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IIpencrapieHbl pe3yJibTaThl COBPEMEHHBIX MCC/IENOBAHMIA B 00JACTH FeHETHKH JMIJIETNICHI; JAHHbIE 0 HePOMOIY/IAIMH KAK OJHOM
U3 NepPCIeKTHBHBIX METOJ0B KOPPEKIMH MATOJOTHYECKUX HAPYIIEHHI B HEBPOJIOTHH; PE3YJIbTaThl HOBbIX TepaneBTHYECKHX MOIXO0-
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The paper gives the results of current studies in the genetics of epilepsy; data on neuromodulation as one of the promising methods for
correcting neurological abnormalities; the results of new therapeutic approaches using energy therapy in the correction of manifesta-
tions of early infantile autism, impaired cognitive function and behavior problems in children.

Key words: children, genetics, epilepsy, neuromodulation, impaired cognitive function and behavior problems, energy therapy.

€TCKasl HEBPOJIOTUsl 3aHMMAaeT BakKHOE MECTO B CU-
I[CTeMe KJIMHAYECKUX JUCUMIUIMH W OCHOBBIBAET-
Cs Ha JOCTMXKEHUSIX COBPEMEHHON HeipodU3U0Ioruu,
HeilpoMopdonorunu,  HEMpPOreHeTUKU,  ICUXOJIOTUU
U Apyrux HayK. OCHOBHBIMU 33Jja4yaMU Ha COBPEMEHHOM
oTare SBJSIeTCSl MOMCK HOBBIX METOJOB JAUArHOCTUKU
1 JIEYEHUSI, TO3BOJISIIOIIMX ONTUMU3UPOBATh TAKTUKY
HaOJI0eHUsT U peabuIUTalMK MallMeHTOB, CTPAJAlOIINX
TaKMMM TSDKEJIBIMU MHBTUIU3UPYIOUIMMU 3a00JI€BaHU -
SIMU, KaK JeTCKUI 1iepeOpasibHbIi Mapainy, pa3jiudyHbie
(hopMbl 3MIMIETICMU, HAPYLIEHUSI HEPBHO-TICUXUYECKOTO
pPa3BUTHS U JIp.

B neauarpuyeckoil 3MuIeNTONIOMUA JOCTUTHYT 3HA-
YUTEJbHBIA MPOrpecc B U3yYEHUU T€HETUKU OTIEIbHBIX
SMWJIENTUYECKUX CUHAPOMOB. YTOUHEHUE TeHOB, KOTOPBIE
ONPEACISIIOT WIN YBEJMYMBAIOT PUCK PA3BUTHUST DIUAJIET-
CUU, UMEET OIPOMHOE 3HAUEHUE KaK JJIsl MPaKTUUECKO,
TaK U 151 HAy4YHOU nesiTeIbHOCTU. C MpakKTUYECKO TOUKU
3peHUs] MO3UTUBHBIN pe3yabTaT (0OHapyKeHUe MyTaluu,
Be/yllei K pa3BUTUIO SMWIETICUU) TIO3BOJISIET MPEKPATUTh
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JNAJIbHEUIIIME TOPOTOCTOAINUE TUATHOCTAYECKHUE TIPOLIEILY-
Pbl, MHOTJA JAaeT BO3MOXHOCTb 00J1€€ TOUHO ITPOTHO3UPO-
BaTh TeueHUe 3a00j1eBaHMUS U ONITUMU3UPOBATh TepaIIMIo,
MOMOTaeT C MPOrHO30M JaJIbHEMIIEro AETOPOXKICHUS.
C HayyHOI TOYKM 3pEeHHUs HCCeNOBaHUE TOCEACTBUI
YK€ U3BECTHBIX MyTalMii (M UX BIIUSTHUSI HA PA3BUTUE MO3-
ra peOGeHKa) MO3BOJISIET MOHSATh OCHOBHBIE TTPOLIECCHI U~
senroreHe3a. BoaMoxxHo, 4To 3Ta MUHMOPMALIUS OCTYKUT
17151 pa3pabOTKU HOBBIX CITIOCOOOB JICUeHUsT — TaK Ha3bIBa-
eMOIi «TapreTHoi» Tepanuu snuierncuu. [pu snuiencuu
CYLLECTBYIOT pa3HbI€ TUIIbl HACJIEIOBAaHUSA: MOHOTEHHOE,
WJIM MEHJIEJIEBCKOE Hac/Ie0BaHKE; MYIbTH(haKTOPHOE Ha-
cJieloBaHME; MUTOXOHIPUAJIbHBIN THIT HACIeA0BaHUS (Ma-
TEPUHCKUIN, WIM LIUTOIUIa3MaTUYECKUi1); WMITPUHTUHT;
rnepenaya IMOTOMCTBY XpOMOCOMHBIX aHoMasuii. Cyie-
CTBEHHBINA TIPOPBIB JOCTUTHYT B U3YYEHUU MOHOTECHHBIX
snuiencuii. B 6ivkaiiiiee BpeMsl B CBS3U C yIydIllIeHUEM
J1abopaTopHOil 0a3bl KPYIHBIX YYPEXKIACHW, 3aHUMAalo-
IIMXCS AMAarHOCTUKOM M JIedeHneM SImiericuu, B Poccun
OXMIAETCY YBEJIMYEHUE YHCIIa TEHETUYECKUX UCCIIeI0oBa-
Huii B aToi obnactu. [loaToMy BaXXHO MOHMMATh, KAKOB
QJITOPUTM T€HETUYECKOTO TECTUPOBAHUS TIPU STTUIICTICUU.
Ha nam B3misiz, oH TpenycMaTpuBaeT HeCKOJIBKO KIMHU-
YECKUX CUTYALIUA.

Ilo mosryyeHHBIM ~ KJIMHUYECKUM U JIaOOpaTOPHBIM
JNAHHBIM MBI MOXEM TPEANOJOXUTh HaJIMYUE OIIpele-
JICHHOI MOHOT€HHO HacCJIeyeMOii 3IMUJICTICUM Yy peOeH-
Ka. Ha cerogusmHmii 7eHb ONMMCAHO JOCTATOYHO MHOTO
MOHOTEHHBIX 3Mujerncuii (B Tabauile mpuBeaeHa TOJIbKO
YyacTh W3 HUX); WHOTAA, TIPU OMHOM BIUJIEITUYECKOM
CUHAPOME YCTAHOBJIEHBI MYTAlIMU Pa3HbIX TEHOB.
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benoycosa E.JI. u coagm. AKTyasbHBIE BOTIPOCHI IETCKOIT HEBPOJIOTHU

Tabauya. Tensl, MyTamui KOTOPbIX HAEHTH(HIMPOBAHDI IPH MIMONATHYECKUX dMIenTIIecKux cunapomax (Ottman R. u coast., 2010

B Momucukamn) [1, 2]

Cunmpom Jlokyc Ten [IponykT rena
CHHIPOMBI C HAYAJIOM B TIEPBbIii rOJ1 JKU3HA
J1oOpokavyecTBEeHHbIE CEMEHbIE HEOHATAIbHBIE 20q13.3. KCNQ2 Kv7.2 (xanmweBsIii KaHaT)
CyIOpOTH 8q24 KCNQ3 Kv7.3 (kanueBbIit KaHaT)
Jlo6pokavyecTBEeHHbIE CeMeiTHbIE HEOHATAJIbHO- 2q23—q24.3 SCN2A Navl.2 (HaTpueBbIii KaHa)
VHGbAHTWIbHBIE CYJOPOTH
Oraxapa CUHAPOM 9q34.1 STXBPI CHHTaKCUHCBS3bIBAIOLINIA IPOTEUH |
Xp22.13 ARX Aristaless-related homebox protein
CriazMbl ¢ pAHHUM HavyajioM Xp22 STKY9/ LvkiMnH3aBUCUMBIIA
CDKLS KMHA30IOA00HBIN TTPOTENH 5
X-clerieHHbIe THOAHTUIIBHBIE CITa3Mbl Xp22.13 ARX Aristaless-related homebox protein
CHHIPOMBI ¢ YaCThIMH (heOPHIBHBIME CYTIOPOTaMH
Cunnpowm JIpase (TsoKemnast 2q24-31 SCNIA Navl.l (HaTpueBbIii KaHAa)
MUOKJIOHNYECKAasT SMUIETICUST
MJIaJIeHUYECTBA)
[eneTnueckas (reHepaii30BaHHas) 2q24 SCNIA Navl.1 (HaTpueBblii KaHaT)
SMIIETICHUS C (PeOPMITBHBIMU CYJOPOTaMU TLTIOC
(GEFS+) 19q13.1 SCNIB B,-Cyb6benunuua
(HaTpueBbIf KaHAN)
5q34 GABRG2
http://www.ncbi. Y,-CyObenununa
nlm.nih.gov/ (TAMK-A peniernitop)
Omim/getmap.
cgi?1604233
Jlerckast abcaHCHasI SMUJICTICUS 5q34 GABRG2 Y,-Cy0obenununa
¢ hbeOpMIbHBIMU CYIOpPOTraMu (TAMK-A peuenrop)
Onuierncus 1 yMCTBEHHAs! OTCTAJIOCTb, Xq22 PCDH19 [IpoTokanxepuH
OTpaHWYEHHAs! TUIIAMU XXEHCKOTO T0J1a
N nnonaTtnyeckue reHepan30BaHHbIE SMIIENCHI
AGcaHCHas SIWIETICUS ¢ pAHHUM Ha4aJoM 1p35—p31.1 SLC2A1 GLUT1
(TpaHcnopTep IIIOKO3bI TUIT 1)
IOHomeckass MUOKIIOHMYECKas SITUICTICUS 5q34—q35 GABRAI a,-Cybpennnuna
(TAMK-A perniernirop)
6pl12—pll EFHCI
EF hand motif protein
DoKaJibHbIE IMUIIETICHH
AyTOCOMHO-TOMUHAHTHAasI HOUHAsI JIOOHAs 20q13.2—ql3.3 CHRNA4 a,-Cyonenunuua (nACh penenrtop)
SIUJIETICUS 1921 CHRNB2
8p21 CHRNA2
AyTOCOMHO-TOMUHAHTHAs MapliuaibHas 10q24 LG11 benok ¢ yacTeiMU MOBTOpamMu

SIUJICTICHA CO CIIYXOBbIMU CUMIITOMaMU

Dnuiencuu, aCCONNHPOBAHHBIE C IPYTUMH MAPOKCU3MAJILHBIMI HAPYIIEHUSIMH

IenepannzoBaHHas SIMMIETICUST 10g22 RCNMAI
C IAaPOKCU3MAJILHOW IUCKUHE3UeEN

DNUIeTcusi ¢ TapoOKCU3MaTbHOM IUCKUHE3UEH, 1p35—p31.3 SLC2A1
TPOBOIIMPYEMOii (PU3MIECKO HATPY3KOU

AOcaHCHasl STIWIETICUS Y STTM30MYECKAsT aTaKCUsl 19p13 CACNAIA
DokanbHasK SMUAJIETICUST ¥ SITM30IUIeCcKast 12p13 KCNAI
aTakcust

CeMeliHast TeMHUIUIETUYECKASI MUTPEHb U BITH - 1q21-23 ATPIA2

JICTICUA
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(TpaHCcTIOpTEp MIIOKO3BI TUII 1)
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Korma MBI 4eTKO TpencTaBisgeM, C KakKoi WMEHHO
TeHETUYECKN NETCPMUHUPOBAHHOM JIUJICTICUEH MBI
CTOJIKHYJIUCh, MOXHO TTOATBEPIUTH €€ HATMINE TIOMCKOM
Hanbojiee YaCTBIX, XapaKTEepPHBIX IUIA Hee MYTalluii.
[IpencraBisger UHTepeC OMpeneIeHIUEe MyTAIIAA TIPU BCeX
TIEPEYNCIICHHBIX B TabyuIle amwierncusx. Ho c mpakTu-
YeCKON TOYKM 3peHUST Hambosiee BakHa TeHETHIecKas
nuarHoctuka cuHapoma dpase. Cunnpom [paBe (Tsoke-
JlasT MUOKJIOHWYECKass STWICTICUS MIIAJICHIICB) MOXET
CITY>KUTh IIPUMEPOM YCTICIITHOTO TPUMEHEHUST TeHEeTUIe-
CKHUX METOMIOB JIUIS TOHUMAaHUS STUOJIOTUM U TTaToTeHe3a
3aboyieBaHMsA. MOHOTeHHas Tpupoia cuHIpoMa Jlpase
OBLTa MOKa3aHa OTHOCUTEILHO HeTaBHO BBISIBJICHUEM Ha-
nboJjiee 4acTON MyTallMy reHa O -CyObeIMHUIIBI HaTpUE-
BbIX KaHasioB — SCNIA [3]. BaXXHO OTMETUTh, UTO y TEX
10% marmeHTOB, Y KOTOPHIX HE BHISIBJICHBI YaCThIe MyTa-
uun reHa SCNIA, xapaktepHble mjis cuHapoma Jlpase,
OOHapYXWBAIOTCS BapHWallMKM YKCa KOIMI XPOMOCOM-
HBIX CETMEHTOB, BKJTIOYAIONINE MEJCIIAI0 VUTHA MTYTITKA-
IO 3K30Ha, HECKOJIbKMX 9K30HOB U 11eJI0r0 reHa [3].

[eHeTMUecKasi AMAarHOCTMKA TIpHWBeSia K YTOYHEHUIO
dbeHoTHUMa 3a001eBaHMUs. AMOHCKIE MCCIeNOBATEI Ha-
GJTIOTAJTN TPYITITY TTAIIUEHTOB C «ITOTPAHUIHBIM» CHIIPO-
MoM [paBe. Y nauneHTOB He ObUIO MUOKJIOHUI, TeHepa-
JIN30BaHHBIX CITAlK-BOJIHOBBIX pa3psimoB Ha DI, y yactu
OOJTPHBIX OTCYTCTBOBaJIa 3amepkka pa3sutus. B 70%
cilydyaeB ObUIM OOHApyXeHbl XapakTepHble MyTauuu [3].
IeHeTMUeCKOE TIONTBEPXKICHUE AMAarHo3a He TOJBKO 3a-
BepIllaeT TUATHOCTHUYECKUIA TTOMCK, HO U TIO3BOJISIET OIT-
TUMU3UPOBATh TepaInio, TaK Kak M3BeCTHA 3(PheKTUB-
HOCTh OTAETBHBIX AHTHIMWICIITUICCKUX TIperapaTon
IIpu 3ToM cuHIpoMe. K Tomy Ke MBI MOXeM ITPOTHO3M-
poBath TeueHUe 3aboeBanus. B 95% ciyyaeB Myranuu
reHa SCNIA Bo3HukawT de novo, 4To obJyieryaer mpo-
rHO3 netopoxaeHus. M3yyeHue (peHOTUIIOB, CBA3aHHBIX
C MyTallMsIMU TeHa HaTPUEBBIX KAHAIOB, TIPUBEJIO K OITH-
CaHUIO «CUMITTOMAaTUIeCKOW WHOAHTUILHON MYJIBTH-
(oxanpHoOlt snwiencur» (y3 M35 MaUMEHTOB HalLIA
myTtauuu reHa SCN 1A, xapakTepHble 1151 cuHapoMa [pa-
Be). Y IalMeHTOB OTMEUAIOTCs Pa3HbIe TUITHI (POKATBHBIX
MPUCTYIIOB, MyJbTU(OKaTbHbIE pa3psiabl Ha DO u Hop-
ManbHass MPT-kapTuHa rosoBHoro mMoara [3].

He tak 3HauMMO ¢ MpPaKTUYECKON TOYKU 3pEHUS Te-
HETMYECKOE TECTUPOBAHMWE TIPU CUHAPOME T'€HEpaIn30-
BaHHOW snwiencuu/dedpuibHble cyaoporu rmoc [1].
Kpome myrauuii Toro xe reHa SCNIA, uaeHTUGULMPO-
BaHbl Mytauuu reHoB SCNIB, GABRGZ2. Cnektp deHo-
TUTIOB ITUPOK — OT IMPOCTHIX (heOPWIBHBIX TPUCTYIIOB
1 (eOPWIBHBIX TPUCTYIIOB IUTIOC Ha «MATKOM» KOHIIE
CIIEKTpa 10 MAOKJIOHUYECKN-aCTaTHIECKOM STMIICTICUI
U cuHApoMa JlpaBe Ha «TspKeJIoM» KOHLIE criekTpa. Takxke,
Kak mpu cuHapome pase, B 10% ciydaeB 1 6ojiee oTMe-
qaroTcsl (hOKabHBIE TPUCTYITBI — ITO3TOMY PEKOMEHIY-
eTcs M3MEHUTh Ha3BaHWE CUHAPOMAa Ha «I€HETHYECKYIO
BMNUIETICUI0 ¢ PeOPUIbHBIMU cyaoporaMu Tuttoc». Onpe-
NeJIeHO, 4TO (PEeHOTHMIT He 3aBUCUT OT XapakTepa MyTa-
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uuit. HecMoTpst Ha TO 4TO 3Ta 3nujerncus Oblla onucaHa
B OOJIBLIMIX CEMBSIX C TOMUHAHTHBIM TUTIOM HACJIeJOBaHUSI
C HU3KOW MEHEHTPAHTHOCTbIO, OOJBIIMHCTBO CJIy4aeB
MOTYT ObITh criopaguyeckuMu. Ckopee BCero, UMEeT Me-
CTO CJIOXKHOE€ MOHOT€HHOE HacjeldOBaHUe, MPU KOTOPOM
pazHoobpasue GeHOTUIOB OIPEEIISIOT He TOJIbKO JOMU-
HaHTHbIE TeHbI, HO U IpyTUe (MOKa He U3BECTHBIE) (haKTO-
phlI [3]. MyTaiuu oOHapyXUBaIOTCsl JOCTATOYHO PEIKO —
B 1—5% Bcex ciayuaeB. T.e. ¢ MpaKTUYECKO TOUKU 3pEHUS
TeHETUYECKOE TECTUPOBAHUE IMPU 3TOM CUHAPOME IOKa
He SIBJISIETCSI HEOOXOIMMBbIM, M PUCK POXJAEHUSI pedeHKa
C JAHHBIM CUHIIPOMOM B 1LI€JIOM HEBEJIUK.

Janeko He Bcerna Mbl MOHUMAaeM, C KaKOi WMEHHO
GopMOIl TeHeTMYeCKU NEeTePMUHUPOBAHHOW SMWIETICUU
“MeeM JIeJIo, U Toraa HEOOXOAMMO MCKIIIoYaTh cpa3y He-
CKOJIbKO SMWIETNCUIA cO CXOXUM (heHOTUNIoM. OCcoOeHHO
aKTyaJleH TMOMCK T€HETUYECKOW 3TUOJIOTMM B CUTYallWH,
Korma y pebeHKa KMMEeT MECTO 3MuenThyeckasi HIe-
dayonatus, T.e. Ta SMUIETICUS, TP KOTOPOH MPUCTYIIbI
W/WJM nAaenTu@opMHasi aKTUBHOCTh BBI3bIBAIOT per-
pecc pas3BuTHsl pebeHka. K reHeTnuecku JeTepMUHU-
POBaHHbBIM BMWIENTUYECKUM BSHIEGDATONATUSIM MOXHO
OTHECTH TaKoe KaracTpoduyeckoe 3MUICNTUYECKOe 3a-
6oneBaHre, Kak cuHIpoM Ortaxapa (35% ciydaeB KOTO-
poro BbI3BaHbl MyTauuei reHa SNXBPI), uHdaHTUIbHbIE
crasmbl ¢ paHHUM HavyajioM (Mmytaumu STK9/CDKLS5
BeIsIBIISTIOTCS Y 10—17% manyeHToB), X-CUEIUIEHHBIE MH-
(aHTUIBHBIE crla3Mbl (MyTanuu reHa ARX — y 5% nanu-
€HTOB) U MHOTHe Jipyrve. Bce 9T CMHAPOMBI MPOTEKAIOT
TSKEJIO U HEUYBCTBUTEIbHBI K aHTURIUIEITUUECKON Te-
panvu; OHU IOCTaTOYHO CXOXU MEXIy coOOi KIMHUYe-
CKU U 3nekTpoaHuedanorpapuyecku. Iloaromy B Mupe
ceifyac MUCMONB3YIOT ClELMaTbHbIE JIUATHOCTUYECKUE
MaHeau JUisi onpeaeseHrss HauboJjiee 4acTbIX MyTalluid,
BBI3bIBAIOIIMX 3TU 3a0ojieBaHus. Tak, MaHejab, KOTOpas
WUCTIONB3YETCsl ISl AMAaTHOCTUKM TEHETUUYECKUX SITUJIEeT-
TUYECKUX dHIIeaTOoNaTUi, UCIOIb3yeMasl B IEHTPATbHOMI
SMUJIENTOJOTNYECKOM KinMHUKe B lanuu (r. JuaHanyHn),
COMIEPKUT HE TOJIbKO MapKepbl Ha MyTalu reHoB STKY,
CDKLS5, SNXBPI, ARX, HO v MHOTME ApYyrue, BKIIIOYast
MyTalWu, XapaKTepHbIe AJIs1 pa3BUTUSI TYOEPO3HOIO CKJle-
posa u epougHoro aunodycirHosa. Hekoropble naHenu
comepxart 10 30 MapKepoB MyTallvii, CBOMCTBEHHBIX 3ITH-
JIETITUYECKUM DHIIeasonaTusiM y IeTeit MEPBbIX ABYX JIET
>KWU3HU, U YyTb MEHbIIIEe KOJUYECTBO MapKepOB ISl Apy-
rux Bo3pacTtHbIx rpynm [4]. TlonTBepxneHue xapakTepHoii
MyTaluu OOBSICHSIET PE3UCTEHTHOCTD AMUJIETICUU, TTO3BO-
JIIeT u30exaTb OeCIoIe3HbIX NUAarHOCTUYECKUX TECTOB.
OOBIYHO 3TU MyTallMM BO3HUKAIOT de novo, 4YTo BaxKHO
TSI MEAUKO-TEHETUYECKOTO MPOTHO3a.

IeHeTnyeckue uccaeqoBaHUST MO3BOJISIIOT MO-HOBOMY
B3IJISIHYTh Ha €1le OMUH KaTacTpo(UUeCKU 3MUIEHTU-
YECKUI CUHAPOM — DBIUJIENTUYECKYIO 3HIEehATONaTUIO
C IMPOJOIKEHHOM CIaiK-BOJHOBOM aKTMBHOCTBIO BO CHE.
M3BecTHO, 4TO 3TOT CUHAPOM SIBJISIETCSI YaCTUYHO OOpa-
TUMON BO3PACT3aBUCUMMOI 3MWIENTUYECKON 3HIedato-
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TaTHel, IS KOTOPOil XapaKTepHa TpHaga CHUMITTOMOB:
TIPOIOJDKEHHAs  CITaliK-BOJTHOBAsT aKTUBHOCTh BO CHE
(CMH. SJIEKTPUYECKUI SIMICTITHYECKUI CcTaTyc B (hasy
MEJICHHOTO CHA), CYAOPOTd W HEHPOIICHUXOJOTUYECKUE
Hapymenus. [IpumepHo B '/, BCex cTydaeB MbI HE MOXEM
YCTAaHOBUTb 3THUOJIOTUIO 3TOTO TSKEJIOro 3aboJieBaHusl,
KpOME TOTro, IaXe IMPH YCTAHOBJIEHHON 3THOJIOTMU Hesic-
HO, TOYEeMY Yy JIeTeil B ONpe/eIEeHHOM BO3pacTe HayMHa-
eTCs aKTWUBAIUS SIMICNTHGOPMHON aKTUBHOCTH M pa3-
BUBAETCSl JIEKTPUYECKUN SMUICTITUYECKUI CTaTyCc CHa.
UpesBblyaitHO IpUMeYaTesieH TOT (akT, uto y 17,6% neteit
C 3TUM CHUHIPOMOM OOHapyxeHa mytauusi reHa GRINZA,
Komupytoiero a-cyorenuuuity NMDA-peuentopoB [5].
MyTtanusi Toroe reHa Oblla OOHapyXeHa y 9% nereit
¢ cunapomom Jlannay—KneddHepa, npu 3Tom oHa oTCyT-
CTBOBaJla TIpM Ipyrux 3HIedatonarusax [6]. Bo3moxHo,
YTO 9TO OJIMH W3 T€HOB, MYyTalIMM KOTOPOTO 00YCJIOBIMUBA-
IOT BBICOKYIO 3ITJICTITOTeHHOCTh MO3Ta pebeHKa TP JaH-
HBIX CHHAPOMAaX, BBI3bIBAas YacThIe IMPUCTYITHI U PErpecc
TCUXOpEYeBOro pas3Butusi. Mapkepbsl Mytaiuu GRINZA
BKITIOYEHBI B OOJIBIIIMHCTBO JAMArHOCTUICCKUX TTaHeNei
0 3nwtericud. MBI HajmeeMcsl Ha TO, 9TO B OJvpKaifiiie
TOIBI TIOJNIYYMM BO3MOXKHOCTH HCITOJIB30BaTh ITONOOHBIE
yutbl 1 B Poccuiickoit deneparmn.

B 8% Bcex ammrenTIIecKUX HIeaoNnaTHii (TaM, TIe
HE HaXOISIT MOHOTEHHBIX MYTaITWiT) OTIPEeISIIOTCS BapHra-
LMK YUCJIa KON XPOMOCOMHBIX cerMeHTOB [7]. Bapuanuu
guciia KO — 3TO B TeHETUYECKOTO ITOJTMMOpGhU3Ma,
K KOTOPOMY OTHOCSIT pa3InIMs MHIUBUIYATbHBIX TCHOMOB
ITO YMCITy XPOMOCOMHBIX CETMEHTOB pa3MepoM OT 1 ThIC.
IO HECKOJIBKMX MWUTMOHOB Tap OCHOBaHWA. OHU BO3HU-
KaroT B pe3yJIbTaTe HecOaTaHCMPOBAHHBIX XPOMOCOMHBIX
rnepecTpoeK (Aeeluii U TyTIMKaluii). YKazaHHbIe Bapra-
LIV MTHOT/A BBISIBJITIOTCS TIPY KAPUOTUITMPOBAHUH, HO TTO-
JapJisitoniiee OOJLIIMHCTBO OOHAPYKUBAETCSI TIPU CPaBHU-
TETbHO TE€HOMHOW THMOPUIM3AIlMU U ITOJTHOTEHOMHOM
cekBeHMpoBaHuu [8]. Pesynbratom Bapualuu 4yucia Ko-
A MOXET OBITh KaK CHIKEHUE, TaK W TIOBBIIIICHUE YUCIIa
KOMWI TeHa W, CJIef0BaTeIbHO, U3MEHEHUE 2KCIIpeccruu
npoaykTa reHa — 6enka. [IpruMeHeHue 3TUX METOIOB IO-
3BOJIIET YTOUHUTH T€HETHIECKYIO MPUPOLY MHOTHMX SITH-
JIETICHIA, B TOM YUCJIE SMAICITHICCKUX SHIIChaTOTTATHIA.
Tak, B uccnenmoBanun C. Lund wu coast. (2013) [9] y38%
MalMeHTOB ¢ cuHApoMoM JleHHokca—IacTo ObUIM BBISIB-
JIEHBI PelKUe Baphalliy YMCIia KO, KOTOPBIE, BUTUMO,
MMeTY BIUSTHYAE Ha (heHOTHT, ay 19% GONBbHBIX Bapyaliin
Yuciia KO 6€3 COMHEHUS SIBJISUTUCH TPUIMHON 00JIC3HY;
y 3 TTaIIMeHTOB ObLTN BHISIBJICHBI M3BECTHBIC XPOMOCOMHBIC
cunapombl (22q13.3; 2q23.1; MECP2). CpaBHutenbHasI
reHOMHasl TMopuau3zanus noctynHa B Poccuu, ocyniects-
JISIETCSl B HallleM WHCTUTYTe BJlabopartopuu MOJEKyJIsip-
HOM IIUTOTCHETUKMA HEPBHO-TICUXUIECKUX 3a00JIeBaHUI
(o1 pyKOBOACTBOM JI-pa Med. Hayk, npod. C.I. Bopca-
HOBoI1). B Mupe BemeTcs mouck BapualMii Ynciaa KOMuid
TIPY CaMbIX Pa3HBIX HEBPOJIOTHIESCKUX M TICMXUATPUIECKIX
3200J1eBaHUSIX, BKJTIOYAsH SMUJIETICHIO; UX YUYET U COMOCTaB-
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JICHWE KIIMHUIECKUX 1 TEHETUIECKMX JaHHBIX B UTOTE TT0-
3BOJIUT OINMMCATh HOBbIE KJlacchl 6ojie3Hei [10].

Ecnu Bce BbIIIIETIepeynCICHHBIE METOIBI HE TIPUBOMIST
K ITOATBEPKICHUIO TEHETHIECKON TTPUPOIBI 3a00JIeBaHMSI,
TO BBIXOIOM SIBIISIETCSI TIOJTHOTGHOMHOE CEKBEHUPOBAHIC.
B CIIIA u EBpone pa3pa®oTaHbl U BHITTOJHSIOTCSI IPOEKThI
10 MOJIHOTEHOMHOMY CEKBEHUPOBAHUIO TPU PE3UCTEHT-
HbIX anuencusx. KoHeuyHo, aTo goporoe uccienoBaHue,
npeciieayroniee B OCHOBHOM HayuHble Lieau. Kpome toro,
B €ro pe3y/ibTaTe y OMHOrO MalyeHTa onpeaensiercs: 60Jb-
I10e KOJIMYECTBO Pa3HbIX MyTaIlvil (KakK IpaBWJIO, COTHU)
W TPYITHO BBIYWICHUTH MyTAlIUY, BHI3BIBAIOIIVE STTHJICTICHIO.
JUIs1 9TOTO  TIOJTy9eHHbBIe MYTaIlii CPaBHMBAIOT C MMEIO-
muMcst 6aHKOM JaHHBIX. Ecii cXoXuX MyTarwii He Haxo-
IISIT, TO TIPUXOIUTCST TIPOBOIUTH TTOJTHOTEHOMHOE CEKBEHM-
pOBaHUE Y 3MOPOBBIX POIUTENICH TAIleHTa W CpaBHUBAThH
TEHOTUITHI peOCHKA W POTUTENICH B HANIEKIE BBISIBUTH 3HA-
YUMBIC MyTAIIAH.

Brimie o6cyknanachk IMarHOCTUKA MOHOTCHHBIX 3ITH-
JIETICUA 1 OYEBMJHO, YTO OHA MPENCTABJsIET COOOM J0-
BOJIBHO CJIOXHBIN nipouiecc. Ho camast 6onbiuast mpobdaema
B TCHETMUECKMX MCCIICIOBAHUSIX SMWICTICUA 3TO YTOYHE-
HHMe TEHETWKHU WIMOMATUYECKUX (TeHeTUYECKUX) TeHepa-
JIM30BaHHBIX 3MWICTICUA. MIX OCHOBHBIC XapaKTePUCTUKU
— BbICOKas MOMyJsiimoHHast yacrtota (6osee 1 Ha 1000 Ha-
CeJIEHUSI); BCTPeUaeMOCThb 3a00JIeBaHUsI CPed POACTBEH-
HHMKOB BBIIIIE, YeM B OOIIICH TOIYJISIIMMA;, OTCYTCTBUE CO-
OTBETCTBUSI MEHJIEJIEBCKOMY HACJIe0BaHUIO; 3aBUCUMOCTh
pucka 3a00JieBaHUsI OT CTETIEHU POICTBA — MOATBEPKIAIOT
MyJsTUdaKTOpUaIbHOE HacaenoBaHue. BoamoxxHo, He0O-
XOIMMO YJacTHe HECKOJIBKMX T€HOB B MX Pa3BUTUU HAPSIITY
¢ (hakTOpaMu BHELITHEH Cpelibl (10 CUX TTOP HE OMPEAEIeHO,
KaKMMU UMEHHO). YUCII0 TeHOB, ONpeessionux mojaoo-
HbIE COCTOSIHUSI, TAaKXe HEWU3BECTHO. TeM He MeHee yBe-
JIMYeHUE BapMalldidi YMCiia KO TEHOB M XPOMOCOMHBIX
CETMEHTOB y MTAIIMEHTOB C UAMOTIATUYECKUMU TeHEePaTN30-
BaHHBIMM SITWJICTICUSIMU YKa3bIBAET Ha TO, YTO OTIpeeIICH-
HBIE CTPYKTYpHbIE M3MEHEHUSI TEHOMa MOTYT COCTaBJISITH
3HAUUTEJIbHBII PUCK pa3BUTHs anuierncuu [1, 3].

B uiesioM, coXHBIE MOJIEKYJISIDHBIE MCCIIEIOBAHUS
MTOKA3bIBAIOT,  YTO OOJBIIMHCTBO  PACIPOCTPaHCHHBIX
SIWJICTICUN  TIOJIUTEHHBI (33 UCKITIOUCHUEM  OTICITBHBIX
MOHOTEHHBIX COCTOSTHMIA), ¥ MBI TIOKa HE MMeeM JoKa3a-
TEJIbCTB TOTO, YTO KAKOW-TO 'eH OMNpeAessieT 3HAUUTEIb-
HBIN WM CPeTHE3HAYNTEIBHBIA PUCK PAa3BUTHUST STIVIICTI-
cuu [1, 3]. Tem He MeHee uaeHTUdUKALIMS TEHOB, KOTOPbIE
YBEJMUMUBAIOT PUCK 3a00JI€BaHUsI, B OyayllleM OINpeneuT
BJIMSIHUE MyTallMil Ha HEMPOGhU3UOIOTHIO U Pa3BUTUE MO3-
ra ¥ OOBSICHUT IPOLIECCHI, JIeXalllle B OCHOBE Mpeipaco-
JIOXXEHHOCTHU K cynoporaMm. C KIMHUYECKOH TOUKU 3pEHUSI
9TO MPUBEAET K YTOUHEHMIO MarHo3a y Jiofiei, KOTopble
CTPa/IaloT SMWIETICUEN, UK K MpeacKa3aHuio MaHubecTa-
1MW STWICTICUA Y JTIOICH ¢ PUCKOM €€ Pa3BUTHS (HAIpH-
Mep, MPU CEMEIHOIA OTATOLIEHHOCTH).

OmHUM 13 COBPEMEHHBIX U IEPCITEKTUBHBIX METOIOB
KOPPEKIIMY TIATOJIOTMIECKUX HApYIICHWA B HEBPOJIOTUN
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SBJISICTCST HEMPOMOIYJISIINS, TIPENCTABIISTIoNIasi CO00it Te-
pareBTHYeCKOe WM3MEHEHWE aKTUBHOCTHM IICHTPATBHHOM,
TreprepryecKoll VT BETETaTUBHOM HEPBHOM CUCTEM
ITOCPEICTBOM AJIEKTPUICCKUX WJTH (DapMaKOJIOTHUECKIX
BO3IEHCTBUI C MCITOJIb30BAaHUEM WMIUIAHTUPYEMBIX CH-
creMm [11]. PoxneHveM neavaTpuueckoil HEMpOMOmyIisi-
v B Poccun moxHo cuutats 2011 1., Korma B riepeyeHb
JOPOTOCTOSIINX BHUIOB MEIUITMHCKOM ITOMOIIM OBUTH
BKJTIOUEHBI KBOTHI TI0 HEHPOXMPYPTUH, TIO3BOJISTIONTNE (he-
JEpaTbHBIM  YIPEKICHUSIM TTOKYTIaTh Y UMIUIAHTUPOBATh
HEHPOMOMYJIMpPYIONE YyCTpOlCcTBA. B aToTke Tmepuon
OBUTM 3apeTMCTPUPOBAHBI TIperapaT Jimope3an (Kumkast
¢dopma OakinodeHa), YCTPOWCTBO Uil MHTpaTeKaIbHO-
ro BBeleHUs Juope3aa — OakinodeHonass nommna (ITB)
IUTS JICYCHUS CITACTUYECKOTO WM TUCTOHMYECKOTO CHUHIIPO-
MOB M cTUMYJIsITOp Omyxnaromiero HepBa (VNS) s ne-
YeHMs (hapMaKOpPE3UCTEHTHBIX (hOpM STMIeTICHH. TakuMm
00pa3oM, BCOYETAHMU C PpaHee 3aperuCTPUPOBAHHONM
CUCTEMOW CTUMYJISIIUU TIYOMHHBIX CTPYKTYP TOJIOBHOTO
mosra (DBS) B Haleli cTtpaHe MOsIBUIACh BO3MOXHOCTb
WICTIOJTh30BaTh BECh CIEKTP HEHPOMOMYISIIMOHHBIX TEX-
HOJIOTHIA, pa3pelieHHBIX IS IPUMEHEHUS B TiequaTpude-
CKOW ITPaKTHKE.

3HaueHNe TaHHBIX COOBITUI TPYIHO TIEPEOIICHNUTh, TaK
kak o ceeaeHusiM BO3 3220121 (MHbOpMaLIMOHHBIN
6roteteHb Ne 999) snmiencust BhISIBISIETCS B 4—6 ciyda-
sx Ha 1000 HaceneHus 1 TONBKO Y 70% TallieHTOB yaaeTcsT
JOCTHYb TTOJIOKUTENTLHOTO 3dhdeKTa MTpr KOHCePBAaTUBHOM
Tepan. OCTaTbHBIM OOJBHBIM TIOMOYb MOXHO TOJIEKO
XUPYPTUYECKU, U IETeW, HyXKTAIOIIUXCS B OIEPATHBHOM
JledyeHuu, y Hac B ctpaHe okoso 20 000. ITomoOHast ke cu-
Tyalusi IMeeT MeCTO C JICUeHUEeM CITaCTUYECKOTO U TUCTO-
HUYIECKOTO CMHIPOMOB. OCHOBHOI KOHTHHTCHT OOJTBHBIX
— JIETH C AETCKUM IIepeOpaTbHBIM TTapainaoM. ExeromHo
B CTpaHe NAHHBIA TUAarHO3 cTaBWTCS Oosee dem 6000 me-
Teit [12], n3 HUX, KaK MUHMMYM, '/, NIMEET BBIPaXEHHBIE
CIIaCTUYECKME M3MEHEHUS. [MIEepTOHYC MBI SBIISIETCS
OCHOBHOI{ MPUYMHOM KaK CTpaIaHusI, TaK W OTPAHMICHUSI
JIBUTaTeJIbHbIX BO3MOXHOCTE AeTeil. DDheKTUBHO Kynu-
pPOBaTh BBIpAXXEHHBIC HAPYIICHWs] TOHYCa MOXHO TOJIBKO
XUpYpruyeckum mytem. Takum oGpasoM, B Poccuiickoii
Deneparu ceifgac cueT neTeit, KOTOPBIX MOXKHO N30aBUTh
OT CTpaJaHWii ¥ TaTh COBEPIICHHO HOBBIC BO3MOXHOCTH
IUTST pa3BUTHSI Y COIIMATM3AIINM, UIET He Ha COTHU U JaXke
He TBICSYM, a Ha JIECITKU ThICSTY. Ho B HacTosiiiee BpeMst
B CTpaHe ocyluecTsisieTcst He 6ojiee 200 HelipoMOmyIupy-
IOIIVX oTieparvii B rof. Elrie MeHbIe BBITIONMHSIETCS pe3eK-
IIMOHHBIX U IECTPYKTUBHBIX OTIeparvii mpyu apMakope3n-
CTEHTHOM 3MWICTICUU U IETCKOM IlepeOpaibHOM apajinye,
XOTSI TOpCaTbHAST PU3OTOMMSI 1 Pe3eKIIMOHHBIC OTTepaIlin
npoBoadrcs yxxe 6osee 50 yietT. Takoe Manoe KOJUYECTBO
PE3eKIIMOHHBIX U IECTPYKTUBHBIX OTepaIfii OOBSICHICTCS
HECKOJIBKUMU TIPUIMHAMU: (DYHKIIMOHATBHAS XUPYPTHSI
Bceraa ObuUIa yIeJoM «B3pPOCIbIX» HEHPOXUPYProB, U MPO-
GJIeMBI B IMEUATPUH PEIIAIOTCS TT0 «OCTATOYHOMY TIPHH-
LIMITY»; OTIEPAIIMN Y IeTell CBS3aHBI C TPABMATUIHOCTHIO,

NEPELJOBAS

CJIOXKHOCTbBIO, OOJIBLION UIUTEIbHOCTBIO, TO3TOMY BbICO-
KUM PUCKOM OCJIOXHEHUH U (caMoe IJIaBHOE) HeoOpaTu-
MOCTBIO HaHOCHMOM TPaBMBI TOJIOBHOMY WJIM CITMTHHOMY
MO3TY.

HIMeHHO TTPOCTOTOM, MaJloif TPaBMaTUIHOCTBIO 1 BO3-
MOXHOCTBIO MHIMBUIYAJILHOTO ITOA0O0pa 03kl Tiperapara
WM SJIEKTPUIECKOTO BO3NCHCTBYS OOBSICHSCTCS TOT (haKT,
YTO MEHBIIIE YEM 32 J1BA TOJIa KOJIMYECTBO HEMPOMOIYIUpY-
IOLLMX OTepalvil NPeB301LLUI0 YUCIO PE3EKIIMOHHbIX Olle-
PATUBHBIX BMEIIIATEIBCTB. DTO, HECMOTPS Ha TO YTO TEXHO-
JIOTMY HOBbIE, & YCTPOICTBA I0POTHE.

[I1aBHOE TTPENMYIIIECTBO HEMPOMOIYJIUPYIOIINX TEXHO-
Jioruit epes TabaeTMpOBaHHBIMU TpenaparaMu 3aKkiiodya-
€TCs B TOM, YTO TP UCTIOTh30BaHMH 0aKIIO(heHOBOM TTOM-
Bl TIperiapar IMOCTYITaeT HEMOCPEACTBEHHO K CIIMHHOMY
MO3IY, 3TO MO3BOJISIET JOOUThCS KIMHUYecKoro addexra
npu no3upoBke B 5000 pa3 MeHbIlIei, YeM Ipu nepopasib-
HOM TmpuMeHeHuu. Takke ynmaercs u30exaTb Hexelsa-
TeJIbHbIX MOOOYHBIX d(PGHEKTOB (TOUTHOTHI, PBOTHI, TOJIO-
BOKPY:KCHMSI, allaTUH, JCTIPECCHH M Ip.) W TOKCHMUYECKOTO
BO3IEHCTBUST TIpemapara Ha opraHu3M. CIpaBeTMBOCTH
pamy, HeOOXOMUMO OTMETUTh, YTO HEMPOMOIYJISIIVS 00J1a-
aeT TIPUMEPHO TaKoM ke 3(h(OEKTUBHOCTHIO, KaK U OT-
KpBITBIC OTIeparviy 1, Kak JIro0oe XUPpypruieckoe BMela-
TEJIbCTBO, COMPSIKEHO C OCJIOXKHEHUSIMU, HO MOCTIEeIHUE
MEHee IPO3HbI U JIeTye KyITUPYIOTCSl.

HecMmoTpst Ha BRICOKYIO CTOMMOCTH HEMPOMOMYIUpY-
JOIIUX YCTPOWCTB, WX MPUMEHEHNE SKOHOMMYECKU IIeyie-
CO00pa3HoO, TaK Kak MO3BOJISIET YMEHBIIWTb KOJUYECTBO
TTOCTYTUICHUI 1 CPOKU TIPeOBIBAHST OOJTbHBIX B CTAIIOHA-
pe, n306exXaTh WM 3HAYUTETTbHO CHU3UTh KOJMYECTBO Op-
TOTIEANIECKUX BMEIIATEIBCTB (IMCIIO KOTOPBIX Y OOIBHBIX
C IETCKUM liepeOpaibHBIM TMapajinuoM aocturaer 10—12
B TIEPBBIC JIBE JCKaIbl JKU3HU), CHU3UTH KOJIMYECTBO U BhI-
PaXEHHOCTb OCJIOKHEHWI TOcje OMNepaTUBHBIX BMellla-
TeabCTB. VIMEHHO MO3TOMY MCIIO/Ib30BaHUE OaKiIoheHOo-
BBIX TIOMIT SIBJISICTCSI «30JIOTBIM CTaHIAPTOM» B JICUCHUH
CITaCTUYECKOTO TMTIEPTOHYCA MBIIIIII,

HecomHeHHo, uro BapceHane (YHKIMOHAIBLHOTO
XUpypra IOJDKHBI OBITh PE3eKIIMOHHBIC, IeCTPYKTHUBHBIE
W HEUPOMOIYJTUPYIOIIE METOIWKHM, TaK KakK HU OIHa
13 HUX He TapaHTupyet 100% ycriexa v y KaXmoit ecTh CBOI
MalMeHT, Ho Oyayliliee, 0e3yClIOBHO, 3a HEMPOMOMYIUPY-
JOITUMH TEXHOJIOTHSIMHU TIOTOMY, YTO OHM MaJIOWHBA3WB-
HBI, BEICOKOYIIPABIISIEMBI 1 00paTuMBbl. CaMU TEXHOJIOTUHN
CTPEMUTENBLHO Pa3BUBAIOTCS, OJarofapst Y4eMy yCTporUCTBa
YMEHBIIIAIOTCS B pa3Mepe, YBEIMIMBACTCS WX CPOK KM3-
HHU, TTOSIBIITIOTCSI BO3MOXHOCTH WX TPAHCKYTaHHOMW TION-
3apsanky. HelipoMomymsaimst 1aBHO IIarHy/ia 3a TPaHWIIBI
HEHPOXUPYPIUU, TIMPOKO UCTIONB3YeTCS B KapIUOJIOTUH,
AHTMOJIOTUM, TACTPOSHTEPOJIOTUU, YPOJIOTUH, MPOKTONO-
MW, aHAPOJIOTHH W APYTUX 00TACTSIX MEMUITUHEL. Y3Ke TT0-
SIBIJTUCH Pa0OTHI, TOKA3bIBAIOIINE, YTO CAaKpaTbHAsI CTUMY-
JIALAS CTONB ke 3P GheKTUBHA Y MeTel, KaK 1 Y B3POCITBIX,
a CITMHAJTBHYIO CTUMYJISIITIIO MOXKHO C YCITEXOM HMCITONTB30-
BaTh y IETel CO CacTUYECKOi HUXKHel naparuierveit. Bee
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CKa3aHHOE TOBOPUT O TOM, UYTO y HeiipomoayJsitiuu B Poc-
cuu OoJbilioe Oymyuiee, KOTOpOe MO3BOJIUT PAAUKaTbHO
U3MEHUTb KauecTBO XWU3HU NIeTel ¢ (hapMaKope3UCTeHT-
HOW 3MWIETNICUEN U JETCKUM LIepeOpaIbHBIM MapaInuOM.

Hapynienust HepBHO-TICUXUUYECKOTO Pa3BUTHUSI, KOTO-
pble B 3HAUUTEJBHOI CTeNeHU OOYCIOBIMBAIOT WHBAIM-
NU3aLMI0 JIeTel, MPEACTaBISIOT aKTyalbHYIO MpoOJeMy
JUTSI IeIMaTPUM, UMEIOLIYI0 HE TOJIbKO MEAMIIMHCKOE,
HO 1 OTPOMHOE MEIMKO-COLMalIbHOE 3HaueHue. Pac-
MPOCTPAHEHHOCTh TSKEbIX (DOPM OTCTaBaHUSI B HEPB-
HO-TICUXMYECKOM Pa3BUTUU COCTAaBJISIET B €BPOIEHCKON
noryssituy  1:1000, cpemHeTsbKeabIX U JISTKUX ee (popM
(BKJTIOYAsI IIKOJBHYIO HeycIieBaeMocTh) — oT 2 1o 10%.
IprMeHeHre HOBEHIIMX AHAIUTUYECKUX TEXHOJIOTUH,
TaKMX KakK XpOMAaTO-MaccC-CIEeKTPOMETPUSI, Ta30KUIKOCT-
Hasl U BbICOKO2(DEeKTUBHAS XKUIKOCTHAst Xxpomatorpadusi,
MOJIEKYJISIPHO-TEHETUYECKHE, LIUTOTEHETUYECKUE METO/IbI
U MOJIEKYJISIPHO-LIUTOTEHETUYECKUE UCCIeOBaHUS, T10-
3BOJIWJIO UAECHTUDUIIMPOBATh MHOXKECTBO HOBBIX 00JI€3-
Heli yeJoBeKa, CKPbIBAIOLIMXCS MOJl MACKOW Pa3HOTo poaa
CHUHIPOMOB Y CUMITTOMOKOMILIEKCOB, 3TUOJIOTUST KOTOPBIX
OCTaBajIach HESICHOMA.

IIporpecc memuaTpuyeckoil Hayku U MPaKTUYECKOTO
3PaBOOXPAHEHUS] HA COBPEMEHHOM 3Tarle B 3HAYUTEIbHOM
CTENEeHU 3aBUCUT OT BHEJPEHUSI METOJ0B MOJIEKYJISIPHOI,
OMOXUMMYECKON U KIMHUYECKOW reHeTuku. Crano oue-
BUJHBIM, YTO B TPOUCXOXKIEHUHU YMCTBEHHOI OTCTAIOCTU
y IeTeil 3HauuTeNIbHas POJib MPUHAUIEXKUT HACTIEICTBEH-
HbIM (hakTopam. [1pu aTom TsKesbie OpMbI YMCTBEHHO
OTCTAJIOCTU OOYCJIOBJIEHBI, IJTABHBIM 00Pa3oM, XpOMOCOM-
HBIMU MYTALIMSIMU Y BPOXIEHHBIMU MMOPOKAMU PA3BUTUSI
Mosra. Ha o0 reHHbIX MyTalluii MpuxoauTcst He 0oJiee
20% TpUIMH TsoKeToM (hopMBI OTCTaBaHUS peOeHKA B pa3-
BUTWHU, HO UX YIEJIbHbI BEC 3HAYMTEJBHO MOBBILIAECTCS
TP CPETHETSIKEIbIX U JIETKUX (hopMax.

Hapynienust ncuxonornyeckoro pa3BUTHSI U MOBeE-
HMSI LIMPOKO PACHPOCTPAHEHBI U YaCTO BXOMSAT B CUMIITO-
MOKOMILJIEKChI Pa3IMUHbIX, B TOM YUCJIE€ HACIEICTBEHHBIX,
3a00JieBaHUI IETCKOro Bo3pacta. B To ke Bpemsi 3amauu
nuddepeHIIMaTbHON TUarHOCTUKY U JISYEHUsT IETel ¢ He-
BPOJIOTMYECKUMM 3a00JIEBAHUSIMU, COMTPOBOKAAIOIIUMUCS
HapyllIeHUSIMU TO3HABATEJIbHBIX (DYHKIIMIA, pa3pelieHbl
JTaJIeKO He MOJIHOCThIO. B HacTosiiee Bpemsi He orpesesie-
Hbl MAaTOT€HETUYECKUE MEXaHW3Mbl OOJbIIMHCTBA (HOpM
TaKUX HApYLIEHUIA, UMEET MECTO HEAOCTATOK MPUMEHEHUS
COOTBETCTBYIOIIMX AMATHOCTUUECKUX MapKepoB. bosbiioe
KOJIMYECTBO PA0OT ONpeesisieT aKTyalbHOCTb YCUIUM, Ha-
MpaBJIEHHbIX KaK Ha U3YYEHUE TM3IHEPTETUUECKUX OCHOB
MATOHEBPOJIOTMYECKUX COCTOSTHUI Y HApYLLIEHUI BbICLIEN
HEPBHOM JESITeIbHOCTU, TaK U HA aHAJIN3 NICUXOMNATOJIOTU-
YEeCKUX MPOsIBJICHUI O0JIe3HEe, CBSI3aHHbBIX C HAPYLIEHUSI-
MM KJIETOYHOTO 3HeproodMeHa [12]. BHumanus tpedyror
HOBbIE KJIMHUYECKKE U JJAOOpaTOpHbIE AMArHOCTUYECKUE
MOAXOJbI U, CAMOE [JIABHOE, HOBbIE CITOCOObI JIEYEHMSI Ha-
PYLIEHUH MCUXOJIOTMYECKOTO Pa3BUTHS U TTOBEICHMUSI.

B nocnenHee necsituietve B MeIULIMHE aKTUBHO pa3-

benoycosa E.JI. u coagm. AKTyasbHbIE BOTIPOCHI IETCKOI HEBPOJIOTHU

BMBAacTCSl TaK Ha3bIBaeMOE «METabOIMIeCKOoe Harpaspiie-
HHe», (hOpMUPYIOIIee TPEICTaBICHUE O PO MUTOXOHII-
PUATTHHBIX HAPYIICHWIA (TKAHEBOM TUTIOKCUW) B Pa3BUTUHI
W TEYCHUHM CaMbIX Pa3HOOOPA3HBIX MMATOJOTMUECKUX TIPO-
neccoB [13]. BTo e BpeMsl HapacTalliee YMCIO Hayy-
HBIX PabOT W SMITUPUIECKH BhIsBIsIeMast 3((HEKTUBHOCT
SHEPrOTPOITHOM Tepaniy B OTHOIICHWW ONTUMU3AIIIN
(YHKIIMOHMPOBAHWS HEPBHOM CUCTEMBI CBUICTETHCTBYIOT
0 TOM, 9YTO OOJIBIIIYIO POJIb B Pa3BUTHM BHIIICYKa3aHHBIX
MMATOTeHETUYECKNX MEXaHW3MOB WIPAIOT PacCTPOCTBa
3aHeproobmeHa [14].

AHaM3 TOKa3aTeell OOMEHHBIX IIPOIIECCOB Y NeTeit
¢ neuMToM BHUMAHUS W TUTICPAKTUBHOCTBIO, HapyIe-
HUSIMA TEMIIOB TICMXWYECKOTO pa3BUTHsI, TTPOBEICHHBIN
Ha 6a3e MockoBckoro HWUU nenuatpuy u neTckoil xu-
PYPTUM, BBISABWI TPU3HAKKM THIIOKCUIECKOTO CHHAPOMA,
TTOBBIIIEHNST aKTUBHOCTH TIEPEKUCHBIX TIPOIIECCOB M aHAd-
pOOHOTO MIMKOIU3a, TUChYHKLMU (ochaTHO-KATbIIUEBO-
ro obMeHa M OMO’HEePreTHKU. Pe3ysraThl TICHXOJIOTIYe-
CKOT'O TECTUPOBaHUS B TMHAMUKE Y IeTel ¢ HAPYIICHUSIMHU
TICUXOJIOTUIECKOTO PA3BUTHS W TIOBENCHUS CBUACTEITBCT-
BYIOT O ITO3UTWBHOM BJIMSTHUM SHEPTOTPOITHOM Tepariu
Ha MHTEJUTEKTYaJTbHBIC TTOKa3zaTeld. B yacTHOCTH, ToCie
Kypca MeTaboJTMIeCcKOi Teparu Obl1a ycTaHOBJIEHA O01Iast
TeHICHIIMS YTyJIIeHUS TToKa3aTesiei maMsITh 1 BHUMaHWSI,
OTMEYAJIOCh YJIyYILIEHUE ITOKa3aTesieii KpaTKOBPEMEHHOM
TTaMSITH B CPAaBHEHUH C UCXOIHBIM 00CIIeIOBAHKEM.

OnHuM 13 HauboJiee CIOXKHBIX 3a00JIeBaHUN, KaK B 11~
arHOCTHUKE, TaK W TePaNleBTUIECKON KOPPEKIINH, SBIISICTCS
PaHHUWI NETCKUN ayTu3M. PesymbraThl MOMYJISIIIMOHHOTO
WCCIICNOBAHUST BBIABWIM MUTOXOHAPHUATBHBIC HapyIe-
Hus y 7,2% maumeHToB ¢ aytuaMoM [15]. B To ke Bpems
Pe3yJIBTaThl IPYroro KOHTPOJIMPOBAHHOTO MCCIICIOBAHMSI,
MPOBENICHHOTO AMEPUKAHCKON MEIMIIMHCKON accola-
IMeH, TIPEAITOoNaraloT HATMINEe MHUTOXOHIPUATLHOU ITHC-
dyaxmm y 80% meteit ¢ paHHUM IETCKAM ayTH3MoM [16].
OueBUIHO, TaKasl Pa3HMIIA B JAHHBIX JIUTEPATYPhl MOXKET
OOBSICHITBCS Pa3HBIMA KPUTEPUSIMKM BBISIBIICHUSI MUTO-
XOHIPUATBHBIX HapymeHui. [1oaToMy 0co60r0 BHUMaHMS
TpeOYIOT HOBBIC KIMHUYECKHUE W JIab0paTOpHbIC MTUArHO-
CTHYECKUE TTOIXOMBI OTIpee/ICHIsT HapYIIICHUI TKAHEBOTO
SHeprooOMeHa IPY CUHIPOME paHHETO JETCKOTO ayTHU3Ma.

[Ipu TpoBeICHNM  ITUTOXUMHWYIECKOTO  MICCIICIOBAHUS
yIoeTeil ¢ KIMMHWIECKWMMM TIPOSIBICHUSIMA PAaHHETO JeT-
ckoro aytuama (MHUMU neauarpuu u aeTckoit Xupyp-
MK) OBLUTH BBISIBJICHBI TeTePOTeHHBIC TIPU3HAKK HapyIe-
HMIA KJIETOYHOTO 3HeprooOoMeHa. [loiydeHHBIC TaHHBIE
TTO3BOJISIIOT  TPETIONOXUTh  ITAaTOTEHETUYECKYI0  POJTb
paccTpoiicTBa 3HEpProoOMeHa B Pa3BUTHM TIPOSIBICHUI
aytusma y aeteii. Y 46,8 % narueHToB (C MOBBIIIIEHUEM aK-
TUBHOCTHM CYKIIMHATIETUIPOTeHA3bl B TUMGOIMTaX) OHU
CBUJICTEJIECTBYIOT O HECTICIM(PUUECKOM  «HATIPSTKEHU»
MUTOXOHAPUATBHBIX (YHKIIMIA, YTO Haubojiee BEPOSITHO
0OBSICHSIETCSI KOMIICHCAaTOPHBIMYM MeXaHWU3MaMW. BaxHo
OTMETUTH, 9TO 3(PGHEKTUBHOCTh SHEPTOTPOITHON Teparuu
y TaKWX IeTell OTHOCUTEIBHO HEBBICOKA. Y 31% marmeHToB
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C MOHMKEHHOM aKTUBHOCTBIO 3TOro (hbepMeHTa O4YeBU[I-
HO UMEET MECTO 3HeproaedUIIMTHOe cocTosiHUe. B To Xe
BPEMS TIPUMEPHO y '/, OONBHBIX C ayTM3MOM, GoJee yB-
CTBUTEJIbHBIX K 9HEPrOTPOITHOI Teparuu, Xapakrep J1abo-
pPaTOpHBIX TMOKa3aresiell (CHUXEHUE aKTUBHOCTU CYKIIW-
HaTIETrMApOreHas3bl, BBIPAXKEHHOE CHUXKEHUE aKTMBHOCTU
ruiepodocdaraeruaporeHasbl 1 rIyTaMaTaeruaporeHa-
3bl, MOBBIIIEHNE KOHUEHTPAUWU MPOAYKTOB MEPEKUCHOTO
OKMCJIEHUSI JIMIUAOB, U3MeHeHue KoaddulveHra jak-
TaT/MUPyBaT) CBUIETEIBbCTBYET O HAIMYUM OOJiee cepbes-
HOH TMOJIMCUCTEMHON MUTOXOHIApUATbHON AUChYHKIWU,
BO3MOXHO UTpalolliell 3HAUYUTEIbHYIO MAaTON€HETUYECKYIO
POJIb B pa3BUTHUU HapyLEHUI BbICIIE HEPBHOM AesTeNb-
HOCTH.

KowmrmiekcHast sHeproTponHasi Teparnusi paHHero AeT-
CKOTO ayTM3Ma CHOCOOCTBYET YJIYUIIEHUIO KIMHUYECKON
KapTHUHBI 3200/1eBaHUs. Y MAaLEHTOB U3MEHSETCS IOBe-
JIEHVE B BUJIE YMEHbIIEHUS BBIPAXKEHHOCTH CTEPEOTUITHBIX
NBWKEHUN W TMIEPAKTUBHOCTH, YIydllaloTcs MO3HaBa-
TeJIbHble (DYHKIIMU, KOHLIEHTPAlUSI BHUMAHWSI, YBEJIUUN-
BaeTcsl 00beM aKTUBHOM pedu, UTO B LIEJIOM CIIOCOOCTBYET
MOBBILLIEHMIO KAUECTBA XXU3HU JAHHBIX NMAalIUEHTOB U UX Ce-
MeH.
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