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Pe3tome. AyTamMbT € pa3CTpONCTBO HA HEPBHO-NMCUXUYHOTO pa3BuUTUE
Ha geTteTo. OB30pbT NpeacTaBsa reHeTUYHU, KINMHUYHU U bapMakoTepanesT-
WYHK HOBOCTM 3a 3abonsiBaHeTo. PonaTta Ha daktopuTe OT oKonHaTa cpega
CblWo e pasrnegaHa. Han-yecto (o1 1 go 4%) ce yctaHoBsABaT HapyLlUeHUs
npn 15q11-q13 nokyc-gynnukauuuTte, geneummte n nHeepcumte. HapylieHum-
aTa B reHute, kogupawm [AMKa peuentopHun cybeanHuum, GABRB3,
GABRAS5 n GABRG3, ca pasrnegaHu BbB Bpb3ka C natoresarta Ha ayTusma.
HoBeu daktn nokasear, 4ye npu NaumeHTn ¢ aytmsbm ca HabnogaBaHn CbLUO
HapyweHus B reHnte FOXP2, NPTX2 n TCAG_4133353. lNpencrasexn ca u
enureHeTUYHNTE MEXaHN3MM Ha pa3BUTME Ha ayTU3bMa.

Knroyoeu dymu: aymusbm, enueeHemu4yHU ¢hakmopu, 2eHHU HapyWeHUs!
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Summary. Autism is a common childhood neurodevelopmental disorder
with strong genetic liability. This review article aims to present the recent
advances in genetic, clinical and pharmacotherapeutic areas. The role of the
environmental factors is underlined. Most often (1 to 4%) are the abnormali-
ties of the duplications of the 15911-q13 region, deletions, and inversions. The
abnormalities in GABA receptor encoding genes GABRB3, GABRA5 and
GABRG3 are mentioned in connection with pathogenesis. New facts about
FOXP2, NPTX2 n TCAG_4133353 genes give an insight of some pathogenic
mechanisms. Epigenetic findings are also presented.
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BuBeageHue

AyTU3MBT € reHepanuM3anpaHo pasCTPOMUCTBO Ha HEPBHO-MCUXNY-
HOTO pa3BUTUE, KOETO Ce XapaKkTepusnpa C Ka4yeCTBEHN HapyLLUEHUS B
couunanHuTe B3aMMOOTHOLLUEHUST U 0BLLyBaHETO M C NposiBa Ha NoBTa-
pSALWM Ce CTEepPeOTUNHN OAENCTBUA N noBedeHne. TepMUHBLT ,,ayTU3bm”
(autos — rp. cam, camocTodaTesieH) e BbBeeH OT aMepUKaHCKUS geTc-

39



kn ncmxmatbp Jleo KaHep. MNpe3 1943 r. Tonm onucea nNoapobHO Kru-
HUYHWM crydamn Ha 11 geua C pa3cTPOMCTBO B OOLLYyBaHETO U ynoTpe-
OsiBa TepMMHA ayTU3bM, C KOUTO NogyepTaBa CbCTOAHMETO Ha ,EKCT-
pemMHa camoTa’ nNpu naumeHTn cbC 3abongaBaHeTo [1]. KaHep 3abe-
nasBa y vM3cnefBaHUTe fdela XxapakTepHa nvnca Ha couuanHa agan-
Tauus, yeguHeHne, orpaHnYyeH ananasoH OoT MHTepecu, n3bdarsaHe Ha
pevYeBM KOHTAKT 3a KOMYHMKaUMs (OO NbSfiHA nunca Ha roBop), HaT-
panyuBa Hy)ga OT e4HaKBOCT (CbMpoTMBa cpeLly NPOMEHK), CTEpPEOD-
TUMHO NOBTapPSLKM Ce OENCTBUS.

Mo gaHHKM OT akTyanHu npoy4vBaHus, nposeneHn B CALL, EBpona
n AnoHmsA, yecToTata Ha aytTMsama npu nauueHtn nog 18 rognHu e
okono 7:10 000 [2], kaTO CbOTHOLIEHMETO MOMYeTa:MmommyeTa e 3,8:1
[3]. Mpe3 nocnegHuTe OBe AeceTuneTus 6GpoAT Ha perncTpupaHuTe
cnyyam Ha ayTmabM psisko Hapactea. [pe3 90-te rogmuHn B CALL ce
cboblaBa 556-npoLEHTOBO yBENUYEHNe B YectoTata Ha 3abonsea-
HeTo [4]. Cnopen cneumManucTUTe TOBa Ce Ab/MPKM Ha MNO-3aabfi00-
YeHUTe 3HaHMA 3a CUMMTOMUTE Ha 3abonsiBaHETO M Ha noBuLleHaTa
KynTypa Ha oOLLonpakTUKyBaLLuTe nexkapu.

ETnonorusa

[bnro Bpeme ce e cMmdaTarno, Ye pasBUTUETO Ha ayTUYHO pPasCT-
POMCTBO MPU OETETO Ce ObIMKM Ha HapyLWeH KOHTaKT ¢ MankaTa. Yec-
TO M3cnegoBaTenuTe ca cBbp3Banu 3abonsiBaHETo C T.Hap. ,Malka-
XNagunHuk’, KoATO nuwaBa OEeTeTo CuM OT Heobxogumarta My obuu.
[Hec, pa3bupa ce, nogodbHM TBbpAEHNA U3rnexagaT HEOCHOBATENHM.

Bce oule He cbliecTByBa yHUMUMpPaAHa TEOPUs 3a eTUornornuaTa
Ha 3abonsBaHeTo. OOCBLXOAHUTE MPUYUHM 3a Pa3BUTUETO Ha ayTu-
3bM ca MHOro u pasHoobpasHu. MNpuema ce, ye npn 90-95% ot cny-
YanTe ayTUYHOTO Pas3CTPOMUCTBO e mamonatmnyHo. OctaHanute 5-10%
OT cnyvamTe ca guarHoctmuupaHm ¢ BTopuyeH aytmsbM. Cpen npu-
YMHUTE 3a pas3BUTME Ha BTOPUYEH ayTU3bM HaW-4YECTO ca reHEeTUYHMU
HapyLleHus u pegvua BpedHn oaktopu Ha cpeaarTa.

dakTopu Ha cpepaTta

1. MNpeHaTtanHo pasBuTue. YecTto pasBUTHMETO Ha ayTU3bLM Cce
OoTA4aBa Ha 3abonsiBaHMs HaA MaunkaTa U NpMeM Ha MeauKaMEHTU Uin
Ha BNMSIHWE Ha OpYyrM TepaToreHHW akTopu rno Bpeme Ha bpemen-
HocTTa. Cpef, areHTUTe C TepaToreHHa akTMBHOCT HaW-4eCTO KOMEH-
TUpaHU ca pybeonHusaT BUpPYC, nekapcTBa (Tanuaomui, Bannpoesa
KncenuHa, mmsonpocton) [5]; npuem Ha donunesa kucenuHa [6]; npum-
€M Ha eTaHOoJs; KOHTaKT ¢ nectuunan [7].



2. lNocTHaTanHo passuTue.

e BupycHu uHgbekyuu. Peguua MHeHUsa cBbp3BaT pasBUTUETO
Ha ayTM4HO PasCTPOUCTBO C pa3nuyHu Bupycu [8]. Bce owe Hsma
KaTeropudHun gaHHu no npobnema.

e Bakcuru. Lnpoko OuckyTMpaH € BbMpOCHLT 3a Pa3BUTUETO Ha
ayTM3bM MNpu geua cneg npurioxkeHne Ha BakcuHata cpelly pybeona,
mMopbunn 1 napotut [9]. Bbnpekn MHOXECTBOTO crnekynaumm no npob-
nema vscneaBaHusiTa He okassaT KaTeropu4HO Te3n TBbPOEHUS.

e )Kusak. OTpaBsSHETO C XMBaK 4YecTo e cpen obcbxaaHuTe
nocTHaTanHu akTopu 3a passBuTue Ha ayTmsbm. [onsgma 4acTt oT
BaKCUHUTE, MpunaraHu B pPaHHO [AeTCTBO, CbAbpXaT BeELLECTBOTO
TMomep3an (Ha »XMBa4yHa OCHoBa). To3n (bakT e npuymnHa 3a acouum-
paHe Ha MOBULLEHOTO XMBAYHO CbObpXXaHWe C Pas3BUTMETO Ha CUMI-
TOMU Ha ayTn3bM [10]. Tean npegnonoxeHnsa He ca NOTBbLPAEHM.

o CmpykmypHU MO3bYHU HapyweHus. AMP un3cnegsaHusa nokas-
BaT NoBMLLEH OOEM Ha MO3bKa U CTPYKTYPHU HapyLleHNs BbB (ppoHTan-
HUTE OsnoBe N numbuyHata cuctema npu geua ¢ aytmsom [11, 12]. Jo-
nycka ce, Ye paHHU HapyLleHNa B Pa3BUTUETO Ha XMMNokamna v amuraa-
na morat ga 6baaT npuymHa 3a aytudHu cumntomm [13].

FeHeTMYHN hakTOpMU

Peonua nscnenBaHnsa gokassaT Bb3MOXHOCTTA 3a yHacnensisa-
He Ha 3abonsBaHeTo. O60OLLEHN AaHHM cOoYaT CTEMEH Ha PEKYPEHT-
HOCT Ha ayTuama npu cnbnmHrn ot 2 0o 8%, MHOro no-BMcoka, OTKOI-
KoTo cpeq obuwoTo Hacenenue [14, 15]. MNpoyyBaHna npu Gnn3Haum
cbobLiaBar, Ye Npy MOHO3UTOTHUTE ONM3HaLM CTeneHTa Ha KOHKOp-
AaHTHOCT e Hag 60% 3a aytmsbm n 0% npu ansurotHute 6nmsHaum
[16]. TpukpaTHO No-ronemunaT 6pon Ha 3abonenute cpen mom4yeTtarta
npeanosiara X-CBbp3aHO YyHacrneadBaHe Ha pasCTPOMCTBOTO. Tasu
Xunotesa ce pasrnexaa B HSAKOMNKO akTyasnHW KITMHUYHU NPOoyYBaHUS,
HO NOJSTlyYeHUTE JaHHW He Ca KaTeropuyHu.

Bbnpeku HaTpynaHata nHgopmMauusa oT uscrneasaHns Ha brvsHay-
HWU rpynu n daMmnnHM NpoyyBaHusl, BCE OLLE reHuTe, y4acTBalln B €TUO-
normsiTa Ha 3abonsiBaHeTo, He ca M3ACHeHW. [IHeC € U3BeCTHO, Ye ay-
TU3MBT € MNONUreHeTUYHO 3abornsiBaHe, B YMETO pa3BuUTUE B3emaT ydac-
™ve Hag 10 reHa [17]. LuToreHeTMYHN n3cneaBaHus nokassaT Hapylue-
HWA Ha NPaKTUYECKN BCSKa XpOMO30Ma Mpu nauneHTuTe ¢ aytusbm [18].

Han-yecto (oT 1 0o 4%) ca HabnogaBaHn HapylweHus B 15911-
q13 nokyc [19, 20, 21] — gynnukauuu, geneumm n nHeepcun. Habnto-
gaBaHuTe gynnukauuum moraT ga 6baaTt uHTepcTuunanHu TaHgeMHU
NOBTOPWU UIK HanNuune Ha SOMbAHUTESNHA U30OULEHTPUYHA XPOMO30-
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mMa 15, npu KoeTo ce Habntogasa Tpu- unn TeTpasomuns Ha 15911-q13
pernoHa. [laHHM B nuTepaTtypaTa nokassaT T.Hap. ,peHOTUN Ha Xpo-
mMo3oma 157, KOUTO ce xapakTepuampa C pasnuyHa CTeneH Ha aTak-
cus, 3abaBsHe B pas3BUTMETO HaA €3UKOBWU CMOCOBHOCTWU, YMCTBEHO
n3ocTtaBaHe, NUUeB ANCMOPEU3BM U NPUCTBNN Ha enunencua [22,
23]. UnTtoreHeTnyHute HapyweHuna B 15911-gq13 npegnonarat no-
3aabnboYveHn Npoy4vBaHns U Ha OpYrv TapreTHu reHn. Taka Hanpumep
CblleCcTByBaT AOKasaTencTea, NoCoYBaLLM Y4aCcTUEeTO Ha HapyLUeHUs
B reHute, kogmpawm [AMKa peuentopHu cybeanHmum GABRBS3,
GABRAS5 n GABRG3, B natoreHe3ata Ha aytmama [24]. B ekcnepu-
MEHTaNHM U3cnegBaHus € [OKasaHo, 4Ye Mpu MULIKKM C nuncealy
GABRB3 ce Habniogasat enektpoeHuedanorpadpcku abHOPMHOCTH,
enunenTuYHU NpuUcTunn N geduumT B NaMmeToBUTE CNOCOBHOCTU —
CUMMNTOMM Ha ayTUYHO Pa3CTPONCTBO [25].

[pyr reH, acouynmpaH ¢ nodsarta Ha HapyLleHUs1 B HEPBHOTO pas-
BUTME, KOUTO CbLLO ce Hammpa Ha 15911-q13 nokyca, e yHacnensisa-
AT ce oT markata UBE3A [26].

Peavua wacnensaHus nokassaT Bpb3kaTa Ha ayTmama C XpOMO-
30MHW TpaHcnokaumn B q22-q33 pervoHa oT xpomosoma 7 [27, 28]. B
7922 pernoHa ce TpaHcnoumpa npoteunH reelin (RELN), konto npeacras-
ngBa ronam rmuKONpPoOTENH, NOTEHLUMANHO BKIMOYEH B HEBPOHHATaA MUr-
pauus o BpeMe Ha pas3BUTUETO Ha aeTeTo. [TpoMeHn B ekcripecusita Ha
RELN 3acsarat npomeHu B pa3BUTUETO Ha KopaTa M NpoabSiroBaTus Mo-
3bK, KOUTO YeCTo ce HabnpaBaT KaTo NaTtoniorM4yHU HapyLleHuUs npwm
naumneHTn ¢ aytuabm [29]. Persiko n cbTp. [30] goknagear 3a acoumnaumns
Mexay nauMeHTU C ayTu3bM M TPUHYKNEOTUAEH NONMMopdunsbm B 57
pernoHa Ha reHa 3a RELN. lNMogobHn gaHHu cbobuiaBat u Fatemi m
CbTp., KOUTO Habntogasat peaykums B HMBata Ha RELN npoteuHa npwu
nocTu3crieBaHNsA Ha MO3b4Ha Kopa OT UHAMBUAMW C ayTnsbMm [31].

NHTepecbT Ha nscnegoBaTtennte € HaCoYeH KbM peauua opyru
reHu B 7q22-q23 nokyca. [lo gaHHu oT nscnegBaHus, Npu naumueHTn ¢
ayTm3abM ca HabniogaBaHu HapyweHus B reHute FOXP2, NPTX2 n
TCAG_4133353 (28). 3a NPTX2 ce cmdaTta, 4Ye yyactBa B CUHaNToOre-
He3aTa Ha Bb3bygHM HEBPOHU U € fiokanuampaH Ha 7922.1. i3BecTHu
ca mytaumm Ha FOXP2 n TCAG 4133353 npu naumeHTn ¢ HapyLle-
HUA B peyeBUTE U e3UKOBUTE CMOCODHOCTU, XapaKkTepHU U 3a ayTud-
HOTO pascTponcteo [32]. pyrn reHn, acounmmpaHu ¢ pasBUTUETO Ha
ayt™mabm oT 7931-q33 pernoH, ca IMMP2L n RAY1/ST7 [33, 34].

» [pyrv TapreTHu reHu

e CEepoTOHMHBLT MMa WUBKMIOYUTENHO 3HA4YeHMEe 3a HEpPBHO-

NCUXNYHOTO pa3BuUTUE Ha OEeTeTo. Mo gaHHKW OT n3cnegBaHUs npome-



HUTE B HMBATa N aKTUBHOCTTA Ha CEPOTOHMHA Ce acouuupart C Hapy-
LUEHNS B MO3bYHATa OEMNHOCT, BKITIOYUTESTHO U C MHOIO OT CUMMNTOMMU-
Te Ha aytmu3bM [35, 36]. YcTtaHoBeHO € noBuwasaHe ¢ 30-50% Ha
TPOMOOLNTHUTE CEPOTOHMHOBM HMBA NPW MHAMBUMOM C ayTusbm [37].
Mpe3 nocnegHuTe roguMHW NoApobHO ce u3ydaBaT reHuTe, Kogupaium
Moriekyrnarta Ha cepoToHuHoBusA TpaHcropTep (SERT). SERT e pasno-
noXxeH Ha xpomosoma 17911.2 n ce cbctom oT 14 ek3oHa, KOUTO Kogmpar
npoTeunH, cbctaBeH oT 630 ammnHokmncenuHn [38]. Peguua npoyyBaHungd
nokasear, Ye ekcrnpecusata Ha SERT ce perynupa oT MHOXEeCTBO daKTo-
pun. C Bogewo 3HadeHne e SHT T-reH-cBbp3aHnsaT nosimmopdeH pernox
(BHTTLPR). OnucaHu ca olle Tpu Bapyaumm B ekcnpecusita Ha reHa: 1.
~380bp peneuuna mexgy SHTTLPR 1 MAacToTO 3a Ha4yano Ha TpaHCKpWn-
uma [del(17)(q11.2)] [39, 40]; 2. VNTR B nHTpoH 2; 3. G—T TpaHcBep3us
B permoH 3'UTR [41, 42].

MHoXxecTBO m3cnegBaHna okassat [43, 44, 45, 46] wnn onpo-
BepraeaT [47, 48, 49] Bpb3kaTa Ha Bapuauuute B reHa 3a SERT u
pas3BUTMETO Ha ayTU3bM. 3a CbXarieHue, BCe OLLe HsAMa KaTeropu4vHu
AaHHKM no npobnema.

e PondaTta Ha HeBpoTpaHCMuUTEpa AOoMNaMWH B naToreHesarta u
NeYeHneTo Ha ayTM3bM 4YecTo ce obcbxaa. M3BecTHO e, Ye Meavka-
MEHTUTE, MOHWXaBallM OonamMuHoBaTa akTMBHOCT, KaTo Haldol nos-
nuasat gobpe OCHOBHUTE cuMnTOMKU Ha ayTnabm [50]. MNMpeasng Te3un
OAHHW ca npoBefeHU ronam OGpon reHeTUYHU Uu3cnenBaHus BbpXY:
aonamuHosuTte peuentopu D2, D3 n D5; reHa 3a TUPO3UH XMOPOKCU-
nasa; reHa 3a gonamuH B-xugpokcunasa (DBH). DBH ce Hamupa Ha
xpomo3oma 9q34 v koaupa NPOTEUH, KOMTO KaTanmaupa npespblua-
HEeTO Ha JonamMuH B HOpagpeHanuH — ¢ BoAeLwo 3HavyeHne B emopuo-
HanNHOTO HEBPOHHO pa3ssuTue. [pn Mankn Ha geua c ayTu3bM e ycTa-
HOoBeHa nosuLLeHa YectoTa Ha 19-bp geneuna (DBH-), kosaTo ce acouun-
npa ¢ NOHMKEHO HNBO Ha EH3UMHAaTa aKTUBHOCT B ManyYnHNSA OpraHn3bM.
[lokazaHa e kopernauusi Mexay pasBuTUeTO Ha ayTu3bM npu gdeua u
HanMymeTo Ha XxomosurotHocT DBH- npu mankute. MexaHusmute, no
KOUTO HamaneHoTo HMBO Ha DBH in utero gosexaat goo passButmve Ha
ayTu3bM B NSI04a Ca CINOXHU U HE HaMbITHO U3ACHEHU [51].

e [lpe3 nocnegHuTe roamMHn ce n3credsa possita n Ha HeBPOTpaH-
cMUTEPA aUETUINXOSUH B Pa3BUTUETO Ha ayTU3bM. 10 AaHHM OT XUMNYHU
N XUCTOXMMWYHU U3CIeOBaHUA B MapueTaniHus HEOKOPTEKC M Markus
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MO3bK Ha MaumMeHT Cc ayTnsbM e HabnwgasaH HamaneH 6pon Ha o-4
HUKOTUHOBUTE CybeanHMLIM OT aLeTUNXonMHOBMS peLenTop [52].

e IHTepecbT Ha yYEHUTE € HACOYEH U KbM pondaTa Ha rnytama-
TeprymyHaTa cuctema B naToreHesaTta Ha ayTuama. Hskonko ¢paktopa
onpeaensaT BaXHOTO 3HAYeHWEe Ha peuentopuTe 3a rnytamart: 1. Xu-
nornyramaTeprmyHMTE CMMNTOMM HanogobseaT Te3n Ha ayTusbMm [53];
2. AroHuctute Ha 5-HT2A peuenTtopa npuymMHsaBaT CUMMNTOMU Ha ay-
TU3bM BEPOATHO MOCPEACTBOM eKkcnpecuaTa Ha 5-HT2A Bbpxy rny-
TamaT-uHxnompawm FAMK-eprudHn HeBpoHu; 3. AcoummpaHu U3c-
nenBaHuna nokaseat ponata Ha TAMKa peuenTtopuTte, KOUTO Moaynu-
paT rnytamaTteprnyHata cuctema Bbpxy 15911-g13 [54]; 4. N3BecTHO
e, Ye noBuweHaTa rrnyrtamateprmiyHa akTUBHOCT Ce CBbp3Ba C enu-
NenTUYHU NPOSIBU, KOUTO Ce acouumpart ¢ ayTU3bM.

Ha Ttabn. 1 ca o60o0LweHn JaHHW OT reHOMHWU n3crnegBaHus BbpXy
NnoTeHUManHoO acoummpaHn ¢ pasBUTUETO Ha ayTU3bM FEeHHU FIOKYCH.

Tabnuua 1. O606LieHMe Ha reHOMHW U3CcrneaBaHUs BbpXY NIOKYCU C NOTEHLManHa pons
B pa3BUTMETO Ha ayTM4HO pa3cTtponctso (no Muhle R. u cb1p., 2004) [55]

Xpomo3oma

Noxyc YyacTtbk U3cnepBaHe Kangupart-reHu

1p 149 17, 56, 57

2932 200 56, 58 DLX1/DLX2 (HOX renn), peuentop
3a cekpeTtuH (SCRT), Cd28/ctla4

3p25-p26 190 58 OT peuenTop

5q 45 56

6g21 120 59 PeuenTop 3a rnytamar

7922 111 60 PeenuH (RELN), HeBpONEHTPaKCUH 2
(NPTX2), HOXA1

7931-q33 144 17, 56, 58, 61, | FOXP2, IMMPL2, RAY1/ST7, WNT2,

62 PEG/MEST

13q 55 62

15911-q13 43 58 GABAA peuentop (GABRB3), youk-
BUTWH NpoTeunH nurasa (UBE3A)

16p13 23.1 63,78 NMDA peuenTop, KOMMJEKC Ha Tybe-
po3Ha ckneposa (TSC2)

17 45 63

19p 52 56, 58, 59

X 82 58




KnnHunyHa KapTuHa

Cnopeg DSM-IV-TR ayTuamMbT € 4acT OT T.Hap. reHepanuampaHu
pa3cTponCTBa Ha HEPBHOTO pasBuTmne. 3abonsBaHeTo npeacTasnsiBa
KaTeropudHo m3pas3eHo aHopMarHO pasBuUTUE WM HeOoCTaTbyHO
couunarnHo B3aMMOAeNCTBNE U KOMyHUKAUUS CbC 3HAYUTENHO OrpaHu-
YeH penepToap OT AENHOCTU N MHTepecn. CUMNTOMUTE Cce NposiBABaT
npean 3-roguilHa Bb3pacT M BapupaT LUMPOKO crnoped ctagus Ha
pa3BuTMe Ha geTeTo. [AnarHoCTUYHUTE KPpUTepun 3a ayTUYHO pascCT-
POMCTBO BKITHOYBAT:

A. CbBKYNHOCT OT 6 (UM nNoBeYye) OT eNeMeHTUTe, OnucaHu B
[1], [2] v [3], OoT KouTO noHe aBa ot [1], eavH oT [2] u eauH oT [3]:

1) KayecTBeHO HapylleHue B couManHuTe B3aMMOOTHOLUEHUS,
3a KOeTOo cBuaeTerncTeaT NoHe ABa OT ClieHUTE efleMeHTH:

a) nogyepTaHo HapylleHue B ynotpebata Ha MHOrobpoOMHUTE
eremMeHTn Ha HeBepbanHo noBedeHWe, KaTo Hanpumep Bu3yareH
KOHTaKT, N3pakeHne Ha NuueTo, No3n Ha TANOTO, XXeCToBe;

6) HecnocobHOCT ga ce yCTaHOBSIBAT B3aMMOOTHOLLEHUS, Xa-
pakTepHW 3a CbOTBETHaTa Bb3pacT M HUBO Ha pa3BUTUE;

B) IYNca Ha CMNOHTaHHO >XenaHwe 3a cnofensHe Ha y4oBOJSICT-
BUH, MHTEPECK UMK yCNeEXM C apyrn xopa (Hanp. cybekTbT He ce cTa-
pae da nokaxe, Ja Nocoyu € NPpbCT UM ga AoHece npegmeTa, KOMTo
ro uHTepecysa);

r) nunca Ha coumarnHa unm eMmouuoHanHa B3anMHOCT.

2) KayecTBeHO HapyLleHne B KOMyHUKaUMsTa, 3a KOeTO cBuae-
Tenctea NoHe eaunH OT CregHUTE efIEMEHTN:

a) n3octaBaHe B pPa3BUTUETO Ha FOBOPHU CMOCOBHOCTU WK
MbAHOTO UM OTCbCTBUE (Be3 ONUT 3a KOMMNEHCHMpaHe Ypes Apyrn Ha-
YMHM HA KOMYHUKaLNS, KaTo XXeCcToBE U MUMUKN);

0) n3paseHa HecrnocoBHOCT 3a 3ano4yBaHe WM NoadbpXXaHe Ha
aunanor npu geua ¢ 4ocTaTbyHO 406pK peyeBn yMeHus;

B) CTEPEOTUMHO M MOBTaPSLLO CEe MU3MOM3BaHe Ha peyTa UM Ha
NOEOCUMHKPETUYHA pevy;

r) nunca Ha pasHoobpasHa U CNoHTaHHa cMMynaTUBHA UNKU Co-
uManHo-nogpaxaresiHa urpa, cbOTBETCTBALLA Ha HMBOTO Ha pasBu-
THe.

3) OrpaHnyeHun, NnoBTapsLwmM ce U CTEPEOTUNHU MOAENN Ha No-
BeJeHne, NHTepecn N OENHOCTKN, 3a KOEeTO CBMAETEeNCcTBa NnoHe enuH
OT CfiegHUTE eNIEMEHTN:
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a) aHopmarsnHa No MHTEH3MBHOCT UMK NO OpUEeHTaUMUsa HaTpanun-
BOCT, n3passiBalla ce B CTEPEOTUNMHU N OrPaHNYEHN 3aHUMaHNS;

0) oueBMOHA HEMpPEKNOHHA MPUBBP3AHOCT KbM CheUUdUYHN
HedYHKUMOHASTHM NPUBUYKN U pUTYanu;

B) CTEPEOTUNHM N NOBTaPSALWM Ce OABUraTenHu maHvepu (Hanp.
NnrsickaHe C pblLe UM YCYKBaHE Ha pbLeTe WU NpbCTUTE, CIOXHU
OBWKEHNSA Ha LSANOTO TAMO);

A) BrnbObeHo 1 HaTpannnBo 3aHMMaHue C onpeaesieHn 4yactu oT
npeameTu.

B. I3octaBaHe wnu abHOPMHO MYHKUMOHMPaHEe, 3anoyBallo
npean 3-rogviliHa Bb3pacT, B NOHE e4Ha OT criegHuTe obnacTu:

1) CoumanHu B3aMMOOTHOLLEHUS;

2) PeueBn Bb3MOXXHOCTU, HEODXOAMMM 3a coumarnHa KOMyHUKa-
Lms;

3) CnmBonuyHa unmn TBOpYECKa urpa.

B. Pa3cTponcTBOTO HE ce 0bsicHABa ¢ AnarHosaTa "CMHOPOM Ha
PeT" unn c "ne3snHTerpatnBHoO pa3CcTPOMCTBO Ha AETCTBOTO .

» OctaHanute 3abonsiBaHMs OT rpynarta pas3CTpoMCTBa Ha pas-
BUTUETO Ca:

e CwuHapom Ha Acneprep

e [lesaHTerpaTMBHO pPasCTPOMCTBO (perpecus B NOBEAEHUETO,
KOTHUTMBHUTE N peYeBUTE Bb3MOXHOCTU BbB Bb3pacTta mexay 2 u
10 roguHn, cneg HopmarnHoO NPOTEKNO paHHO pa3BUTUE Ha AEeTeTO)

e Hecneundun4yHo pascTponCTBO Ha Pa3BUTUETO

e CuHgpom Ha Pet (reHeTu4yHO 0BYyCroBEHO pPa3CTPOMCTBO B
NnocTHaTanHOTO pa3BUTME Ha MO3bKa; 3acsra no-4ecTo MOMMUYETQ;
npuynHa 3a 3abonsiBaHeTo ca de Novo MyTauun N MUKpoaeneuumn B
MeCP rena Ha Xg28 xpomo3oma.

» Acouununpanu 3abonsiBaHus

e Enunencua

Mo gaHHM oT nuTtepaTypaTta Ao 1/3 oT nauneHTUTe C ayTusbm
cTpagaTt oT enunenTUYHK NPUCTLNKW. Ennnencusta moxe ga npotunya
6e3CUMNTOMHO, CYBKNMUHUYHO, KaTo NPUCTBbNUTE Ce perncTpupar ca-
Mo Ha EEl. WHMaHTUNHM npuctbnuM B paHHOTO OETCTBO MoraT Aa
nporpecupar ¢ pasBuTue Ha ayTM3bM M MEHTarnHa peTtapgauns, oco-
BbeHo ako enunenTudopmeHata akTMBHOCT obxBalla WU gsaTta Temmno-
panHu noba.

e TybeposHa ckneposa



ColecTtByBaT gaHHU, Yye npu 25% OT naumeHTuTe ¢ TybeposHa
cknepo3sa (TC) ce HabnogaeaTt ayTudHU cumnToMu. TC e aBTO30MHO-
AOMMHAHTHO 3abonsiBaHe, KOeTO Ce AbJ/MKM Ha FreHEeTUYHU MyTauuun B
TSC1 reHa Ha 9q nnu B TSC2 Ha 16p. CmsaTa ce, ye vyectotata Ha TC
npuv nauneHTn ¢ aytmsbm e okono 1,2% [15, 68].

e CuHOpoM Ha yynnmeaTta X-XpomMo3oma

Mo nutepaTypHN gaHHU Ha okono 30% OT NaunmeHTUTE CbC CUH-
Apoma Ha yynnueaTta X-XpoMO3oMa € nocTtaBeHa guarHosa ayTusbMm
[69]. AKTyanHu uscnenBaHusi nokaseat 7-8% 4ecToTa Ha TO3U CUHA-
POM NpU NauneHTn ¢ ayTU3bM.

o [lpyru

1. HeBpodmbpomaTtosa. ABTO30MHO-OOMUHAHTHO 3abonsiBaHe,
YMATO YecToTa Mpu NaumeHT ¢ ayTu3bM € Mo-Hucka oT Tasm Ha TC
UM CMHOPOM Ha YynnmBaTta X-XpomMo3oma

2. CnHgpom Ha AHrenmaH

3. CuHgpom Ha Prader-Willi

4. MyckyrnHa guctpoduda Ha Duchenne

5. ®deHun-keToHypus

6. CuHgpom Ha [ayH.

JleueHume

ColuecTByBaT TpW BOAELLM HANpaBreHWsi B TepanusaiTa Ha ayTuama:

e [loBegeHuyecka Tepanus

e Tepanua ypes obyyeHune

e MegukamMeHTO3HO feveHue.

1. NoBeageH4ecka n obpasoBaTenHa Tepanus

PaHHOTO BbBEXdaHe Ha WMHTEH3MBHA noBegeH4yecka u obpaso-
BaTenHa Tepanusa npu geua, AnarHoOCTUUMpaHU ¢ ayTu3bM, € OT U3K-
nYnTENHO 3HaveHne. Crnopen pegvua gaHHu e HabniogaBaHO 3Ha-
YNTENHO NoAoOpeHNe Ha KOrHUTUBHUTE, KOMYHUKATUBHUTE, adanTuB-
HUTE M couManHUTe yMeHus Ha deua c ayTu3bM Mpu nNpoBexgaHe Ha
Tepanua 15-25 yaca cegMn4HO Npean gocTuraHe Ha 4-rogulliHa Bb3-
pact. OtbensasBa ce, 4ye MHTepBeHUUUTe TpAbBa Aa npoabirkasaT
noHe 3-4 rogvHW, KaTo C BOAELWO 3HaYeHne e uHaAnBMayanHuAT noa-
X0 KbM BCSIKO OeTe.

2. MegnkameHTO3HO neYvyeHne

JlekapcTBeHaTa Tepanusa nMa BTOPOCTENEHHO 3Ha4YeHne npu ge-
ua c aytmabm. NpunoxeHMeTo Ha MeauKaMeHTU Ham-4ecTo € B O0-
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NbJ/IHEHNE Ha NOBeAdEeH4YeckaTa Tepanua Unu ¢ uen noBnusiBaHe CUM-
nToMmnTe Ha 3abonaBaHus, acounnpaHn ¢ ayTM4HOTO Pa3CTPOUCTBO.

e ATUNUNYHU AHTUNCUXOTULM (Risperidone, Olanzapine,
Clozapine, SSRIs (Sertraline, Citalopram, Fluoxetine)

e [lcuxoctumynaHtn (Methylphenidate)

e HeKoHBEHUMOHaNHa Tepanns: MHTPaABEHO3HO MPUNIOXEHUE Ha
CEKPETUH; KOMOUHMPaHO NpUNoXeHne Ha mMarHesnn ¢ BuT. B6; aue-
TUYHO XPaHEHE U T.H.

Mpe3 1997 r., cneg cb3gaBaHe Ha crieyyarieH KOHCopuuyM 3a
nacnegBaHe eekTMBHOCTTa M Be3onacHocTTa Ha dapmakoTepanus-
Ta Ha ayTU3bM Ca HanpaBeHU CriegHUTe N3BOAN:

e Hama meaomkameHTU cbC cneumduyHa akTUBHOCT KbM BCUYKU
CUMMTOMM Ha ayTuama. lNpunoxeHnTe nekapcTea NOBNUsIBAT OTAEN-
HUTE CMMNTOMW Ha arpecusd, CTEPeoTUNHO noBedeHne, npobrnemurte
Ha CbH N 00y4YeHune n T.H.

e MeagnkameHTUTE, KOUTO NOBMANSBAT arpecusita n Xxmurnepakrme-
HOCTTa, HE NOTUCKAT OCHOBHUTE ayTUYHU CUMMNTOMM.

e Habntpgasat ce ronemu konedanus B edektmaHocTTa 1 HJ1P
OT NPUNOXeHUTe nekapcrtea. HamBnayanHute pasnuynsa B oTrosopa
KbM Tepanusita Han-4ecTo ce oTAaBaT Ha FreHEeTUYHUTE Bapuauum npu
OTAENHUTE NAUNEHTHN.
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