opUrMHanbHble cTaTby | original articles

Y[IK: 616.896-053.2
https://doi.org/10.31146/1682-8658-ecg-233-1-65-70

BY-NC-SA

HapylweHua nuwesoro nosegeHua y geten

C paCCTpOVICTBOM dYTUCTNYECKOTO CMEKTPA: FTEHETUYECKNE aCNEKTDI

Tymeriok O, lobaHos M.E!, YepHeHkos tO.B!, Ipo3rosa O.C.>3 Kypbaros PC!,

Py6buos A.A, ABaksaH A.M., Anumaromenos A, Abaynaes M.A!

OrbOY BO «CapaToBCKuii rocyAapCTBEHHBIN MeANLIMHCKIN YHBepCUTET MeHn B.I. Pazymosckoroy,
(yn. bonbwasn Kaszaubn, 112, r. Capatos, 410012, Poccus)

~

OCI «HayuHo-nccnefoBaTenbCkUin KIMHUYECKUIA MHCTUTYT neanatpum um. akagemuka tO.E. Benstuiwesa» GFAOY BO PHAMY mnm. HM. Muporosa
MwH3gpasa Poccun, (Mocksa, Poccus)

w

DepnepanbHoe rocyfapcTBEHHOE aBTOHOMHOE 06pa3oBaTe/bHOe yupexaeHue Bbiclero 06pa3oBaHna «POCCUIACKN HaLMOHANbHbIN
nccnefoBaTenbCkUi MeaUUMHCKUI yHBepcuTeT nMern HM. Minporosa» MmnHMcTepcTBa 3apaBooxpareHna Poccuinckon Oepepaumm,
(yn. OcTpoBMTAHOBA, A. 13, Mockea, 117997, Poccus)

[Ons yutrpoBanusa: fymeniok O, NlobaHos M.E., YepHerkos t0.B., [posHosa O.C,, KypbaHos PC,, Py6uos A.A., AakaH A.M., Anumaromenos N.A,
Abaynaes M.A. HapyuweHua nuLLeBoro nosefieHna y AeTei C pacCTPOMCTBOM ay TUCTMUYECKOrO CNeKTPa: reHeTUYeCKMe acneKTbl. JKCneprMeHTanbHan
W KIMHUYecKan racTpoaHTeponorua. 2025;(1): 65-70 doi: 10.31146/1682-8658-ecg-233-1-65-70

lymeHtok Onbra MropeBHa, K.M.H., JOUEHT Kadepbl rOCMUTanbHON NeAnaTpui U HEOHATONOr UK

JlobaHoB Muxaun EBreHbeBuY, Bpau-neavaTp, OpAMHaToOp Kadeapbl roCnUTanbHON NeamnaTpumn 1 HEOHaToNorn YepHeHKoB
YepHeHKkoB Opuin BaneHTMHOBMY, 4.M.H., NpOdeccop, 3aBeAyiolnii kadeapor rocnTanbHON NeAMaTPUN U HEOHATONOT UK
lpo3Hosa Onbra CepreeBHa, [.M.H., [1aBHbIN HayYHbI COTPYAHWK OTAENa ETCKON KapAWONOrin 1 apuTMONOrnm

Kyp6aHoB PawunpaxaH CenmmxaHoBWY, CTyLeHT neagnaTpuyeckoro dakynsreta

Py6uoB ApKaanin AnekceeBuY, CTyeHT NeAnaTpruieckoro dakybreTa

ABakaH ApMaH MXnTapoBuY, CTYAEHT NefnaTpruyeckoro dakybreTa

AnumaromepnoB M6parum AnmaroMeoBuY, CTyeHT NeAMaTPUYeCcKoro Gakynsreta

A6pynaeB Maromeaxabub Anvesuy, CTyaeHT NeanaTprueckoro Gakynbreta

Pesiome

PaccTpoiicTBo ayTucTueckoro cnektpa (PAC) — rpynna 3aboneBaHuid, C npucylimumy npobnemamu B COUManbHon Kom-
MYHUKaUMK 1 NTPOABNEHUAMM CTEPEOTUMNHOMO NOBEAEHUA, YaCTO CONPOBOXAAIOWMMICA PA3NUYHBIMI CONYTCTBYIOLLMMM
3aboneBaHVAMN. HapylieHna NuLLeBOro noBefieHrs — ofiHa U3 Hambosee pacnpoCTPaHEHHbIX, HO YaCTO UTHOPKPYEMbIX
npobnem y aetein ¢ PAC, BcTpeuatowasca y 51-89% aeTelt € 3TM pacCTPONCTBOM. B pamKax JaHHOrO MccneoBaHs Obin
NPOBEAEH aHaNM3 reHeTMYeCKmX GakTOPOB, CBA3AHHDBIX C HAPYLIEHVAMM NULLEBOrO NoBeaeHUA y aeTel ¢ PAC, C npumeHeHem
MOJSIHOreHOMHOTO CEKBEHMPOBaHWA 1 CeKBeHMPOBaHWaA no CaHrepy B BbIOOPKe 13 28 fieTeil. bbiny BbIABNEHbI NaToOreHHble
MyTaUWUW B HECKONbKIMX reHax, Takux kak ANKRDT1, ARID1B w UBE3A, koTopble BAMAIOT Ha HEMPONAACTUYHOCTb U CEHCOPHOE
BOCMpuWATME. Pe3ynbTaThl MCCNELOBaHMA NOAYEPKMBAIOT HaMMKe CBA3W MEXAY HApyLUEHMeM NuLeBoro noseaeHna npu PAC
VI TEHETUYECKUMM MyTaLMAMI. TTOHUMaHKe 3TUX reHeTUYeCKIX GaKTOPOB MOXKET MPKBECTU K pa3paboTke 6onee IGHeKTUBHBIX
EDN: IURCQC METOZI0B JleUeHNA 1 KOPPEKLMM HapyLLIEHUI NMLIEBOTO NoBeieHs, 0becreurBas BOIMOXHOCTb A NEPCOHANN3MPOBAHHOTO

noAxofda B Tepanuu. 370 NccnefoBaHne NOATBEPKAAET BaXKHOCTb BKITIOYEHNA TEHETNYECKOTO TECTUPOBAHUA B KNTMHNYECKYIO
NPaKTUKy AnA bonee TOYHOro NPOrHo3a 1 ynyyweHnAa Ka4ecTBa Xn3Hu netew ¢ PAC.

KntoueBble C10Ba: pacCTPOMCTBO ayTUCTMYECKOrO CMeKTPa, AeTU, MUTaHWe, HapyLUeHre NMULLEBOro NoOBeAeHA

KoHbnMKT mHTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBUM KOHGNVKTA MHTEPECOB.
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Summary

Autism spectrum disorder (ASD) is a group of disorders with inherent problems in social communication and stereotypical
behaviour, often accompanied by various comorbidities. Eating disorders are one of the most common but often neglected
problems in children with ASD occurring in 51-89% of children with the disorder. This study analysed genetic factors
associated with eating disorders in children with ASD using a whole-genome sequencing and a Sanger sequencing in
a sample of 28 children. Pathogenic mutations in several genes such as ANKRD11, ARID1B and UBE3A, which affect neuro-
plasticity and sensory perception, were identified. The results of the study emphasize the link between eating disorders
in ASD and genetic mutations. Understanding these genetic factors may lead to the development of more effective
treatments and management of eating disorders allowing for a personalised approach to the therapy. This study confirms
the importance of the incorporating genetic testing into a clinical practice to better predict and improve the quality of
life of children with ASD.
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PaccrpoiictBo ayTuctuyeckoro cnexkrpa (PAC) - rpyn-
11a 3a607eBaHNUIi, C MIPUCYLUIUMY TPOOIEeMaMH B CO-
L[MaIbHOM KOMMYHMKALVY U NIPOABIEHNAMM CTe-
PEOTHUIIHOTO NOBEfIeHN A, TPeOYIOMMNX TIATe/IbHOTO
M3Yy4YEeHUA A1 ONTUMMU3al M KaK IMAarHOCTUKH, TaK
u ctparernu nedenus [1, 2]. CormacHo mociefHUM
DaHHBIM, 0KOo 1% [2, 3, 4] MupoBOro HaceneHMs
JeTell CTpafaloT PacCTPONICTBAMMU ay TUCTUIECKOTO
CIIEKTPA, YTO O 4ePKMBAET BaXKHOCTD IIPOJIOTKEH N A

nccnefoBauuit B aroit obmacru. PAC vaie BcTpeva-
I0TCA Y MY>KYMH, YeM Y )KEHIIVH, IPUMEPHO B COOTHO-
menuu 4:1. Y mereit ¢ PAC 4acTo BBIABASIOTCS TaKle
COITYTCTBYIOIIVIE PACCTPONCTBA, KAK YMCTBEHHAs OT-
CTaJIOCTh, TPEBOXKHBIE PACCTPOIICTBA, CUHADPOM Hedu-
L[UTa BHUMaHUA ¢ runepakTuBHOCThI0 (CIIBI), sHypes,
SMNJIETICUS U pacCTPOVCTBA MUIIEBOTO OBEEHN
[6-10]. ITo omenkam, okono 70% mereit ¢ PAC numeroT
KaK MMHUMYM OJJHO CONMyTCTBYIOlee 3ab0neBaHue,
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YCIOXHSAIee TUATHOCTUKY U Tpebylolljee MHOTO-
IpaHHOrO MOAXo/a K iedennio [11]. HapyeHus nuie-
BOTO IOBEJIeHN I — Of{Ha 3 CAMBIX PacCIIpOCTPaHEHHbBIX
U, BMeCTe C T€M, YaCTO HeJIOOLIeHEHHBIX IIPOOIeM Y Jie-
teit ¢ PAC, Tak 1o CTaTMCTMYeCKUM JaHHBIM Hapy-
HmIeHN A nuieBoro nosefeHuA npu PAC cocTaBagoT
ot 51% mo 89% [12, 13, 14]. IucdyHKuMA OUILIEBO-
IO MOBEJeHN, Y JAHHOI IPYIIIBI HaljMeHTOB, Yalle
BK/II0YaeT OTpaHMYEHHBI BBIOOP MPOJYKTOB, TH-
MePYyBCTBUTENBHOCTD MV TUIIO-4yBCTBUTETbHOCTH
K TeKCTypaM, TeMIlepaType 1 BKycaM IINIIH, @ TAK)Ke
PasIMYHbIX PUTYa/IOB U OCOOEHHOCTET B IIpolecce
npuéma numu [13, 15, 16]. IloguepkuBas KOHTEKCT
M30MpaTebHOTO MUTAHNU S, BAXXHO OTMETUTD, YTO
metu ¢ PAC yacTo oTfjaloT npejnoyTeHe IpogyKTaM
C BBICOKNM COfiep>KaHJeM YITIeBOLOB U )XUPOB, B TO
BpeMs KaK OBOILIY U PPYKThI 3a4aCTYI0 MCK/TIOYAIOTCS
U3 UX PAL[MOHA, yBEeIMINBAsI PUCK Pa3BUTHUS U30bI-
TOYHOTO Beca ¥ oxupeHus [13, 17]. [JaHHbIe IN1eBbIe
paccTpoiCTBa 3aTparnBaloT Kak ¢pusndeckoe, Tak
U IICUXO9MOILIVIOHAIbHOE PasBUTHE JieTeil, co3fjaBas
TOTIOMHUTENbHYI0 HATPY3Ky Ha MX Ka4eCTBO KM3HIL.
Y meteit ¢ PAC napyuienye NuieBoro CTaTyca MoXeT
6BITH CBSI3aHO C HEJPOAHATOMUYECKMMU Pa3INIL-
AMM B HECKOJIKMX KPYITHBIX HEMIDOHHBIX CUCTEMAX,
BKJII0YasI IOOHO-BUCOUHYIO U TOOHO-TEMEHHYIO 00-
JIACTU, MUHIATIEBUHO-TUIIIIOKAMIIAa/IbHBI KOMIIIEKC,

MaTtepunanbl n metoabl

B mpoBenéH aHaIN3 MCTOPMIL 60/IE3HY U pe3yIbTa-
TOB reHeTUYeCKUX MCCIeJOBaHNIl, BK/II0Yas MOTHO-
reHoMHoe cekBeHnposaHue [JHK u cekBennpoBaHne
o CaHrepy, cpepu 28 meTeit B Bo3pacTe oT 3 1o 18 net
(cpemumit Bodpacrt 6,943,6 51eT), KOTOpble HAXORWU/INCD

Pe3synbTatbl

B xope uccienoBaHus pacupefeneHue 1o noay co-
CTaBJIANIO: Ma/NbuuKOB — 18 (64%), nesouek 10 (36%).
IIpu aHaMM3e IOTHOTEHOMHOTO CEKBEHUPOBAHM S
[IaTOTeHHbIe BapMaHTHI B TeHaX BbIsBIEHBI y 18 ma-
[[MIEHTOB, y OFHOro peGeHKa Obla BbIsAB/IEHA TaH-
IeMHas JyIUIMKalusA Ha 4-11 XpOMOCOMeE, y BTOPOTO
Ha 10-7t xpomocome. OCHOBHBIMM XanobaMu Haiu-
€HTOB IIpy 06paleHN K Bpady ObUIM CIeYIOLIe:
3ajlep>KKa [ICUX0-PeueBOro pa3BUTUA Y BCEX HETelt,
HapylleHMe COLManbHOro KounTakTa — 20 (71%), cre-
peotunuu - 17 (61%). Curgpom feduiura BHUMAHUS
u runeppeaktuBHocty (CIBI) guarHocTupoBan
y ABYX Mal[MeHTOB, YMCTBEHHasl OTCTA/IOCTD MMeIa
MecTo ¥ 3 (10%) m snmiencusa u arpeccuBHOE IO-
Begenne — 5 (17%) nmanuenTtoB. ITaronorus nuie-
BapUTe/NIbHOrO TpaKTa Habmogamacs y — 11 (39%).
ITpo6eMbl CBsI3aHHBIE C INIEBbIM TOBEAEHMEM IIPU
ofpamuu K Bpayy BbIckasbiBanu — 78% (n=22) mna-
uueHToB. Ilonmudarns 6pi1a xapakTepHa fns — 64%
(n=18), n36MpaTenbHbI aNIeTUT (BKYCOBbIE U TEK-
CTYpHBIE IPEAIOYTEHN A UK U T.11.) — 32% (n=9),
nukanusM (moeganne HechbemoOHBIX Beleir) — 21%
(n=6), HemepeHOCHMOCTD I1I0TEHA — 7% (n=2), He-
[IePHOCUMOCTD GefiKa 1 TaKTo3bl 1o 4% (n=1), rumo-

MO3’Ke4YOK, 6a3anbHble TAHIINY, & TAKXKe [ePeJHIO0
¥ 3aHIOIO TTOSICHY0 M3BMINHY [18, 19], ¢ comyTcBylo-
muM fgrucbamaHcoM B paboTe CUCTEMBI HEPOTPaHC-
MUTTEPOB, BKJII0Yas cCepoTOHNUH, fodpammuy, TAMK
U TTyTaMaT, KOTOpble HAIPAMYIO BAUAIOT Ha BOC-
npusATie nuiy u eé notpebnenne [20]. CBA3b MEXIY
resamu u PAC, B npefiennax HapyLleHNs NUIIEBOTO
MOBeJEHN S SAB/SIETCS BaXKHBIM, HO ITOKA HEJOCTATOY-
HO M3Yy4YeHHBIM acIeKTOM. MOXXHO IPeJII0oN0XKNUTD,
YTO B GOJIBIIMHCTBE Cy4aeB HapylleH)e NIIEeBOro
noBefeHnsa npu PAC cBA3aHO ¢ TeHaMu, KOTOpEIe
HapyIIalT HEPONIaCTUYHOCTh TOTOBHOTO MO3Ta,
11160 0Ka3bIBAIOT BIMsHNE Ha BOCIIPUATIE BKYCOBBIX,
TeMIePaTyPHBIX U JPYTUX CEHCOPHBIX CTUMYJIOB
y nanuenToB. Ha ceroguamnmit fenb PAC vame Bce-
IO aCCOUMMPYIOTCA C TeHaMM, MyTallMM B KOTOPBIX
MPUBOJAT K Pa3BUTHIO CIIeUPUIECKNX CUHLPOMOB,
3aTparupBaloliye B CBOeM IaTOreHe3e HellpoIIacTId-
HOTb, CPeAY HUX MOXHO BBbIJIe/INThb: CUHAPOM PeTTa
(MECP2), cungpom Anrenpmana (UBE3A), KBG-
curpgpoM (ANKRDII), cunppom Kodpduna-Cupuca
1, 6 tuna (ARIDIB, ARID2) u cunppom MapTtnHa-
Benn (FMRI) 1.5. [21-24]. VI3y4eHue u HOHNMaHMe
TeHeTMYeCKMX OCHOB HapyUIEHNU I NUIIEeBOTO CTAaTyca
y meteit ¢ PAC momoxer paspaborars 60/ee TOIHBIE
" 9QdeKTUBHBIE METO/BI T€UeHNS U KOPPEKIIMN Ha-
PYLIEHNII MNIIeBOTO MOBEJEHN.

mof HabnIOgeHMeM HefyMaTpa C FMAaTHO30M pac-
cTpoiicTBa ayructudeckoro crekrpa (F84, MKB-10).
ViccnemoBaHue OBIIO OCYIIECTBIEHO B MEIMUIIMHCKO-
TeHeTUIeCKOI TabopaTopum «IBOTeH» IIPH IOAJEPIKKe
brarorBopuTenbHOro ¢poHza «[€eHOM >KMU3HU».

pekcus - 11% (n=3). Oxupenne (SDS UIMT > 2.0)
6110 BBIAABIIEHHO Y 25% (n=7).

Y nmauueHTOB C pacCTPOMCTBOM ay TUCTUIECKOTO
CIeKTpa OblIN 0OHAPY)KEHBI CIefyIoliye IaTOreH-
Hble BapuaHThl BreHax: ANKRDII, MAGEL2, MYH3,
ELN, SETDI1B, TNRC6B, ARIDIB, SHANK3, ARIDIA,
MEDI3L, CTNNBI, NCOA1, KMT2D, MOSPD2,
NBEA, UBE3A, ASXL, CLCN4, ALDOB, GJB2, HDACS,
NONO, CDK13, MECP2. BoisiBNeHHbIe HapYLIEHNA
MUIEBOTO MOBEJJeHN S 110 OTHOIIEHUIO K MaTOIOTH-
YeCKUM IeHaM U aaCcOLUMPOBAHHBIM C HUMM CUH-
IApoMaM NpefCTaBIeHHBL 8 mabnuie.

leHeTUYecKas MaTOMOTUs ObIIa CBA3aHA C MMKa-
LIM3MOM U HEIIepeHOCHMOCTbIo 6enka B 100% ciydaes,
c mosudarneii — 72%, 151 u3bepaTebHOrO ANIEeTUTTA
CBsI3b OblIa XapaKTepHa B — 44%, runopexcus — 33%,
I7151 HEIIEpHOCUMOCTU TNI0TeHa cocTaBmna — 50%.
Boree 2-x HapyIeHMII TAI[€BOTO OBeeHN OBIIO Xa-
pakTepHo AnA cnypomux renos: ANKRDI11, ARIDIB,
MEDI3L, NCOA1, UBE3A, ASXL3, NONO. [1ns namu-
eHTOB (N1=4) MMEIOIINX HapyLIeHN A INIeBOTO OBeJ-
Hus 6BIIO BBISIBJIEHO HAa/INYMeE [BYX T€HETUIECKUX
MyTaumii, y 1 maruenTa 6b/10 BBIs/IEHO HATNYe TPEX
TeHeTMYeCKUX MYTalMIl.
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Tabnuua.
BbiAaBneHHble Hapy-
LIeHNA NNLEBOro
noBefieHns, CBA3aH-
Hble C NaToreHHbIMK
reHamm u accoumm-
poBaHHble C HUMW
CUHAPOMbI.

Table.

Identified eating
disorders associated
with pathogenic
genes and associated
syndromes.
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MaToreHHbIN

Mauvent AccoynnpoBaHHbiin cuHgpom (OMIM MAP
4 BapUaHT B reHe uump AP ( )
1 ANKRDII  KBG-cungpom (148050) Homdarus;
IInkanusm
2 MAGEL2 Cunppowm laada-JHr (615547) VisGuparenpipiit annerur (5 pa-
IIYIOHE TOTIBKO CIafIKe IIPOJyKThI)
JucranbHbll apTporpumnos, Tui 2A (193700);
JucranbHblil apTporpumnos, tTum 2B3 (618436);
CuH[IpOM KOHTPAKTYp, ITEPUTUA ¥ CIIOHAVIOKAP-
MYH3; .,
3 ELN moTap3anbHbIX cpamiernit, tum 1 (178110); IMonudarus
AyTOCOMHO-/JOMMHAHTHbIN CUHAPOM BAION KOXM
(123700);
Hapxmanausslit creHos aopTsl (185500)
Hapyurenne nHTeN/IeKTyaTIbHOTO Pa3BUTUA C CYyHO-
4 SETDIB; poramu u 3aiep>KKoit pedeBoro passutus (619000); Tomudarmns
TNRC6B 3agepyKKa pa3BUTHUA C peYeBBIMU U IIOBEJEHYECKI-
MU aHoManuaMu (619243)
IMonudarns;
5 ARIDIB Cunppom Kodpdnuna-Cupuca, Tun 1 (135900) Tiaruam
6 SHANK3; Cunppom ®enan-Mak/[lepmug (606232); et —
ARIDIA Cunppom Kodduna-Cupuc, Tun 2 (614607)
IInkanusm;
HapyureHne nHTeNIEKTyaTbHOTO Pa3BUTU
I'mnopexcus;
7 MEDI3L 1 ocobeHHBIe YepThI /TK1a ¢/6e3 ITIOPOKaMIM cepALa .
(616789) Vis6upaTenpHblit anneTur (B pa-
I[IOHE TOJIbKO C/IafIKVie POy KTHI)
Hapymenne pasBuTius HepBHOI CCTEMbI CO
8 CTNNBI CIIaCTUYECKOI AUIIernell U HapylIeHeM 3peHn s IMonudarus
(615075)
IMonudarns;
9 NCOAI PaccTpoiicTBa ay TMCTUYECKOTO creKTpa (602691) VI36epare/bHbI alIIETUT
(ecT TONBKO IPOTEPTYIO IUIILY)
10 KMT2D Cunppom Kabyku, tun 1 (147920) Henepenocumocts 6enka
1 MOSPD2; HapyureHne pasBuTiusA HepBHOI CUCTeMBbI C M/u 6e3 IuKammsm
NBEA paHHeilt reHepann3oBaHHOI anuencuy (619157) "
IMonudarns;
12 UBE3A Cunpom Anrenbmana (105830) Vis6uparensuptit anmerur (e ect
MSACHBIE IIPOAYKTBDI, U3 GPYKTOB
TONBKO 6aHAHBI, IUTPYCOBbIE)
. IMonudarns;
13 ASXL3 Cunpgpom Beitu6pupxa-Ponepca (615485) HerepesocHMocTs TioTeHa
Cunppowm Peitno-Kiaeca (300114);
CLCN4; BposkieHHas HellepeHOCUMOCTDb QPYKTO3bI
14 ALDOB; (229600); IMonudarus
GJB2 HecunpgpomanbHas HelfpoceHCOPHAas TyTOYXOCTh
(220290)
15 HDACS Cunppom Koprenus ge Jlanre, tun 5 (300882) IMonudarus
X-cueneHHOe CMHAPOMAaIbHOE HapylleHne MHTen-  Ilonndarus;
16 NONO
JIEKTya/IbHOTO pas3BuTHsA, TUI 34 (300967) IInkanusm
Bpoxx/ieHHbIe TOPOKM CePAIia, MNIIeBbIe [U3MOP-
17 CDK13 ¢bun u HapyLIeHNe MHTEIEKTYaIbHOTO Pa3BUTU S IMonudarus
(617360)
18 MECP2 Cunpgpom Perra () IMonudarus

O6cyxaeHne

Hapymennsa nnieBoro mopefgeHNs BCTPeYaIOTCA
y 78% manyenToB ¢ PAC, 4To Mo TBEpKAaeT BHICOKYIO
PacHpoCTpaHEHHOCTD ITOI IIPO6IEMBI CpeLV JAHHOI
TPy feTell. B MccnegoBanmum moxasaHo, 4ToO eTH
¢ PAC yacTo 1eMOHCTPUPYIOT TaKie TUIIMYHbIE HAPY-
IIeHM sl TUILeBOTO HOBefeH s, Kak nonudarus (64%),
n3buparenbHOCTb B intaHnm (32%), nukannsm (21%)
u runopekcus (11%). Ilono6HbIe paccTpoiicTBa HE
TOJIBKO BIMAIOT Ha PU3NIECKOe 3[,0POBbe (B TOM UMCIIe
Ha PUCK OKVMPeHNUs U AeUITA INTAHN), HO M 4aCTO
COIPOBOXK/AIOTCA IICUXOIMOIIMOHAIBHBIMU TPY/J-
HOCTAMU, TAKUMMI KaK CTPecc, TPeBOTa, TeM CaMbIM

ycyry6insasa npobieMsl ¢ connanusanmeil pebeHka.
Ba>kHO OTMeTHUTh, 4TO U3OBITOUHOE ITOTPebIeHe
IV WIV OTPAHNMYEHMSI B PallIOHe MOTYT OBITh CBS-
3aHBI C CCHCOPHBIMM HapyLIEHV MM, KOTOPbIE 4aCTO
XapaKTepHBbI U1 Pa3INIHBIX TeHETUYECKUX CUHIPO-
MOB, CBsI3aHHBIX C HapyIIeHeM HellpOITaCTUIHOCTH.
Cpepny 9acTO BCTPEYAIOINXCS PACCTPOIICTB Y TALN-
entoB ¢ PAC, moMumMo HapyuleHuit N1IeBoro nose-
HeHus, OBIIN AUATHOCTUPOBAHBI 3aflePXKKa IICUXO-
pedeBOro pa3BUTIsL, CTEPEOTUIINN, A TAK)KE CHHAPOM
mebuiura BHUMaHusA ¢ runepaktuBHocThio (CIIBI)
U SMIIETNICKA. DTH CONYTCTBYIOIME 3a60/IeBaHMA



opUrMHanbHble cTaTby | original articles

MOTYT BAMATDH Ha IPOABIEHNA PACCTPOICTB NulIie-
BOTO IOBeNeHMs M TPeOYIOT KOMIIIEKCHOTO U MH/Y-
BUJIyaZTM3MPOBAaHHOTO MOAX0/a B Tepanuu. [laHHbIE
TeHETUYECKOT0 aHa/IM3a OKasaIn, YTO MHOTYE U3 Ha-
PYILLIEHNIT NUIeBOTO IOBEMIeHNU A MOTYT ObITh CBA3aHbI
C TAaTOTeHHBIMM MYTAI[MAMU B OIIpeJie/IeHHbIX TeHaX,
Takux kak ANKRDI11, ARIDIB, UBE3A, SHANKS3,
MEDI3L n gpyrux. B yactHoctu, ren UBE3A (cuH-
IpoM AHreTbMaHa) ObLI CBA3aH C MMKAI[M3MOM I He-
IepeHOCUMOCThI0 6enka B 100% cnydaes, B TO BpeMs
kak reH ANKRDI1 (KBG-cnHApOM) accornmnpoBaics
c nonudarneit 1 u36MUpaTeIbHbIM anneTuToM. OFHO
U3 Hanbosee NHTEPECHBIX HAXOJOK HAIIleTo MCCIe-
TOBAaHUA ABAAETCA TO, YTO HApyIIEeHU NMUILEBOTO

BbiBOAbI

Hapymenns nuineBoro noBeleHus y fgeTeil ¢ pac-
CTPOJICTBOM ayTUCTUYECKOIO CIEKTPa ABNAITCA
pacIpocTpaHeHHOIT Mpo6ieMoit, TpebyoIeil BHU-
MaHUA B Ne4eHnN. [eHeTU9ecKoe TeCTupoBaHMe
TIOMOTaeT BBIABUTD MyTalluM, CBA3aHHbIE C 3TUMU
paccTpoiicTBaMM, JONONHAA 60/Iee TOUHDIN MOAXOS
B JIeY€HUY JaHHO TPy IIIbl HauueHTOB. [lonnmanne
TeHeTUYeCKMX NPUYMH HapYyLIeH il NUIIeBOTO I0-
BEJIEHMA MOXKET YNYYIIUTh JUATHOCTUKY U TIOMOYb
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