT UMETh JIUTEIbHBIE OHOIOTH-
yeckue 3¢ dekrsr (En Li, Adrian Bira, 2010).

MeTunupoBaHue TakKe MOMOTaeT OPraHU3MY
M30aBUTHCS OT TOKCHHOB TSDKENIBIX METAIJIOB, B TOM
YHClIe OT PTYTH, CBHHIIA, CYpbMbI U MbIIIbsKa. Eciu
METHJIMPOBaHUE Y peOEHKA HAPYIIEHO, STH TOKCHY-
HbIE METAJJIbl HAKAIUIUBAIOTCS, YTO HETATUBHO BIMSA-
eT Ha MHorue (yHKIUHN opranuzMa. Eciu xumuuec-
KW aHaJIM3 BOJIOC HA COZAEpYKaHUE MUHEPAJIOB BBISIB-
JSIET MOBBILIEHHBIM YPOBEHb TOKCHUYHBIX TSXKENBIX
METaJUIOB B OPTaHU3ME, 3TO TOBOPUT O HAPyLICHUHU
METHJINPOBAHUSI.

Hapymennss merabonuzma ¢oJaToB BIHUSIOT
Ha crabmmpHOCTh JIHK, mpudém aBymst ciocobamm.
ITepBrIit OTHOCUTCS K CHUHTE3Y HYKIICOTHIOB de novo.
Huskuit yposens 5,10-metunenrerparuapogoinara
MPUBOAUT K MOJABIICHUIO CUHTe3a Tumuamnara. Kak
CIIEJICTBHE, YBEIMYUBACTCS COOTHOIICHUE YPUINH/
THUMHH, TIOBBIILIAst BEPOSITHOCTH OIIMOOYHON BCTPOUKH
ypuauHa npu cunteze JJHK. Ycrpanenue ypuanna
JHK-rnrko3una3oil MOXeT NMPUBOJIUTH K OJHO- U
JBYLIETIOYEYHBIM pa3pbiBaM. K ToMy e HecOanaH-
CHUpPOBaHHBIN HYKJIEOTHAHBIM Iyl HapylIaeT Mpo-
1IeCcChl pemnapanuu, npuBoia k nospexaeHuto JJTHK.

Bropoit croco®6 oTHOCHTCS K TNPOTYKIHH
S-aneHo3uHMeTHoHMHA. HemocTaTouHblil ypoBeHb
S-aeHO3MHMETHOHUHA B KIIETKE MPUBOAUT K He-
nocratouHoMmy MeTmirpoBanuto JJHK, uto BbI3bIBaeT
HapyIIeHHe XPOMOCOMHOW Cerperad H aHop-
MaJIbHYI0 T€HHYIO 3KCIpeccHro. ['umomeTunupona-
HUE NPOMOTOPHBIX PETHOHOB I€HOB-CYIIPECCOPOB OITY-
XoJel (Takke Kak TWIepMETHIMPOBAaHHUE TPOMOTOP-
HBIX PETHOHOB IPOOHKOTEHOB) MOXKET BBI3BIBATH
CENIeKTUBHBIN POCT M TpaHCc(hOpMaIIO KiIeTok. JlaH-
HBIE MIPOLIECCH MOTYT JIeXKaTh B OCHOBE KaHIIEpore-

Hesa. Jlehunmt domara, a Takke HapymieHue QyHK-
UM METaOONM3UPYIOIIUX TOMOICTENH (EepMEHTOB
(MTHFR, CBS, MTR, MTRR sBsit0TCS KITFOYEBHI-
MH), IPUBOJAT K HAKOTICHHUIO TOMOIMCTENHA B KIIET-
KaX W MOBBIIIEHUIO OOIIEr0 YPOBHS TOMOIIMCTEHHA
B masme. ['omomucrenH oOnagaeT BBIPaKCHHBIM
TOKCHUYECKAM JEHCTBHEM, MEXaHHU3M KOTOPOTO OII-
penensieTcs HeCKOIbKUME OMOXUMHUYECKHIMH KaHa-
JaMH ¥ CBSI3aH C HapyUIeHHEM SHAOTEIHaTbHON
(ynkun. TloBeIlieHWe YpOBHS TOMOITUCTEWHA B
KPOBU UMEET BBIPAXKEHHBINM aTepOreHHbIM U TPOM-
oodunrueckuii 3pQPeKT, BIUSCT HA TICHXOPEUCBOC
pa3BUTHE, COLUANN3ALHIO.

CrerieHp pa3BUTHSI THIIEPTOMOIMCTEHHEMHUH 3a-
BHCHT OT COZEP)KaHUS B pallMOoHE (POIHEBOM KHCIIO-
Thl, KoOanamuHa (B12), nupunokcuna (B6), pudod-
naBuHa (B2), cepuHa, rimmuHa, XOINWHA, OeTawHa,
[IUCTEHHA.

Wnentndukanms HapymeHHA (oIaTHOTO ITHKIIA
BKJIIOYACT: OMpEACICHUE HAcIeICTBEHHOH Manbal-
copOImu (pONMEeBOi KHUCIIOTHI, BBHI3BAHHOW MYyTaIlH-
SMH B T'€He, KOAMPYIOUIEM TpaHcnopTep (omeBoit
KUCIIOTBL; NePUIUT (POpMUMHHOTpaHC(hEpas3bl, BbI3-
BaHHBIN MyTarmeii B rene FTCD; nedummT MeTnneH-
TerparuapodoaT penyKTasbl, BEI3BAHHBIA MyTallueh
B reie MTHFR; nedummr dyHKIMOHATBHONW METHO-
HUH CHHTAa3bl, KAK pe3yJbTaT MyTauui B rene MTR,
MOPXKAOIIUX UIMEHHO MeTHOHUHCHHTA3y (cblG) wmu
MyTaluH, MOPaXaromuX OeTOK METHOHWHCHHTA3HI
penyktassl (cblE u3-3a myranuu B rene MTRR);
nepebpanbHbIi neuuT (HoNMreBoil KUCIOTHI, BbI3-
BaHHBIA MyTaiusMu B reHe folrl; medpuuur Tpex-
(yHKUMOHANBEHOTO (pepMeHTa, CoepIKaIIero METH-
neHTeTparuaApodoIaT IeruIporeHasy, MeTHICHTET-
parugpodonaT IUKIOTUAPONIasy U (HOpMUITETpa-
ruapodonaT CUHTa3y, BBI3BAHHBIA MYTalUSIMH B
rese MTHFD1 (Mak I'min, PoszenOmart u a-p
BoTtuwmHc).

HeoOxoammo oTMeTHTBH, 9TO OOMEH (ojaToB
MOXeET ObITh U3MECHEH BCJICICTBHE HAPYIICHHS WX
TpaHCIIOPTa U TlepeHoca. Y 4YenoBeKa K TPaHCHOPTE-
pam ¢osata yepe3 MeMOpaHHbIe Oapbepbl OTHOCSTCSL:

* CBSI3aHHBIN C IEPEHOCOM MPOTOHOB TPAHCIIO-
ptép domatos (PCFT; ren SLC46A4), BEICOKOTIPOM3-
BOIUTENbHAs HHU3Koad(UHHAS cUcTeMa, KOTopas
OTIOCpeyeT TOTJIONICHHEe MHUINEBOTro ¢ojaTa Mpu
HU3KOM pH B BepxHel 4acTH TOHKOM KHMIIKH, a
TaKke y4acTBYeT B aKTHBHOM TpPaHCIIOPTE €ro B
TOJIOBHOM MO3T;

* penyuupoBaHHbIN niepeHocurk ¢omnaroB (RFC;
red SLCI19A41), nByHanpaBieHHasi cUCTeMa TpaHC-
mopTa ()oIaToB Yepe3 MeMOpaHEI;

e perienitop QonaroB 1 (ameda, ren FOLRI),
BbICOKOa(GUHHAs CHUCTeMa C HHU3KOW MPOU3BOJIH-
TEJIbHOCTHIO, OCHOBHOM TpPaHCHOPTEP uepe3 remMaro-
sHIedanmyecknii Oapbep, NEHCTBYeT Ha OCHOBE
SHAOIUTO3a, TaKXKe OOHApy>XeH B JIPYTHX OpraHax
(Hampumep, B MOYKax);
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* perteritrop ¢onaroB 2 (rew FOLR?2), domnar-
CBSI3BIBAIOIINI OEJIOK B IUTAIIEHTE, SPUTPOIUTAX.

K nmpyrum npuvrHaM CHWXKEHHUS KOHIIEHTpa-
mu epedpasHbIX (homatoB (5-MTHF) otHOCSTCS:

* HeTCHETUYECKUE TMPUYUHBI: HEJOCTATOYHOCTh
MMUINEBOTO (pOJIaTa, pe3eKIHs KUIICYHUKA, PAK, UCTIO-
Th30BaHUE aHTU(OIATHBIX JIEKAPCTBEHHBIX CPEINCTB,
L-noda, meu€HouHas HETOCTATOYHOCTD, TITHAKHUS;

* ayTOaHTHUTENA K perentopaM (ojaTos;

* HEJIOCTATOYHOCTh IeKapOOKCHIIa3bl apOMaTH-
geckolt L-amuaokucoTs! (AADC);

* HEJJOCTaTOYHOCTh CEPHHA;

* HEIOCTATOYHOCTh  AUTHUIPONTEPUAUHPEIYK-
taszel (DHPR);

* MUTOXOHJIpHAJIBHBIC HAPYIIICHUSI.

MeTHOHHMH U TOMOLKCTEUH UTPAIOT OCHOBHYIO
POJb B IUTO30JFHOM TIEPEHOCE METHUIIHHBIX TPYTIIL.
DTOT MepeHOC ABIAETCS OCHOBOHW (DYHKIIMOHHUPOBA-
HUS MHOTHX METa0OJIMYECKHUX ITyTeH, B T. 9. CHHTE-
3a KpeaTHHa, XOJIMHA U aJ[peHaJINHA, & TAKKEe METH-
nupoBanus JJHK. Bor mouemy wu3ydeHuwe ypoBHSA
KpeaTHHa U XOJIMHA B MO3TE C MMOMOIIBIO CIIEKTPOC-
KOITUHU SIBJISIETCS] YPE3BBIYAHO BAXKHBIM ISl IUATHOC-
TUKH BCEX HApPYIICHWH W KIMHHYECKUX MPU3HAKOB
P TIOJTO3PEHNHN Ha HapyIIeHUs] 0OMeHa METHOHH-
Ha. B YkpauHe 00onbIIUX YCIIEXOB B 3TOM METOJIE
rccienoBanus gocturia mnpodeccop Poxkkora 3.3.,
C KOTOPO¥1 MBI IIJIOJJOTBOPHO COTPYAHUYIAEM.

Hamu oTMeueHo, 4TO TOMO3UTOTHBIN XapakTep
noniuMop¢u3Ma 03Ha4aeT 00siee BRIPAKCHHYIO CTe-
MIeHb CHIKEHUs akTHBHOCTH (hepmenTta. Ho romosn-
TOTHBI TEHOTHIT W TOMO3WTOTHBIM KOMIAyHH Hec-
KOJIbKUX TIOJIMMOP(HU3MOB BCTpEUaeTCs peke, 4yeM
Bce Apyrue KoMOWMHanuu TreHotwmna. KinmHudeckas
BBIP@XEHHOCTh TPH TaKUX TeHOTHIAX HE BCETJa
aJIeKBaTHA KOJIMYECTBY BOBJICUCHHBIX Konuil. Eciu
YEIIOBEK SABJISIETCS HOCUTENIEM CIienn(UIecKord My-
TaIfH, TO 3TO HE BCEr/la 03HAYAET, YTO aKTUBHOCTH
orpeeNieHHOH (PyHKIIMK 00s3aTEBHO CHU3UTCSI.

Honumopgnwiit éapuanm zena COMT V158M,
H62H, 61

OcHoBHOH (yHKIHEH 3TOr0 TreHa SBISETCS
ydactue B pacuierjieHuu podamuHa. Jodamun —
3TO HEHPOTPAHCMUTTEP, MPUHUMAIOIINKN yyacTue B
(hopMUpOBaHUH MOBEIEHYECKUX PEaKIil 1 BHUMA-
Hus. Jodamun crmocoOCTBYET MOSBICHUIO NPUST-
HBIX OIIYIICHWH, BIUSET HAa MPOLECCHl MOTHBALUH
u oOydenus. JlodbamuH BbipabaThIBacTCs BO BpeMs
no3utuBHOTrO MbiuieHuss. COMT, noaseprasce pac-
LICIVICHUIO, IPUBOAUT K 00Pa30BaHUIO IPYroro Hew-
porpancmutTepa — HopanuHehpruHa. COMT Takke
BOBJICKACTCSI B COOTBETCTBYIOIINE MTPE0OPa3OBaHUS
acTporeHoB B opranusme. AktuBHocte COMT uacto
aCCOLMUPYIOT C YyBCTBUTEIIBHOCTBIO K 0OJIH, TIO3TO-
My romo3urorsli COMT moryt ObITh OoJiee 4UyBCT-
BUTEJIBHBI K O0JIH.

Honumopgnwuit sapuanm 2ena VDR/Taq and
VDR/Fok (6umamuna D peuyenmop)

[anens conepKUT YacTh PELENTOPOB BUTAMU-
Ha D, Taq a Ttaxxke Fok caiftoB. B TOo BpeMs kak w3-
MeHeHnue Fok ObLIo CBA3aHO ¢ peryisiuei caxapa B
KpPOBH, M3MEHEHHA Taq MOXeT MOBIHATH Ha Ypo-
BeHb JodamuHa. [1o 3Tol npuurHe BaXKHO HCCIIe0-
Bath Kommosuimio COMT u VDR / Taq u menath
BBIBOJIBI HA OCHOBE COBOKYITHOCTH PE3YJIbTaTOB 3THX
JIBYX YYaCTKOB.

Honumopguouit eapuanm zena MAO A R297R
(monoamunokcuoaza A)

MAO yd4acTByeT B pacuienjeHUH Heilpomenu-
aTOpPOB CEpPOTOHMHA W No(aMHHA B OpraHU3ME.
YpoBerb MAO cBsi3aH C HACTPOSHHEM, JricOaaHC
YPOBHSI CEPOTOHMHA ACCOLMHUPYIOT C JENpEeccHeH,
arpeccueit, Tpesorol. MAO A nokaiu30BaH Ha
X-XpoOMOCOME U CUUTAaeTCd X-CILIETJICHHbIM MPU3Ha-
KOM, KOTOPBII HE MPOSIBIAETCS Yy My K4MH. Tak Kak
X-XpoMOocoMa K MYKYHMHE MOXET MPUUTH TOIBKO
OT MaTepH, 3TO O3Ha4aeT, 9T0 MAO-MyTaIiu oTIa
(MM UX OTCYTCTBHE) HE WTpaeT pojd y ChiHA. Y
KEHIIMH Kaxkgas X-XpoMocoMa HacienyeTcs OT
OJIHOTO U3 poauTeneit, uro orpaxkaer MAO-cTaTyc
00oux poauTenei.

Honumopghnviii eapuanm cena ACAT 102
(auemun koIn3um A ayemunmpanceepasza)

ACAT wurpaer poiib B TUIUIHOM OOMEHE, CIIO-
COOCTBYET MpPEIOTBPAIIEHUIO HAKOIUIEHUS H30bI-
TOYHOTO XOJIECTEPHHA B ONPEAETCHHBIX YacTAX
kimetkn B opranumsme. ACAT Takke ydJacTBYeT B
00pa3oBaHNUU SHEPTHU B OPraHU3ME, CIIOCOOCTBYET
pacmany OelKoB, )KHUPOB U YTIIeBOAOB U3 uinu. Ot-
cyrctBue ACAT Taxke MOXKET TIPUBECTH K HCTO-
HICHUIO BUTaMHHA B12, KOTOpBIi HeoOXoauM B
[IUKJIe METHINPOBAHUSI.

Honumopghnwuii eapuanm zena ACE (anzuo-
men3un kongepmupyrowiuii In3um ACE)

Pasznuunble akTOpHI, B TOM YHCIE U THTaHUE,
MOTYT BIMATh Ha akTUBHOCTH reHa ACE, m3mene-
HUS KOTOPOTO MOTYT IMPHBECTH K TOBBIIMICHHOMY
apTepuaIbHOMY JaBleHHI0. BBICOKas aKTHMBHOCTH
ACE MoxeT OBbITh CBsI3aHa C MOBBIILICHHON TPEBOX-
HOCTPBIO, CHWDKEHHEM TTaMsTH U IpoIiecca 00ydIeHMs,
MIPUBECTH K BBIBEJICHUIO MUHEPAJIOB M3 OpraHu3Ma
BCIIE/ICTBHE CHIDKEHUSI 3KCKPEIIUH HATPHS C MOYOH U
Kanmus. B cuTyammm XpOHHYECKOTO CTpecca MOXKET
NPUBECTH K JOMOJHUTEIEHOMY HAKOIUICHHIO HATPUS
U YBEIMYCHUIO dKCKpenuHu kamusi. B Tom ciydae,
ecmy (QYHKIHUS MOYEK HApYIIEHa, 3TO MOXET IMPH-
BECTH K yJep>KaHUIO U Kalus B OpraHu3Me.

Honumopgnvii  eapuanm 2ena MTHFR
AI298C, C677T, (memunenmempazuopoghorampe-
JyKkmasa)

IIpoayxt rena MTHFR HaxoauTcs Ha KpUTH-
YECKOM TOUKE B LIMKJIE METHJIUPOBAHUS. Y YacCTBYeT
B HOpMaJlM3allMM YPOBHs romouucrenHa. Hekoro-
peie myTtanuu B rene MTHFR acconuupoBansl ¢
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PHCKOM CEpJICYHOCOCYIUCTHIX 3a00JIeBaHUH, paka,
MOTYT UTpaTh pojib B N3MEHEHUHU yPOBHS Helpome-
JMaTOpPOB CEPOTOHMHA M Jo(daMHHAa, a olIiee duc-
JI0 COYETAaHUN C Pa3IMYHOM TMATOJIOTHEH YeloBeKa
npeBbimaeT 600 HauMEHOBaHUH HO30JIOTHYECKUX
eAMHUI 3a00JIeBaHNH.

Ilonumopgnurii éapuanm cena_MTR A2756G/
MTRR A66G, H595Y, K3504, R415T, S257T, 11
(Mmemuonuncunme3a/MeMUOHUHCUHMA3A PeOYK-
masa)

OTH JBa MPOAYKTa TeHa paboTaloT BMeCTe, U
Y4YacTBYIOT B TIPEBPAILIEHUH TOMOIMCTENHA B METHO-
HuH. [IoBBIIEHHBIE YPOBHHM TOMOLIMCTENHA SIBIISIFOTCS
(hakTOpamMu pHCKa TpU psijie TATOJOTHH, BKIFOYas
6ose3nu cepaua, 6o1e3Hs Anblreiimepa u eme 156
Ho3osornyeckux eanHull. Kak u B cmyyae ¢ COMT un
VDR / Taq, MTR u MTRR cnenyer u3y4ars B mape
JIpyr ¢ apyroMm. Mytanuu B MTR moryT yBenuuu-
BaTh aKTUBHOCTH MPOAYKTA ATOTO T€Ha TakK, 4TO 3TO
MIPUBOJWT K OorbiiemMy moTpebnenuro B12 B kadect-
Be KodepmeHnra. C Apyrodl CTOPOHBI, ITOCIIEIHHE
nyOJMKalMK TOKAa3bIBAIOT, 4T0 A66G MyTanuud B
MTRR cuumxaer akTuBHOCTH (epmenTa. HesaBucu-
MO OT TOTO, Kakas TEOpHs NpaBWUIbHA, HApYIICHUE
HKJIa BUTaMuHAa B12 Wam akTUBHOCTH (DYHKITHH
METWJIMPOBAaHUS B 3TOH TOYKE, B JICUEHUHU HCIIOJNIb-
3yercs ButamMuH B12 B kadecTBe KodakTopa.

Honumopgpuwviit eéapuanm cena BHMT 1,2,
4,8 (bemaun 2omoyucmeun memuampancgepasa)

IIpomykT 3TOro reHa 3aHMMAaeT HEHTPAIHLHOE
MECTO B KOPOTKOM ITyTH METHIIMPOBAHHUS, OCYIIECTB-
JISieT PEMETIIIMPOBAaHNE TOMOIICTEHHA B METHOHHH.
[onmumopdu3Mbel TeHa MOTYT BIHMATH Ha BO3HHK-
HOBEHHE CTpecca, Ha yPOBEHb KOPTH30JIa U HOPOIIH-
HedpuHa.

Honumopdgpnwrit eapuanm 2ena AHCY 1,2,19
(S adenozunzomoyucmeun 2udponaza)

Paznuunbie Mmytanuun B AHCY MoryT BIUsTBH
Ha YPOBHHU TOMOIIMCTEHMHA, a TaK)Ke aMMHaKa B Op-
TaHU3Me.

Honumopgpuwviit éapuanm 2ena CBS C6997T,
A360A, N212N (yucmamuonun-o6ema-cunmasa)

®epmenT CBS B OCHOBHOM JEHCTBYET Kak
[IUTI03 MEXIy TOMOIUCTEHMHOM M TpaHCCYIb(aTh-
pOBaHHEM METHOHHHA, KOTOPBII reHepupyeT aMMHU-
ak B opranu3me. Cieyer OTMETUTh, YTO KOHEYHBIE
MIPOIYKTHI, KOTOPBIE CO3/IAIOTCS B KOHIIE TPeoOpa3o-
BaHUA METHMOHMHA, KOTOPHIE YPE3BBIUAMHO BayKHBI
JUTS OpraHr3Ma — 3TO TIYTAaTHOH U TaypuH. Ho ecTh
U TO0O0YHBIE TPOAYKTHl (M30BITOYHBI aMMHAK |
CYAb(HUTHI), KOTOPBIE SIBISIOTCS TOKCHUYHBIMH ISt
OpraHm3Ma.

Honumopguwiit éapuanm 2zena SHMT C1420T
(cepun 2udpokcumemunmpancgepaza)

IIpoayKT 3TOrO reHa y4acTBYeT B CHHTE3€ HO-
Boit JIHK u B mpeBpallleHny TOMOIIUCTEUHA B METH-
OHMH. OTH 0J0KH, yuacTBys B cuHTe3e HoBor JIHK,
BIMSIIOT Ha CHOCOOHOCTH PETyJIHPOBaTH MPOIYKT

9TOTO TeHa, a TEM CaMBIM, BIHUSIOT Ha TPOIECC Me-
TWINPOBAHUS. DTO BBI3BIBACT HAKOIJICHUE TOMO-
UCTEHHA U JucOalaHc B APYTHX MPOMEKYTOUYHBIX
COEIMHEHHAX B OpraHU3ME.

Honumopgnuviii eapuanm zena NOS D29SE
(okcuo cunmasa azoma)

NOS ¢epmeHT urpaer BaxXHYIO POJIb B JIETOK-
CUKaIlMM aMMHaKa B ITUKJIe MO4YeBHHEI. Jluma, KoTo-
pbie roMo3uroTHB T0 NOS, ob6nanarT GepMeHTOM
CO CHIDKEHHOM akTUBHOCTBIO. NOS MyTanuu Moryt
BIHATH Ha perymsannto CBS BIIoTh 10 yBeImdeHUs
YpOBHS aMMHaKa, KOTOpHsIi reHepupyercss CBS.

Honumopghnwviii eapuanm zena_SUOX S370S
(cynvpum okcuoasza)

[IpongykT 3TOoro reHa crmocoOCTBYET JETOKCH-
Kauu cyiabduroB B opranusme. CynbduTsl rexe-
PUPYIOTCSI KaK €CTeCTBEHHBIH MOOOYHBIA MPOIYKT
[IUKJIa METHJINPOBAHMS, a TaKKe MOCTYMaroT B Op-
rauu3M ¢ nuied. Cyab(QHUTHI B BHJIe KOHCEPBAHTOB
Ha OCHOBE CEpBbI, UCMOIB3YIOTCS TS IPe0TBpaIlle-
HUS WJIM yYMEHBIIEHUS OOECIBEUMBAHUS CBETIIBIX
(pyKTOB U OBOIIEH, MPENOTBPALICHUS TOSBICHUIO
YEpHBIX MATEH Ha KPeBETKAX U OMapax, MOJABISIOT
POCT MUKPOOPTaHU3MOB B ()epMEHTHPOBAHHBIX ITH-
MEBBIX NPOAYKTaX (HampuMep, BUHO), H CITIOCOOHBI
NOJICPKUBATh AKTHBHOCTH HEKOTOPBIX JIEKapCT-
BEHHBIX mpenaparoB. CynbQHUTHI MOTYT TaKkke HC-
MOJTE30BATHCS U OTOENMBAaHUS THIIEBOTO Kpax-
Malna, MPEJOTBPAIICHHUS PKABUYMHBI ¥ HAKUIH B
Ooiinepax, KOTOpbIE HCHONB3YIOTCS IS TIPUTOTOB-
JIeHWsT TIApOBOW THINHW, W JaXXe B IIPOHU3BOJICTBE
newiogana Uil YIMaKOBKH MUILEBBIX TPOJIYKTOB.
OnuH U3 cTa mroael cynb(UT-4yBCTBUTENBHBL, U OKO-
70 5 % cTpagaroT oT acTMbl. UeIOBEK MOXKET CTOJIK-
HYTBCS C TIPOOJIEMO# CyITb(PUT-IyBCTBUTEIHPHOCTH B
000# MOMEHT KM3HH. Y YeHbIe HE YKa3bIBAeT TOU-
HO HAaWMEHBIIIeW KOHIEHTPAIUN CYIb(UTOB, HEOO-
XOIMMEBIX, YTOOBI BBI3BATH PEAKITHIO. 3aTPyIHEHHOES
IbIXaHWe ABJIAeTCS HauOoiee pPacIpOCTPaHEHHBIM
cuMntoMoM. Cynb(UTBI BBIAEIAIOT Ta3000pa3HbIA
JTIUOKCH]I CEepbl, KOTOPBI MOXET BBI3BATh pasapa-
JKCHUE B JIETKHX, M BBI3BATh TSDKEIIBIN IPUCTYII acT-
MBI IS Te€X, KTO CTpafaeT 4acThIMH OpOHXOCIa3Ma-
MH. Cynb(UTBI MOTYT BEI3BIBATH YyYBCTBO CTECHEHUS
B TPYyIH, TOIIHOTY, KPAIMBHHILY W, B PEOKUX CITy-
yasax, 0oJyee THKEIBIX aJUIEPIUYecKuX peakiuii. My-
tauun B SUOX MoryT ObITh (JaKTOPOM pHCKa pa3BH-
THSI HEKOTOPBIX BHJIOB Paka, BKITIOYAs JISHKEMHIO.

Takum o0pa3oMm, 0030p (GYHKIMOHATHEHOH Xa-
PaKTEepUCTHKU MPOAYKTOB HOIMMOP(HBIX BapUAHTOB
TreHOB (pepMeHTOB (PONIATHOTO IMKIIA, TOKA3bIBaeT
MPUYMHY KIMHAYECKOTO TonmMopduiMa ayTh3Ma
BHE 3aBHCHMOCTU OT TOTO, KaKHWE T€HOTHIIBI CBOMCT-
BEHHbl TOMY WJIM WHOMY MalMeHTy. JTO O3HAJaer,
YTO KIMHWYECKUH MOIMMOp(hH3M ayTu3Ma, ¢ KOTO-
PBIM MBI BCTpeYaeMcsl y Kax1oro 00JbHOTO, IMEET
TeHETUYECKOE MPOUCXOKIEHHUE, 3aJI0’)KEHHOE MHO-
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roo0pa3meM OTHOHYKICOTHIHBIX IMOTHMMOP(HU3MOB.
OT1oT (haKT MOJUYEpPKMBAET BAXKHOCTH aOCOJIIOTHO
MEPCOHATIM3UPOBAHHOTO U CHCTEMHOI'0 MOJAX0/a Kak
B IUArHOCTHKE, TaK W B JICUCHUH U peaOMIHTAIIIN
OOJIBHBIX C Ay TU3MOM.

[IpencraBneHHble AaHHBIE NO3BOJISIOT MOHSATH,
[oYeMy IMPH ayTH3ME B MPOIIECC BOBIEKAIOTCS MHO-
THe OpPTaHBbl U CHCTEMBI, I0YeMy HeT eINHOW MOoJIe-
KYJISIPHOM HaxOJKH, KOTOpast Obl IMO3BOJIMIIA Ha3bl-
BaThCsl MyTalluel, MPUBOAIIeH K BOSHUKHOBEHUIO
ayti3Ma. ASD MOXHO OTHECTH K COCTOSIHHSIM, KO-
TOpBIE PA3BUBAIOTCS BCIIEACTBUE MPOSBICHUS Je3a-
JlanTanuy, KOraa TeHOMHOE 37I0pOBbE KaK MHOTOKO-
MITOHEHTHOE COCTAaBJIAIONIee, HApyIIaeTcs M B OCHOBE
OTOr0 HapymicHUsA JICKUT OUCTAapMOHUA MCKOY
reHeTHYecKod nH(opManueld 1 BHEIIHEH Cpeoii.

*  «...JeHCTBHE TeHETHYEeCKHX (PaKTOPOB OCY-
IIECTBIISIETCS Yepe3 BO3AeHCTBIE ITHX (PaKTOPOB Ha
YPOBHH W aKTUBHOCTb COOTBETCTBYIOIIMX OEJIKOB.
T.K. JUIA aKTUBHOCTH MHOTHUX OEJKOB HEOOXOIMMBI
Ko(akTopsl (MTPOU3BOAHBIE BHTAMHHOB, MAaKpoO- H
MHUKPO3JIEMEHTHl U T.1.), TO JOCTOBEPHO YCTaHOB-
JICHHbIE T€HETHUYECKUE acCOLMalMM TaKKe YyKa3bl-
BalOT Ha MYTH TEPCOHAITH3HPOBAHHON KOPPEKIIUU

JucbanaHca MUKPOHYTPUCHTOB IyTEM HA3HAUEHUS
oTnpeeNéHHBIX MOHOIPENapaToB OTAEIbHBIX BHUTA-
MHUHOB ¥ MUHepanioB (HyTpureHomuka)» 1. F0. Top-
wun, O.A. I'pomosa, 2012

[lo nmannsiM BO3 HabmonaeTcs yBenu4yeHHE
grcna nauueHTos ¢ PAC.

e 2009r.-1:110

e 20121.-1:88

e 2014r.—-1:68

e 20171.-1:50

e kaxzabsie 20 MUHYT PETUCTPUPYETCS HOBBIN
ciyuait PAC

e Ha Hayaso 2015 r. B MUpe HaCUUTHIBAJIOCH
67 mutH 60m1pHBIX ¢ PAC

e 3a 5 ger (¢ 2012 mo 2017 r.) 3aboneBae-
mocTh PAC, cornacHo opuuanbHbIM CTaTUCTHYEC-
kuM JaHHbeIM MO3 Vkpaussl, Bo3pocia Ha 194%: ¢
17,0 mo 48,2 ma 100 000 meTckoro HacelIeHUS

B nacrosmee Bpemsa Ha yuere B XCMI'L] coc-
tout 365 marnmeHToB ¢ pasHeMH (opmamu PAC
(metn) m 3 B3POCIBIX.

B npencrasienHol Tabnuie BUIHA HILTIOCTpa-
1ysl BbIIECKa3zaHHOro. HaOmromaeTcss OT4ETIMBBIN
poct cinyuyaeB Bcrpeuaemoctu PAC.

Tabnuya 3
Yacrora BcTpeuaemoct PAC 3a 5 jer

2014 2015 2016 2017 2018 3a 5 jer
Koumwiectso 42060 | 38612 | 39251 | 37726 | 30402 | 188051
MOCEICHU
13 Hx 13018 | 11987 | 12546 | 11603 | 9884 59038
MEPBUYHBIX

AyTU3M JeTCKUi

2014 2015 2016 2017 2018 3a 5 jiet
Jetu 17 106 54 58 72 307
B3spocnbie - 1 - - - 1
Bcero - 107 54 58 72 308

AyTH3M aTUNHUYHBIHA

2014 2015 2016 2017 2018 3a 5 jiet
Hetun - - 9 1 4 14
B3pocnbie - - - 2 - 2
Bcero - - 9 3 4 16

AyTHYyHOE NOBEICHUE

2014 2015 2016 2017 2018 3a 5 jiet
Jetu - - 14 30 2 46
B3pocnbie - - - - - -
Bcero - - 14 30 2 46

Aaroputm o0cjed0BaHHs NalMEHTa ¢ ay-
THYHBIM CHEKTPOM HADPYIIEHUS] TOBEIEHUS B
XCMI'1L:

o IlepBuunass koHCymbpTamms (cOop kKaioo,
aHaMHe3a, OIICHKA POJIOCIOBHOM 1 (heHOTHUIIA);

e OOmeknHuYecKoe obOcnenoBanue (KIMHHU-
YeCKWi aHaJN3 KPOBH, MOYH, OMOXUMHYECKUN TIPO-
(hus, KoporpaMMa, Kaj Ha THcOaKTepro3 M T.1.);

o I[uTorenernyeckoe wuccieoBaHue IUMQO-
LIUTOB MEePUPEPUICCKON KPOBHU C HCIIOJIb30BAHUEM

G u C okpacku, oIpenereHne XpoMOCOMHON Hec-
TaOMILHOCTH;

e BrisiBnenne MeTaOOIMUYECKUX HApyIIECHUH
(razoBas xpomatorpadus Mmoun, BOXKX ammHOKWC-
JIOT KPOBH, JIAKTaT, aMMHaK, TOMOILIUCTCHH, (OJIHe-
Bas KHCIOTa, BUTaMuH B12 kpoBu; mopdupuHbl 1
OuonTepuHBl, COMM TSIKENBIX METaIOB, HEHpo-
TPaHCMUTTEPHI U T.11.);

o Hudekronornueckoe obcnenopanue (Oakre-
pHUaIbHOE, BUPYCOIOTHIECKOR);
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e IMmyHOTrpamma;

e (DyHKIMOHATBHBIE METOABl  HCCIEIOBAHUS
(Y3U, AMPT ronosaoro mo3ra, 331", POI", 9x03C,
OMI’, MPC 1010BHOTO MO3ra);

e buorncust M ¢ onpeieieHneM akKTHBHOC-
TH MUTOXOHAPHAIBHBIX (DEPMEHTOB M MaTOMOPQo-
JIOTHYECKUM HCCIICIOBaHUEM TKaHeH (IIpU I0J0-
3pEHUM Ha MUTOXOHAPHAIBHYIO OOJIC3HB);

o MoNeKyIIpHO-TEHETUIECKUE METOIBI.

Heob6xoaumo emé pa3 mogdepkHyTh, YTO MpPO-
rpaMMa OOCJICJIOBaHUS MOJIOUPACTCSI CTPOrO WHJIH-
BHUIyaJlbHO!

Jleyenue

Llenamu mepanuu aymuyHelX paccmpoucms
ABNAIOMCAL:

® HEOOXOJMMOCTB CIIPABIISITHCA C MOBEIEHYEC-
KAMH ¥ SMOIMOHAILHBIMHA TIPOOJIEeMaMu, KOTOPBIE
BITUSIIOT HA Pa3BUTHE;

® CrocoOCTBOBaHME COIMAIBHOMY M KOMMY-
HUKaTUBHOMY Pa3BHUTHIO peOeHKa C ayTH3MOM;

® pa3BUTHC WHTEPECOB M OCOOBIX CIIOCOOHOC-
TEH, KOTOPBIE MPOSIBIISTFOT MHOTHE JIETH C Ay TH3MOM;

® Da3BHTHE AJANTHBHBIX CIIOCOOHOCTEH W yCH-
JICHNE KOTHUTUBHBIX U apPekTuBHBIX QyHKIUH IS
Pa3BUTHUS TPUCTIOCOOIIEMOCTH;

e OKa3aHHe WMH(OPMAIMOHHOMN TMOJAEPKKH PO-
JIATENISIM U CIICIUAIMCTOB APYToro npoduis, Had-
JTIOAAIOIINX peOeHKa.

KomrutekcHOe fleueHrne COCTOUT M3 CIeIHallb-
HBIX 00pa30BaTENbHBIX IMPOTPaMM, DPa3BHUBAIOIINX
COHAJIbHBIC, KOTHUTUBHBLIC U PAa3TOBOPHLIC HABLIKU,
JUETHl U MEANKAMEHTO3HOM Teparvy.

K OCHOBHBIM TICHXOJOTHYECKHM METO/IaM KOop-
PEKLIMH ayTH3Ma OTHOCSATCS: OpraHH3alys OOIIero
MIO3UTHBHOTO (hOHA B MPOIIECCE KOPPEKIIUK, PA3BUTHE
SMOIMOHANEHON Cephl, KOPPEKIWsS HEeraTuBU3Ma,
TpaHchopMaIrs CTPaxoB, arpeCCHii U ayTOarpecCHid,
WTPOBasl TepaItusl, CKa3KOTepaIvs, IeCOYHast TePAIHs,
CTPYKTYPHUPOBaHHOE OOy4YeHHUE, IMPOrpaMMbl H3MEHe-
HUS TIOBENIEHUS, 3aHATHUS C JIOTOIeNoM, (hu3mdecKas
Tepartis ¥ 3proTeparusi, MOHTECCOPH.

B HaCTOAICSC BPEMA B LCIIAX MCIAUKAMCHTO3-
HOM Tepanuu MPUMEHSIOT Mperaparbl TPYIIb HO-
OTpOTIOB, HEHPOMETAOOMKOB, aHTHUACIPECCAHTHI M3
TPYIIBEl HHTHOUTOPOB OOPAaTHOTO 3aXBaTra CEpPOTO-
HuHA ((PIyOKCeTHH, CepTaIHH, IUTANONpaM U JIp),
AHTUKOHBYJIbCAHTBI, ICUXOCTUMYJIATOPBI, YTO 4aCTO
MIPUBOAUT K YCHICHHUIO THIIEPAKTUBHOCTH; CHOTBOP-
HBIE, B YACTHOCTH MEJIATOHUH.

CornacHo mamabpiM mpod. AdanackeBa B. B.
(2010), s momydeHus HaubOoJee BBIPAKEHHOTO
TIOJIOKUTENBHOTO 3(eKTa Mpu HazHAYCHUH HEHpo-
LUTOIIPOTEKTOPOB, HEOOXOAMMO YYUTHIBATh B3au-
MOJICHCTBHE KaXK[OTO TMpernapara C OINpeneiéH-
HBIMH PETEeTITOPHBIMU CHCTEMaMH.

Ha sT0ii ocHOBe momoOpanbl Hanboee 3¢ dek-
TUBHBIC KOMOWMHaIMH npenaparoB (AdanackeB B.B.,
2012):

2nuamuiun +

B6, B1, rmoko3a, nutoduaBuH (puOOKCHH),
uepebponusun, mekcunon (B1, B6, mananrun), na-
HAHTHH, JIUTIOEBasi KUCIIOTA, EePaKCcoH (Toclie ero
BBeIeHUS depe3 20 MUHYT OaTh TIHATHINH), aKTO-
BETHH, CEMaKC, CTATHHBI — YCHJICHHE d(PPeKTa;

Yyepakcown +

Humomunun, Mexcuaon — ycunnenue 3ddekra;

yumodghraeun +

I'moko3a, 1ukimodepoH, mekcumon, B6, Bl,
nmamaBepuH, aktoBermH (+ Bl, B6, rmokoza) —
ycunenue dpdexra;

Mekcuoon +

Lepakcon, uutohiaaBuH — ycunenue ¢pdexra.

BaxxHO OTMETUTH, YTO pPACHpPOCTPAHCHHBIC H
peKJIaMHUpyEeMbIe METOIUKH TEPalid PacCTPOUCTB
CIEKTpa ayTH3Ma BBICOKHMH J03aMH BUTAMHHOB,
CEKPETHHOM, aMUHOKHCIIOTaMH, XeJIMPOBaHKe (BBIBE-
JICHUE TSDKENBIX METaIOB), MaHyallbHOW TEparuu,
MIPOTUBOKAHIUI03HOM Tepanuu (PeKOMEHIAINU JIBH-
xkeanss DAN! (Defeat Autism Now! — IloGemum
ayTusM ceifuac!), He IMEIOT YOeANUTENbHBIX HayYHBIX
JIOKa3aTenseTB 3 dekruBHOCTH. [lomHOE MCKITIOUE-
HUE W3 MUTAHUS BCEX MOJOYHBIX W MYYHBIX IIPO-
IYKTOB SIBISIETCS HE TOJBKO 3HAYMTENHHBIM OTpa-
HUYCHUEM paloHa peOeHKa, JTUIICHUEM €r0 4acTo
JMOOMMON €IIbl, — Y HEKOTOPBIX JIETEH 3TO MOXKET
nepepacTd B MHOTOJIETHEE «3allUKIMBAHHE». JTO
HE 3HAYHT, YTO U AeTel C ayTH3MOM OHa BOOOIIE
HE HyXHa, T.K. €CITH Yy HEKOTOPbIX M3 HUX €CTh
MIPU3HAKY THINEBON aJIEPTUH, €CIH MPH 00CIeno0-
BaHUU BBISBIICHA HETIEPSHOCUMOCTH TIIIOTEHA H/HITU
Ka3eWHa, TO B TaKOM Cjly4yae MM IOKa3aHO Mpo-
Bectu auetorepanuio (O. Pomanuyk, 2009).

JueroTepanus AODKHA TOIOMPATHCS WHIMBHU-
IyaJlbHO B COOTBETCTBHM C BBISIBIEHHBIMH MeTabo-
TMMYECKUME HapyIlieHussMu. OCHOBHBIE €€ MTPUHIIATIBI
3aKJIFOYAIOTCS B UCKIIOYCHUU (WM OTPAHUYCHHH)
TEX MPOJYKTOB, B KOTOPHIX B HAWOOIBIIEM KOJIH-
YeCTBE COJIEPKHUTCS BEIIECTBO, HAKAIUIMBAIOIIEECS
B opranmsMme (WM €ro MpeAeCTBeHHUK). 1, Hao0o-
POT, B CITy4dae BBISIBIIEHHOTO JIe(HINTA TIOKa3aHO YCH-
JICHHOE €T0 BBEJICHHE B PAIIHOH.

MenukaMeHTO3Has Tepanus TAKKE OMHPACTCS
Ha IMarHOCTHPOBaHHBIC 0OMeHHbIe HapyIeHus (['pe-
yanuHa E.f., I'pevanuna 10.b., 2013):

— MUMOXOHOPUANbHASL OUCHYHKYUL:

e Ko(akTopsl (EPMEHTHBIX PEaKIHil dHEepre-
TUYECKOT0 OOMeHa (KapHUTUH, HUKOTHHAMUJ, PH-
o6odhnaBuH);

® TIEPEHOCYHKH DJIEKTPOHOB B JIBIXATEIbHOM
ey MUTOXOHAPHUH (kodH3uM 0, STHTapHas KUCIO-
ta, nuroxpoM C u 11p.);

e anTuokcuaaHTsl (BUT. E, BuT. C);

o rumedocdoH, ynydmaommid QyHKIHA MU-
TOXOHJIPHIA, CHIDKAIOIINH JIAKTaT-aI[Uu103.
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[Ipu BapraHTe MUTOXOHIPHUATHHOMN NMATOJIOTHUH
B YCJIOBHAX NCPBUYHOT'O WJIM BTOPUYHOT'O

neduITa KapHUTUHA U TPAHCIIOPTA YKUPHBIX
KHCJIOT C YCIIEXOM NMPUMEHseTcsl L-KapHUTHH.

— HapyuieHue axmugHocmu epmermos ghonam-
HO20 YuKa:

1) B muTaHUH OrpaHUYEHHE MPOAYKTOB C BBICO-
KHM co/iep )KaHueM METHOHHHA; O0OTalleHne pamn-

OHa TIPOAYKTaMH C BBICOKMM COJEp)KaHHEM BHTa-
MUHOB I'pynisl B;

2) xodakropHas Tepanus (ButamuH B6, ¢do-
JIMeBasi KUCI0Ta, METUIIKOOaaMuH, OeTaunH, IMaHTo-
TEHOBasl KMCJIOTA, HUALIMH ).

— amunoayuoonamuu. (no oanuvim Yepmoti B.H.,
Xomsaxosou O.B.. Kosanw C.A., 2006, nabopamo-
puu metametrix, CLLIA, 013)

Tabauya 4

Oco0eHHOCTH MUTAHUS B CBSI3M ¢ H3MEHEHHEM YpoBHA AaMUHOKUCJIOT

Tuposun

- OBBITICHHUE: CIICIMATIbHBIE CMecH 0e3 eHMIaIaHiHA ¥ THPO3UHA, BUTaMUH B6;

- cumkenue: tuposud (Vita Line), Buramus C, HHalWH;

MeTHOHMH
BuTamMuH B6, Maruuii;

- TOBBIIICHUE: OTPAHNYCHUE B PALIMOHE IPOAYKTOB C BBICOKMM COACPKAHUEM METHOHMHA,

- CHDKCHHC. MCTHOHWH

MucTtun

- TIOBBIIIICHUE: OTPaHUIEHHE B PAIIMOHE TIPOIYKTOB C BEICOKMM COJICPKaHUEM IIHCTENHA (COS,
CEMEUKH, TOPOX, MyKa, sIiflla, CBHHHHA, JIOCOCh, TPEIIKHE OPEXH, KYKypy3Has MyKa,
HEOYHIIECHHBIN PHC, MOJIOKO), puO0QIaBrH;

- CHHOKCHHUE: 00oraIicHue panroHa NPOAYKTAMH C BBICOKHMM COACPKAHHUEM LUCTEUHA,

AcnaparuHoBasi
KHCJI0TA

- OBBILIICHUE: OTPAaHUYCHHE POJYKTOB C BRICOKMM COJIEPKAHHEM aclaparuHOBON KHCIIOTHI
(BBICOKOOETTKOBBIE MMPOIYKTHI — MSICO, MOJIOYHBIE TPOAYKTHI, siflia), BuTaMuH B6 (yckopser
NpeBpallieHHe aclaparnHOBOM KHCIIOTHI B SIHTAPHYIO), MarHUH, IIMHK;

- CHWDKEHHE: KOTUTYM, ITaHAHT'WH, acllapKaM;

I'nyramunoBas
KHCJI0TA

- TIOBBIIIICHUE: OTPAHUYCHNE IPOTYKTOB C BEICOKUM COAEP)KaHHEM TITyTAMHHOBOW KHCIIOTHI
(chIp, 3eNEHBII rOpoIIeK, YTKa, I'YCh, LBIMIEHOK, TOBSIMHA, MAaKpeJb, CBUHHHA, ()OpEb, TPECKA,
KyKypy3a, siilia, MOJIOKO, COsl, TPECKa, CynakK, xjie0), BuTaMuH B6 (yckopsieT nmpeBpaiieHue
acraparHOBOW KUCIIOTHI B SHTAPHYI0); B-aJaHuH; JISHIWH, HUAIHH;

- CHWOKEHHUE: ITTyTaMHUHOBAs KMCJIOTa,;

T'iyramun

- MIOBBINICHUE: OTPAHHYCHUE MPOTYKTOB C BEICOKAM COACPIKAHIEM TITyTaMuHA (CBIp, 3eNEHBIN
TOPOIIIEK, YTKA, TyCh, IBITUIEHOK, TOBSAMHA, MaKpEllb, CBHHUHA, ()OPEITh, TPECKa, KYKypy3a,
STIIA, MOJIOKO, COsI, TPECKa, CYJaK, Xiieh), Buramut B6;

- CHIDKeHHe: TayTaprus, rrytamuH (Vita Line);

Acnaparus

- MIOBBIIICHUE: OTPAHIYCHUE POIYKTOB C BEICOKMUM COJICPIKAHIEM acraparuia (MOJIOKO,
CBIBOPOTKA, MSICO, OMAIIHSS MITHIIA, SHIa, pbl0a, MOPEIPOAYKTHI, CIIapIKa, TOMHIOP,
0000BBIC, OPEXH, CEMEHA, COsl, IIENbHBIC 3EPHA );

- CHIDKEHHE: 000TalleHne paoHa MPOAyKTaMH C BRICOKHM COJepKaHUEM acllaparuHa,
MarHuii;

AJIaHUH

- IOBBITIICHUE: OTPAHHYCHHE TIPOYKTOB C BEICOKAM COAEPKaHNEM alaHUHA (’KHBOTHBIE OETIKH,
aBOKaJI0, MOJIOYHBIE MMPOAYKTHI, OBEC, 3apOIBIIIH MIIICHHUIB), BUTaMHH B6;

- CHDKCHHEC: ITAaHTOTCHOBAs KHCJIOTA,

Jlednun

- TIOBBIIICHUE: OTPAaHUYCHHE IPOTYKTOB C BEICOKUM COAEpKaHHeM JieiitnHa (Oypsrii puc, 6005,
MSICO, OPEXH, COEBas U MIICHUYHAsI MyKa), IPUMEHEHHE MOJIyCUHTETHYECKUX JIeYeOHBIX
MIPOAYKTOB (IMIICHHBIX JICHIIMHA, N30JICHIMHA 1 BaJlFHA), BUTaMuH B6;

- cHKeHue: neduH (tabd.), BCAA (neinuH, n3onednrH 1 BayvH); Ju3uH (Vita Line) —
YCHJICHUC BCAChIBAHMS JICHITUHA;

HM3oneiinun

- MOBBIIICHUE: OTPAHMYCHUE MPOIYKTOB C BEICOKUM COZACPIKaHHEM H30JICHIIMHA (MUHIAIb,
KEIIbI0, KYPHHOE MSICO, TYPEIIKUI ropoX, sila, ppi0a, ueueBuIla, e4eHb, MsICO, POXKb,
OOJIBIIMHCTBO CEMSTH, COEBbIE OEJIKH), IPUMEHEHHE MOJTYCUHTETUYECKHUX JIeUeOHBIX IPOYKTOB
(JTMIICHHBIX JICWIIMHA, N30JICHIIMHA U BAIMHA), BUTAMUH B6;

- cumkenue: BCAA (yiefinH, N30JeHIIMH U BAJIHH);

Cepun

- IOBBILIICHUE: OTPAaHUYEHHE IIPOJYKTOB C BEICOKMM COJ/IEpKaHHEM cepruHa (MsCHBIE 1
MOJIOYHBIE TIPOAYKTHI, NIIEHNYHAas! KJICHKOBHHA, apaXUC U COEBBIE IPOIYKTHI), TIULUHA 1
TpeoHNHA (MCTOYHHUKH CEPHHA);

- cHKeHue: ButaMuH B6, B3 u donmesas kucnora, Maraui;

Taypun

- MOBBILICHUE: OrPAaHUYCHHE POYKTOB C BRICOKHM COJICP)KAHHEM TaypHHA, MCTHOHHHA U
nycrenHa, ButaMuH E, BuramuH C, ko3H3uM Q10;

- cHIKeHue: ButaMuH B6, Taypun (Vita Line), kpatan (+3KCTpaKT II00B OOSPHIIIHIKA H
ITyCTBIPHHKA);
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IIpooonsicenue maobn. 4

Tpeonun
(cHUKaeT
MbIIIEYHBIH
TOHYC)

- IOBBIIIICHUE: OTPaHUYEHHE IPOJYKTOB C BEICOKMM COZEPKAHUEM TPEOHHHA (COosi, ropOy1a,
cemra, MOJIOUHbIE IPOJIYKTHI, Sila, OpexH, 000bI); IPU COMYTCTBYIOIEM Ae(DUIIUTE METHOHUHA
Ha3HAYMTh METHOHUH (MHIMOMPOBAaHHUE BCACHIBAHMUSI TPEOHHHA), BUTaMUH B6, 1IMHK;

- cHwkenue: Butamud B3, B6, maruuii, musud (Vita Line) - (yiy4iaer BcachiBaHHE TPEOHUHA);

Hpoaun

- NIOBBIIIECHUE: OTPAHUYCHUEC IPOAYKTOB C BLICOKHMM COACPIKAHUEM ITPOJIMHA, FJ'IyTaMl/IHOBOI‘/II
KHCJIOThI 1 OpPHUTHHA,

- cumwkenue: nponuH (Vita Line);

I'nernaun

- INOBBIIIEHUE: OTPAHUYCHUEC TPOAYKTOB C BLICOKMM COACPKAHUEM THCTUANHA (CBI/IHI/IHa,
ITUILA, CbIp U 3apOAbIIIN HIHeHI/IIILI), HHU3KO0EIKOBOE IIUTAHUC,

- camkenue: AT®-nonr (+ AT®, xanuii 1 MarHuit), GoareBas KACIOTA;

ApruHuH

- IOBBILIICHUE: OTPAaHUYEHHE IPOYKTOB C BEICOKMM COJIEpKaHHEM apruHMHA (IIOKOJII,
KOKOCOBBIE OPEXH, MOJIOYHBIE TIPOIYKTHI, XKEJIaTHH, MsCO, OBEC, apaxic, coeBble 000BI, rperKue
opexH, Oeras MyKa, NIICHHULA U [MICHAYHbIe 3apOABILIN, OPEXHU, KyKypy3a, )KEeJIaTHH, IIOKOJIA,
W3IOM, OBCSIHAS Kpyna, KyHxKyT); u3uH (Vita Line) — mHTHOMpOBaHIe BCaChIBaHWsI apTHHIHA;

- CHUOKCHHC! 060I‘aH.[CHPIe panuroHa IMpoayKTaMu C BBICOKMM COACPKaHNEM apTUHUHA, apTUHUH

(Vita Line);

Baaun

- IOBBIIIEHUE: OTPAaHHYCHHE IIPOIYKTOB C BRICOKUM COZIEP:KaHHEM BaJMHA (COSI M IPYTHE
0000BbIC, TBEPABIC CHIPEI, HKPa, TBOPOT, OPEXH U CEMEUKH, MSICO M IITHIIA, SIHIa, 3HAYUTEIBHO
MEHBIIE — B KpyIaxX ¥ MakapoHax), IPUMEHEHHE MO0TyCHHTETHYECKUX JIEUeOHBIX MTPOIYKTOB
(JMIIIeHHBIX JISHITMHA, U30JICHIIMHA U BAJIMHA), BATAMUH BO;

- cHmkenue: onomobaska BCAA (neiiiuH, n30JIeHIIMH U BAJIMH);

Tiannun

- IOBBIIICHNE: OTPaHUICHHE IIPOYKTOB C BEICOKHM COZIep)KaHHeM INMIMHA, BuTamuH B6, B2, BS;

- CHDKCHHUC: I'JTIMIINH, OeTauH (T.K. €T0 NPEAICCTBEHHUKOM SABJISICTCSA FJII/IHI/IH);

JIn3un

putamuH C;

- IOBBIIICHUE: OTPAaHUYCHHE IIPOTYKTOB C BEICOKUM COZIEp)KaHHEM JIM3HHA (phIOa, MTHIIa,
MOJIOKO, 3apOJIBIIIH MIICHUIBI, 0000BBIC, apaXKC, )KEITKH SUIT), BATAMUH BO, HHAIUH,

BCAaCbBIBAHHC J'II/I3I/IHa);

- cHikenue: m3uH (Vita Line), L-kapHuTHH (T.K. JIM3UH SIBJISETCS €ro NPEeAIIeCTBEHHUKOM, 1
JeQUINT JIN3UHA COIIPOBOKAAETCS Ie(PULIMTOM KapHUTHHA); JISHIUH B Ta0. (yCHINBaeT

Tpunrtodaun

- MOBBINIICHUE: OTPAaHHYCHUE IPOTYKTOB C BEICOKUM COZepKaHueM TpunTodaHa (Msco, pida,
TBOPOT, CHIP, sIi1a, ropox, hacoiab U, 0COOCHHO, COsl), BUTaMUH B6, HUAIWH;

- CHIDKCHHe: o0oraiieHie panuona yriaesogamu, Tpuntogas (Vita Line);

OpHUTHH

- IOBBIIICHUE: OTPAaHUYEHUE IPOTYKTOB C BEICOKUM COAEPIKAHHEM aprHHUHA-
MIPEANIECTBEHHNKA (IIOKOJIal, KOKOCOBBIE OPEXH, MOJIOYHbIE IPOIYKTHI, KEJIaTHH, MsICO, OBEC,
apaxuc, coeBble 000bI, TpelKne opexu, Oeas MyKa, NIICHNIA U MIICHIYHbIC 3aPO/IBIIIIH,
OpexH, KyKypy3a, )KeJIaTHH, ITOKO0JIa]l, U3I0M, OBCSHAs KPyIa, KYH)XYT), BATAaMHH B6, MaruHuii;

- CHIDKCHUE: 00oraIiecHue panroHa IMpoAYKTaMHU C BBICOKMM COACPIKAHUEM apTrUHHUHA,

dennsiaIaHuH

- TOBBIIICHKE: HU3KOOEIKOBAas JUCTa, CIICHHUAJIBHBIC CMECH 0e3 q)CHHJIaHaHI/IHa 1 TUPO3HWHA,

- TIOBBIIICHKE: HU3KOOEIKOBAsK JUECTa, CIICHHUAJIbHBIC CMECCH 0e3 q)CHPIJIaHaHI/IHa 1 TUPO3HWHA,

MesxxayHapoanas rpymma yuenbix (Gaia Nova-
rino, Paul El-Fishawy, Hulya Kayserili, Nagwa A.
Meguid, Eric M. Scott, Jana Schroth et all, 2012)
HE WCKIIIOYAeT, YTO €l yNanoch BIIEPBBIE BEISIBUTH
MOTEHIMATBHO M3JeYnMyIo GopMmy ayTtuzma. biaro-
Jlapsi CEKBEHUPOBAHUIO YaCTH '€HOMa IIECTH JeTeH,
CTpaJaroIIuX OYEHb PEIKO BCTpEUaroMIecs pa3Ho-
BHUHOCTBIO 3a00JeBaHUs, Y Bcex ObUIa HaiiieHa
MyTalys, U3-3a KOTOPOIl B OpraHu3Me O4eHb HU30K
YPOBEHb COJIEP)KAHUS HECKOIBKHX HE3aMEHUMBIX
AMUHOKHCIIOT, Ae(QUIIUT KOTOPHIX MOXKHO BO3MeEcC-
TUTh CICNUAIbHON AueToil. Pabora omyOnukoBaHa
6 ceHTAOps B )KypHaNe Science.

CexBeHHpPOBaHUE UX YK30HOB — YACTH T'€HETH-
YecKoro Habopa, OTBEHaroIIel 3a KOAUpOBaHHUEe Oen-
KoB — BbIsiBIIIO MyTanuio B reHe BCKDK, kotopas
nHakTHBUpPYeT hepmenT BCKD-knHazy. biaromaps
3TOMy (EepMEHTYy B OpraHu3Me IMOJAEPKUBACTCS

HOPMAJILHBIN YPOBEHb TPEX aMHUHOKHUCIIOT C Pa3BETB-
JICHHOM 1IETbI0 — BaJMHA, JICHIIMHA U U30JIeHIIMHA —
HEOOXOAMMBIX Ui CHHTE3a psiia OEIKOB U JPYTHUX
OMOJOrHYECKU Ba)KHBIX KOMITOHEHTOB. B oTimune
OT JIPYTUX aMUHOKHUCIIOT, OHH HE CHHTE3UPYIOTCS
OpraHu3MoOM, a MOCTyHaroT ¢ nuied. TectupoBanue
MOKa3ajo, YTO y BCEX HCCIEIyeMbIX JeTe mocie
eIkl B KPOBU OU€Hb HU3KUI YPOBEHb aMUHOKHUCIIOT C
Pa3BETBIICHHON LIENbl0. AMHHOKHUCIOTHI C Pa3BETB-
JICHHOM LeMblo, TaKXKe, KaK U APYTHe BUIBI aMUHO-
KHCJIOT, TIPEOI0JIEBAIOT TeMORHIIC(ATHISCKAN Oaphb-
ep C MOMOIIbI0 OETKOB-TPaHCIIOPTEPOB. B cimyuae
nedHIuTa BaMHA, JCHIIMHA W H30JICHITHHA, TPACTIOP-
Tepbl HAYMHAIOT IIEPEHOCHUTh B MO3T 0ojiee KPYITHBIS
MOJICKYJIBI JPYTUX aMHUHOKHUCIIOT, KOTOPBIE B UTOTE
3aHUMAIOT UX MecTo. Ilocne Toro, Kak auera 0OJb-
HBIX JeTel Oblaa oOoraiieHa BaJIHMHOM, JEHIIHHOM
U U30JICUIIMHOM, YPOBEHb aMUHOKHUCIIOT C Pa3BETB-
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JICHHOH IENbI0 B UX KPOBHU HOPMAIHU30BAJICS, OHA-
KO Hay4YHO MOATBEP)KJIEHHOTO YIYYIIEHHUSI COCTOSA-
HUS UX 310pOBbA MOKA MOJTYYECHO HE ObUI0. ABTOPHI
IUIAHAPYIOT TIPOBECTH KIMHUYECKHWE WCIBITAHMS
TUETUYECKOTO METOoJa Tepamuu 3Toi (GopMBl ay-
THU3Ma, a TaKKe MPOAODKUTH MOUCKHU MAIlUEHTOB C
myTtanueii B reHe BCKD-kunazsl (Mutations in
BCKD-kinase Lead to a Potentially Treatable Form
of Autism with Epilepsy (Science 190ctober, 2012:
Vol. 338no. 6105pp. 394-397 DOIL: 10.1126/
science. 1224631))

- deqhuyum MuKpo- u MaKpoILeMeHmMOos.

1) oborarmienue payoHa NPOAYKTaMH C BBICO-
KHUM COJIEpKaHHeM Je(PUIIUTHOTO JIIEMEHTA,

2) MeIMKaMEHTO3Has Teparusl.

BonpIIMHCTBO BUTAMHUHOB HE CHHTE3UPYIOTCA
B opraHm3Me 4enoBeka. [103ToMy OHU JOIDKHBI pe-
TYJISAPHO U B IOCTATOYHOM KOJIMYECTBE TOCTYTIaTh B
OpraHu3M C IUILEH WIK B BHJE Npenaparos. Mck-
JIIOYEHUs] COCTaBISIOT BUTaMHH K, mocrarodHoe
KOJTMYEeCTBO KOTOPOTO B HOpPME CHHTE3HPYETCS B
TOJICTOM KHIIIEYHHKE 4YeJIOBEKa 3a CYET JesATelNlb-
HocTH OakTepwii, 1 BUTaMuH B3, cuHTE3MpyeMBblii
0aKkTepusIMH KHIIIEYHUKA W3 aMHHOKHCIOTHI TPUII-
toana. ButamuHs! Tpynmel B ygacTByroT B Tiporiec-

cax METHWJIMPOBaHMs, HAPYIIEHHE KOTOPOTO Hamboiee
4acTO JTUArHOCTHPYETCS y JHETeH € ayTU3MOM U
AYyTUCTUYCCKUM CIIEKTPOM HapyIIICHUS MOBEICHUS.

— HapyuleHue 8 YUKie MOYe8UHOO0OPAZ08AHUL:

1) HU3KOOENIKOBAsI [TeTa ¢ OTPAaHUYCHUEM B pa-
1oHe Oenka 1o 1, 5 v Ha 1 Kr Beca peOSHKa B CyTKH;

2) mpenaparsl, ynydmaronue (QpyHKIU mede-
HU (TOe TPOMCXOAWM JCTOKCHUKAIMS aMMHUaKa) H
CHOCOOCTBYIOIIME BBIBEACHUIO aMMHaka (TiyTap-
THH, TeramMepir).

— HapyuleHue OKUCLEHUS HCUPHBIX KUCLOM:

1) runonunUAEeMHYECKOe MUTaHue (B TPYIHOM
BO3pacTe IepeBoj peOEHKAa Ha HCKYCCTBEHHYIO
CMECh, COJEpXKAIIYI MPEUMYIIEeCTBEHHO CpeIHe-
LEMOYCYHBIC JKUPHBIC KUCIIOTHI).

[upoko pacnpocTpaHeHO OMOMEIHUITUHCKOE Jie-
YeHHe, OCHOBHBIMU METO/IaMHU KOTOPOTO SIBIISFOTCSI:
— 0e3III0TEHOBAas U Oe3Ka3eMHOBas IUETa;

— oboraineHue MUHEpaJaMi U BUTAMUHAMH;

— aHTUKaHIWIO3HBIC TIperaparkl, PepMeHTH U
MPOOHOTHKH;

— XenupoBaHue (BBIBEICHHUE TSDKENBIX MeETall-
JIOB);

— aHTUOKCHJIaHTHI.

MeToabl BUOMEAHLLMHCKOrO

AevdYeHHAa
YayqywieHwe
Noaaepxka
NUTAHKAS AcBaeka
HMMYHHTETA
EHTAOMHHOB H
MHHEpPAAOR
CexpeTHH H
MHULEBOPHTEABHBIE EIEK amneta
thepMeHnTSI =
AobBasxa AHTHKOHAHACIHBIE |

MHPHBIX KHCAQT

AobBaexa
GHTHOKCHAGHTOB |

CPeACTEA M
NpoGHOTHEH

XeAHpoBAHHe

HenocrarkamMu OMOMEIUITMTHCKOTO JICUCHUS SIBISIOTCS:
* He YYMTBIBAIOTCS MHAWBU/yabHbIE 0COOCHHOCTH 0OMEHa KOHKPETHOTO peOEHKa;
* He MPOBOAUTCS MOHUTOPHHT MTOKa3arenell 0OMeHa BO BpeMs JICUCHUS

3akmouyenne. TakuM oOpasom, mpodiema ayTH3-
Ma SBISETCS KOMIUICKCHOHM, ITOJHKay3aJbHOM,
pacrnpoCcTpaHEHHOW U PacTylllel B reOMeTpUYECKON
nporpeccun. Bee 3T0 3acTaBisieT pemars 3TOT BOI-

POC C yJacTHEM CIEIHATUCTOB HECKOIBKUX MPOQU-
Jel — MCHUXUATPOB, HEBPOIATOJIOTOB, TEHETUKOB U
JIeaeT 3Ty mpodiieMy BaKHEHIIIeH U aKTyaIbHOM.
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1O.F. I' peuanina
AYTH3M SK HOJIKAY3AJIBHUMN PO3JIAJ

Pe3tome. Y poOOTi po3IIIsIHYTI OCHOBHI IIUTAHHS €TIONOTI], TATOT€HE3Y, TIarHOCTUKH Ta JTIKYBaHHS ayTU3MY
1 ayTHYHOTO pO3JIay IMOBEIIHKH, 3aCHOBaHI Ha TIepCOHaTi30BaHOMY Mmiaxo . OmyOIiikoBaHi Cy9JacHi CBITOBI JaHi,
IO CTOCYIOThCS TpoOieMu ayTusMy. Bemmka yBara mpupiieHa po3IVIsily T€HETHYHOI CKIIaJOBOI ayTH3MY.
Po3po6ieHo anroput™ 00CTEKEHHS MAIli€HTa 3 ay THYHUM CIIEKTPOM MOPYIICHHS TIOBSIIHKH.

Yu.B. Grechanina
AUTISM AS A POLYCAUSAL DISORDERS

Summary. Based on the personalized approach, the main questions of etiology, pathogenesis, diagnosis
and treatment of autism and autistic disorder of behavior have been considered. The modern world data
regarding autism problem have been published. A great attention has paid to consideration of a genetic
component of autism. The algorithm of examination of patients with autism spectrum disorder of behavior
has been developed.
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