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PO3NIAAN AYTUCTUYHOIO CMEKTPA TA ENIJIENCIA: NOABIAHA AIATHOCTUKA
TA TEPANEBTUYHI CTPATETIT (OrNAA NITEPATYPN)

T. A. Cxpunnux

PaCCTpOVICTBa AyTNUCTUYeCKOro cnekTpa n anunencua: OBOMHAA AMArHocTunKa u TepaneBTU4YeCKne ctparerun

(0630p nuTEepaTypbl)
T. O. Skrypnyk

Autism spectrum disorders and epilepsy: dual diagnosis and therapeutic strategies

Po3napgn aytuctnuHoro cnektpa (PAC)
XapaKTepu3yTbCA iCTOTHUM FeHEeTUYHUM
Ta KNiHiYHUM nonimopdiamom, Komopbia-
HiCTIO 3 HEBPONOTiYHMMM Ta NCUXIYHUMMN
po3nagamu.

Y pitenn 3 PAC Ha enekTpoeHuedanorpami
(EET) yacTo peecTpytoTbcA BOrHuMLa eninen-
TndopMmHOI Ta cneumndiyHoi eninenTnyHoOI
AKTUBHOCTI, AKi MaloTb MPUUYNHHO-HACNIAKO-
BUIN B3aEMO3B'A30K 3 NOBEAiHKOBNMM Ta EMO-
LilHO-BONbOBMMM NOPYLIEHHAMN. HaABHICTb
cneyndiyHol eninenTUYHOI aKTUBHOCTI
Ha EEl, nopyuweHHa couianbHoi peLmnpok-
HOCTi Ta NOBTOPIOBabHa NOBEAiHKa MOXYTb
6yTU MpoABaMU €AMHOrO NaTONOriYHOro
npowecy, pe3ynbTaToM AKOro € MOpyLIeHHA
po3BuTKy. Mepebir PAC Moxe ycknagHoBa-
TMCA eninenTUYHUMK Hanagamu, 30Kpema
y pa3i 3acTocyBaHHA HenpomeTaboniuHMX
nikapcbKnx 3acobi..

MpoTueninenTuYHi Nikapcbki 3acobu
(MEN3), 3a pe3ynbTatamy OKpPeMUX KOHTPO-
NbOBAHUX [OCIXEHb, BUABMANCA epeKTUB-
HMMU Mg Yac NiKyBaHHA NCUMXiYHUX po3na-
aiB, komopbigHux 3 PAC, 30kpema emouiii-
HOI HecTabiNbHOCTI, A4PaTiBAVBOCTI, PyXOBOT
po3ranbmoBaHocTi. MEJI3, wo ctumyniooTb
HEeNPOTPAHCMICilO Y-aMiHOMAaCNAHOI KMUCO-
™, 6inbw epektTnsHi Nnpu PAC, nopiBHAHO
3 6nokaTopamu rinyTamaTepriyHol cucTemu.
TumoizonenTunyHi BnacTmeocTi okpemux MEJ3,
30Kpema KapbamaseniHy, Banbnpoartis, na-
MOTPUTiHY, B OKPEMNX KOHTPONbOBaHMUX
[OCNIAXKEHHAX MPOAEMOHCTPYBanu edek-
TUBHICTb NP perynauii nopyLeHb HacTPolo,
AK y piten 3 PAC, TaKk i y giteii 3 eninencieto.
Mpy BUKOpUCTaHHI kKapbamaseniHy, Tonipa-
maty y giten i3 PAC, MOXyTb cnocTepiratuca
noriplwaHHA yBaru Ta ni3HaBasibHOI aKTUB-
HOCTI; MOripwaHHA yBarn moe CynpoBo-
[XKyBaTUCA MOCWUNEHHAM TinepakTUBHOCTI,
iMNYNbCMBHOCTI, PyXOBOI PO3rafibMOBaHO-
cTi. Bukopuctosytoun MEN3, cnig ouikysa-
TN GiNbLIOI YaCTOTK Ta TAXKKOCTI MOBIYHUX
edeKTiB, 30KpemMa MopyLleHb KOrHITUBHOIO
bYHKLiOHYBaHHA, PO3BUTKY PyXOBUX GYHKLIiN,
LLIO MOXe NPM3BeCTM A0 NOripLaHHA 3arab-
HOro GyHKLiOHyBaHHA Ta nepeayacHoi iHBani-
Am3auii, HaBiTb y pa3i AOCATHEHHA KOHTPOJIO
Hag cynomamu. O6roeopiotoTbea cneumdiyHi
[aHi WoAo anbTepHATUBHUX METOAIB NiKyBaH-
HA PAC 3 eninenTMyHNMmM Hanagamu, a came
nieTn (keToreHHa, MofndikoBaHa ATKiHCa).

Knro4oei cnosa: po3nad aymucmu4Hozo
cnekmpa, eninencis, eninenmuy4Hi Hanaou,
npomueninenmuyHi nikapcoki 3acobu (MEJ13)
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Pacctpowictsa aytuctnyeckoro cnektpa (PAC)
XapaKTepu3yTcA 3HaUNTENbHbIM FreHeTUYeCKUM
N KNMHUYecKum nonumopdrsmom, Komopbua-
HOCTbIO C HEBPONOTMYECKUMUN N NCUXNYECKUMMU
paccTponcTBamu.

Y petenn ¢ PAC Ha anekTposHuedanorpamme
(93I) yacTo perncTpmpyroTCa oyaru 3nunenTu-
bopMHOIN 1 cneunpuyeckon 3NMNENTUYECKON
aKTUBHOCTU, UMeloLLMEe MPUYNHHO-CNIELCTBEHHYO
B3aMMOCBA3b C NOBeAeHYeCKUMI 1 SMOLMOHaSTb-
HO-BOJIEBbIMY HapyLleHuaAMU. Hannuve cneymndu-
YeCKOW aNUIENTUYECKON akTUBHOCTM Ha I3, Hapy-
LeHue coLmanbHON PeLMNPOKHOCTM 1 MOBTOPAIO-
Leeca nosefeHne MoryT ObiTb NPOSABNEHUAMYU
e[IHOro MaToNIorMyecKkoro mpotecca, pesynbTa-
TOM KOTOPOrO ABNAETCA HapylleHWe pa3BuUTHA.
TeueHne PAC MOXeT OCNOXHATbCA aNunenTuyec-
KUMM NpunagKkamu, B YaCTHOCTU NPU MPUMEHEHUN
HellpomeTabonnyecknx NeKapCTBEHHbIX CPEACTB.

MpoTnBO3NMNENTUYECKEe NeKAapCTBEHHbIE
cpeactBa (M3J1C), no pe3ynbTaTam OTAENbHbIX
KOHTPONMPYeMbIX NCCNeAoBaHWIN, OKa3anncb 3¢-
bEKTVBHBIMU MPU NIEYEHUN NCUXMYECKMX PacCT-
poncTB, KoMopbUAHbIX ¢ PAC, B 4aCTHOCTM SMoUK-
OHaNbHOWM HECTAOUNIBHOCTY, Pa3aPAXKUTENBHOCTH,
ABuratenbHol pactopmoxeHHocTu. M3J1C, cTnmy-
NMpYioLLMe HEMPOTPAHCMUCCUIO Y-aMUHOMACTAHOM
KncnoTbl, 6onee apdekTrBHbl Npu PAC no cpaBHe-
HMIO C BrIoKaTOpamu FyTamaTeprmyeckon cmcre-
Mbl. TMOU30M1eNTUYECKNe CBOWCTBA OTAENbHbIX
M391C, B yacTHOCTM KapbamasenyHa, BasbnpoaTos,
NAMOTPULXKMHA, B OTAENbHbIX KOHTPONMPYeMbIX
NCCefoBaHNAX NPOAEMOHCTPUPOBaNu 3bdeKTrB-
HOCTb MpPW perynaunmn HapyLweHnn HacTpoeHus,
Kak y geten ¢ PAC, Tak 1 y geTen ¢ anunencuen.
Mpun ncnonb3oBaHnM KapbamasenuHa, Tonupa-
Mmata y aeteir ¢ PAC moryT HabnopaTtbca yxyaLe-
HMe BHUMaHWA 1 NO3HaBaTENbHOW aKTUBHOCTY;
YXyALEeHNne BHUMaHUA MOXeT COMPOBOXAATbCA
YCUSIEHUEM FUNEePaKTUBHOCTA, UMMNYNbCUBHOCTU,
[BUraTesIbHON pacTOpMOXKeHHOCTU. cnonb3yn
M3NC, cnepyet oxumpaTb Gonbliel 4acToOTb
N TAKECTN NMOOOUYHbIX 3PDEKTOB, B YaCTHOCTU
HapyLWEHNN KOFHUTUBHOTO YHKLMOHUPOBAHMS,
pa3BUTUA OBUraTeNbHbIX GYHKLUNA, YTO MOXeT
NprBeCcTM K yxyaLweHuio oblero GpyHKUNOHNPO-
BaHMWA U NpeXAeBpeMeHHON MHBanuamnsauuu,
Jarke MPY AOCTUMKEHUI KOHTPONA Haj CyAopOoraMu.
O6cyxpatoTca cneumdryeckmne faHHble No anstep-
HaTMBHbIM MeToaam neveHna PAC ¢ anunentuyec-
KUMUW MPUCTYNaMK, TakMX Kak AneTbl (KeToreHHas,
MoandruMpoBaHHas ATKMHCA).

Kniouesvie cnosa: paccmpoticmeo aymucmu-
Yeckoz20 chekmpa, 3nusencus, snusenmuyeckue
npunadku, npomuso3anusenmuyeckue sekapcm-
seHHble cpedcmea (13/1C)

Autism spectrum disorders (ASD)
are characterized by significant ge-
netic and clinical polymorphism,
comorbidity with neurological and
mental disorders.

In children with ASD, hotbeds
of epileptiform and specific epi-
leptic activity are often registered
on the electroencephalogram (EEG),
which have a causal relationship with
behavioral and emotional disorders.
The presence of specific epileptic
activity on the EEG, impaired social
reciprocity and repetitive behavior
may be manifestations of a single
pathological process, that results
in developmental disorder. The course
of ASD can be complicated by epi-
leptic seizures, in particular with the
use of neurometabolic drugs.

According to the results of some
controlled studies, antiepileptic drugs
(AED) have shown their effectiveness
in the treatment of mental disorders
in ASD, including emotional instabili-
ty, irritability, inhibition of movement.
AED which stimulate neurotransmis-
sion of y-aminobutyric acid, are more
effective in ASD than blockers of the
glutamatergic system. Thymoisoleptic
properties of some AED, in particular
carbamazepine, valproate acid, lamo-
trigine in some controlled studies
have shown efficacy in the regulation
of mood disorders in both children
with ASD and children with epilep-
sy. With the use of carbamazepine,
topiramate in children with ASD,
there may be impaired attention
and cognitive activity; deterioration
of attention may be accompanied
by increased hyperactivity, impul-
sivity, motor deceleration. The use
of AEDs should be expected to in-
crease the frequency and severity
of side effects, including cognitive
impairment, motor development,
which may lead to impaired general
functioning and premature disability,
even with seizure control. Specific
data on alternative treatments for
ASD with seizures such as diet (keto-
genic, modified Atkins) are discussed.

Key words: autism spectrum dis-
order, epilepsy, epileptic seizures, anti-
epileptic drugs (AED)
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Po3nap ayTncTnyHoOro cnekTpa € noWmnpeHM po3na-
[OM HEeMpPOPO3BUTKY, AKNI MPOABAAETLCA Y PaHHbOMY
BiLli y BUrNAQI NOpYLUEeHb colianbHOT B3aEMHOCTI, KOMY-
HiKawii, HaABHICTIO cneyndivyHMX iHTEPECIB Ta NOBTOpPIO-
BaJibHOO nosefiHkoto [1].

EtionoriyHi UnHHMKN i gani € 06'eKTOM HayKOBUX A0-
Cnig»keHb, ane BiAOMO, LLO iCHYE CKNAAHWI FeHEeTUYHNIA
KOMMOHEHT, 3 6e3M1iu4to CiMeNHNX 3aKOHOMIpHOCTEN
yCnagKyBaHHA (3a ouiHkolo — go 1000 reHis), noTek-
LinHO NMPUYETHUX OO0 CNPUYNHEHHA PO3BUTKY NaTo-
noriyHoro npouecy. CimenHi JOCNiAXXeHHA BKa3yloTb
Ha CUTbHUI CNAJKOBUI KOMIMOHEHT B eTIONOTii ayTU3my.
OpHak ui gocnigxeHHA He BctaHoBuAu 100 % piBHA
BiANOBIAHOCTI, WO CBiAYMTb TAKOX i NPO BaXK/MBICTb
BMINBY YMHHUKIB HaBKONINLLHbOIO cepefoBuia [2].

Cepeg giten, AKi BignosigatoTb KpuTtepiam posnagy
AyTUCTUYHOIO CMeKTpPa, CNPaBXHE CMiBBIAHOLWEHHA
0Ci6 YonoBivoi cTaTi i XKiHOYOI cTaTi cTaHOBUTb He 4: 1,
AK Lle YacTo NpunycKaTb; paglue, ue 6nmxue go 3:1.
€ fiarHOCTMYHa reHpepHa ynepemkeHicTb, a e O3Ha-
yae, Wo pgiByara, AKi BignosigawTb Kputepiam PAC,
MatOTb HEMPONOPLIMHNA PU3MK HE OTPUMATU KNiHIYH WA
fiarHos ayTtusmy [3].

MowwnpeHicTb po3nagy ayTMCTUYHOIO CNekTpa,
3a Pi3HUMK faHUMK, CTaHOBUTbL 1—3 % cepen anUTAYOI
nonynauii [4].

MowwnpeHictb PAC HeyxunbHO 36inbly€eTbCA NPOTA-
rOM OCTaHHIX IBOX A€CATUNITb, i 3@ MOTOYHUMU OLLiHKA-
MW BOHa gocsarae 13 36 piten [5].

Enigemionoriyni gocnig»eHHsA, opieHTOBaHI Ha fdo-
CNifXyBaHHA HereHeTUYHNX GaKTopiB PU3NKY BUHUK-
HeHHA PAC, BCTaHOBUAM NiTHIN BiK 6aTbKiB Ta nepeayac-
Hi nonoru Ak ¢akTopu pU3MKY MaHipecTauii ayTusmy,
BKa3ylouu Ha Te, Lo NpeHaTanbHWIA BRIMB 3a0pyaHEHHA
MoBITPA Ta NepefyacHe HAPOIPKEHHA AUTVHM, Npobne-
MM BUHOLLYBaHHA BariTHOCTI € NOTEHLiHUMN PpaKTopa-
MW PU3NKY, TOMY € NoTpeba NoaanbLIoro AoCiAKyBaH-
Hs MEeBHUX JOMOJSIOrOBMX NMPUUYNH, YMOB MeTabosnismy
Ta BMIMBY XiMiUHUX PEYOBWH, O NOPYLLYIOTb PO6OTY
E€HAOKPUHHOT cucTemMun Matepi ManbyTHbOT ANTUHM [6].

Maixe 75 % xsopux Ha PAC xBopitoTb Ha cynyT-
Hi NcuxiyHi 3axBoploBaHHA abo 3axBOPIOBaHHA, AKI
MOXYTb BKJllOYaTV CMHAPOM fediunTty yBaru 3 rinep-
akTuBHicTio (POYT), TPMBOXHWIA po3nag, 6inonapHui
po3nag, genpeciio, cuHgpom TypeTTa Ta iHwi [5, 7].

Mariixe 45 % oci6 3 ayTU3MOM TakOX JOHATKOBO
MaloTb iHTENeKTyanbHy HeJOCTaTHICTb Pi3HOrO CTyneHsA
TAXKKOCTI, 12—70 % — KniHiyHy genpecito, y 8—30 %
oci6 i3 PAC € eninencif, y 42—56 % — TPUBOXHICTb
Tay 9—70 % HaABHiI npobnemn y poboTi WNYHKO-
BO-KMLIKOBOrO TpakTy [8].

Komop6igHicTb 3 iHWKMK HEBPONOFiYHUMU pO3Na-
JaMu € OCUTb BUCOKOIO, 30Kpema y 15—33 % — noeg-
HaHHA po3nagy ayTUCTUYHOrO CneKkTpa Ta eninencii.
B3aemo3s’a3ok mix PAC Ta eninencieto € ggocnpamoBa-
HMM i MiLLHO NMOB’A3aHMI 3 HAABHICTIO iHTENeKTyanbHOI
HepocTaTHOCTI [9].

Ocobu 3 po3nagomM ayTUCTUYHOIO CNeKTPa YacTo
BUABNAIOTb acoLUiNOBaHi NOpPYWeHHA y BUrNAAQI eni-
nenTnPopMHOI aKTUBHOCTI Ha eneKkTpoeHuedanorpa-

Mi (gianasoH nowwupeHocTti — Big 10,3 % o 72,4 %)
Ta eninencito (Aiana3oH nowmnpeHocTi — 5—46 %).
EninentudopmHi BigxuneHHa MoXyTb Bifirpasatu
MPWYNHHY POJib Y PO3BUTKY ayTU3MY, OCKINIbKN ayThC-
TWYHa perpecia, TO6To NporpenieHTHa BTpaTa HabyTux
HaBMYOK, NOripWaHHA MOKa3HNKIB PO3BUTKY AUTUHN,
iCTOTHO GiNnblue acouiloeTbCA 3 AiTbMK 3 CUMMATOMaMK
eninencii [unT. 3a 10].

HitTn 3 po3nagom ayTUCTUUYHOrO CNeKTpa MakwTb
BULLMIA pU3NK PO3BUTKY BigxmuneHb Ha EEl. Eninencia
y pasi MoeAHaHHA 3 pPO31afoM ayTUCTUYHOIO CleKTpa
MoripLuye PO3BUTOK Ta aAanTBHE GyHKLiOHYBaHHA. [iTn
3 PAC Ta aHOManbHUMMU BiaxuneHHAMY Ha EET 6ynu 6inbLu
CXOXUMW Ha [iTe 3 eninNenci€to, Hi>k Ha AiTen 3 HOpMarsb-
HUMK pe3ynbtaTamu EEl HaaBHicTb aHOmanbHoI EET
abo eninencii Ha poHi PAC cBigumTb NpO ripwmnii po3su-
TOK Ta 3MeHLUEHHA afanTalinHoro GyHKLioHyBaHHA [11].

bnunsbko 20—38 % fiten 3 po3nagom ayTUCTUYHOTO
creKkTpa matloTb natonoriuHi HelpodizionoriuHi ¢peHo-
MeHM nig Yac HenpodizionoriyHoro gocnigxeHHs,
O MOXe TaKoX 3yMOBJIOBaT/ MOBEefiHKOBI Ta HEBPO-
NOriyHi NopyweHHA y AiTen uiei rpynu. JocnigxeHHA
navuieHTIB 3 po3naamm ayTUCTUYHOTO CrieKTpa Ta byab-
AKNX JiTEeN 3 perpecielo MOBNEHHA 3aBXAM NMOBUHHO
micTuTtn EET, WwWo peecTpye CoH, Wob6 BUKNOUNTM HAabYTY
eninenTuyHy adasito (cuHppom JlaHpay — KneddHepa).
CKnagHi B3aEMO3B'A3KN Mi>K ayTU3MOM Ta eninerncieto
€ MOCTOM A1 NOAANbLLUOro Mi3HaHHA CRiIIbHUX HENPO-
HanbHUX MepeX AK ANA ayTM3Mmy, Tak i 4na eninencii [12].

Y 6inbwocTi giter 3 PAC MoXHa BMABUTY noniMop6ia-
HICTb NCUXIYHMX Ta HEBPOMNOTiIYHUX PO3N1aLiB MNPOTAroM
TXHbOrO XXWTTA, NAaTOMOPdO3 i 3MiHY CMNTOMIB LIMX PO3-
nagiB y npoueci 3poCcTaHHA Ta AOPOCilIaHHA AiTen.

Heaki gaHi ceigyaTb Npo Te, WO € ABa MKW BUHUK-
HeHHA eninencii Npu ayTu3Mi: y paHHbOMY OUTUHCTBI
Ta nignitkosomy Biui [13]. OgHak Hemae BiporigHoOro
MeXaHi3My ayTn3my, Lo cnpuumnHae eninencito. CninbHa
nosBa ayT13Mmy Ta enifiencii mare HaneBHO € pe3ysbTa-
TOM OCHOBHUX HAKTOPIB, MpUTaMaHHIX A4J19 060X CTaHiB,
30KpeMa AK reHeTUYHiI, Tak i YAHHMKN HaBKOINLLHbOIO
cepeposuLa.

PaHHin nposAB eninenTMYyHOro npouecy nos’A3aHnn
3 BMCOKOIO YaCTKOW B aHamHesi y fiten uiel rpynu
nepegyacHMX NOnoriB, HAABHICTIO BPOAKEHOI NaTONOTIl,
nepmHaTanbHOro riNnOKCUYHO-ILLEMIYHOTO yparKeHHA
MO3KY, BMNagaKiB rigpouedanii Ta guravoro uepebpanb-
HOro nNaparniyvy, 3aTPMMKN PO3BUTKY MOTOPHUX HaBUYOK
Ta HM3bKUX NMOKA3HMKIB KOTHITUBHOrO GpYHKLiOHYBaHHS.

PaHHE BMHUKHEHHA CylOM Ma€ YNCIIEHHI PYIHIBHI
edeKT Ha HepPBOBUI PO3BUTOK, 30KpeMa i Tpuani
¢isionoriuHi Ta pyHKUioHaNbHI AediunTn B rinokamni,
HeHopMasibHY CMHaNTMYHY NepebynoBy Ta ANCPYHKLIO
KipKOBMX iHTepHenpoHiB [14].

PaHHA MaHidecTauia eninenTUYHOro NpoLecy Moxe
NpW3BOAUTM A0 perpecy HabyTux paHille HaBUYOK,
30Kpema MOBJIEHHEBNX, MOTOPHMX.

KntouoBrm pakTopom pr3mKy, Npo AKUIA NOBIiJOM-
NAETbCA, € HAaABHA iHTeNeKTyallbHa HeJOCTaTHICTb,
AKa 36inbwye pusuk eninencii npu PAC y Tpu-n'aTb
pasis [15].
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Hanagm moxyTb CNpUyYnHUTY Ae3afanTuBHY CUHamM-
TUYHY MAACTUYHICTD, WO NPU3BOAUTL JO AMcOanaHcy
HelpoMeaiaTOPHUX cMCTeM 30yAKEHHA/ranbMyBaHHS,
WO € NPUYMHOIO NOTiPLWAHHA KOTHITUBHOIO PO3BUTKY
Ta HeraTMBHOIrO BNNMBY Ha nosefiHKy. Lle Bnnneae
Ha No6ynoBY KipKOBUX MepeX, NOTPIOHUX ANnA HabyTTA
NeBHUX HABNYOK Mif Yac PO3BUTKY, MPU3BOANTb JO PO3-
BuTKy PAC. Eninencia ta PAC MoXyTb 6yTn Hacnigkamu
3arasibHOi OCHOBHOI NaToNOrii HepBOBOI cucTemu [16].

Lle niaTBepaXy€eTbca BMCHOBKamMu npo Te, wo PAC
Ta eninencia MaloTb CNinbHi GioNoriyHi WNAaxm, AK-oT
aHoManii perynauii TpaHCKpWNUii reHiB, HagmipHe Kni-
TMHHE 3POCTaHHA, NopyweHHA QYHKLIT CUHANTUYHKX
KaHanie Ta/abo nopylweHHA perynauii cnctemmn 30y-
OXKeHHA/ranbMyBaHHA [17].

PAC Ta eninencia TakoXx nos’A3aHi 3 rasibMiBHUMN
aHoManiAamMu Herpomegiauil y-aMiHOMacnAHOI Kucno-
™ (TAMK), 30Kkpema i 3HmxkeHHAM TAMKa ta TAMKb
cyboaunHuub. Lii aHomanii MoxyTb nigsuwmt 6anaHc
36yA’KEHHA CTOCOBHO rasibMyBaHHA, WO NPU3BOAUTb
[0 rinep3bypnuBocTi Kopu, 36inbluye pu3nK CyaoMm.
Lli BiaxuneHHA noB'A3aHi AK 3 eninencielo, Tak i 3 PAC.
BoHu oxonntotoTb cneundiyHi reHeTUYHI CUHBPOMM,
cneundiyHi metaboniyHi nopyLeHHs, 30Kpema i nopy-
LIEHHA eHepreTUYHOro obMiHy Ta Herpomegiauii TAMK
Ta rnytamaty, aediuut miHepanbHNX PEYOBUH Ta BiTa-
MiHiB, BNAINB BaXKUX MeTasiB Ta iMyHHY AUCOYHKLiIO.
[edekTn okpemux reHis, xapaktepHi sk ana PAC, Tak
i AnA eninencii, NnoB’A3aHi 3 nopyweHHAMN GanaHcy
306yAXKyBaNbHOTO Ta rasbMiBHOro 6anaHcy. MyTauii
(CNTNAP2 a6o CNTNAP4) npr3BoaATb A0 3MEHLIEHHSA
GABA-eHepreTuyHoi Henmpomegiauii. TBapvHHa mogenb
3 rannoHepocTaTtHicTio SYNGAP1 gemoHCTpye nigsu-
LWeHHA 30yAnMBOCTi HEMPOHIB Ta 30iNblUEHHA CNPUIA-
HATNMBOCTI JO CyAOM. |HLWi reHn NoB’A3aHi 3 BIGHOCHUM
3HUKEHHAM 6anaHcy 36yaKyBanbHOro Ta rasibMiBHOro
edekry [18].

Pusunk ak eninencii, Tak i PAC — nigBuweHnin
NPU YNCIEHHUX FTEHETUYHUX MOPYLUEHHAX, @ came
npu cMHApOMi PeTTa, cMHAPOMI NaMKoi X-Xxpomocomu
Ta Ty6epKynbo3HOMY ckneposi. CyyacHi JocnigKeHHsA
NOCTY/IOTb, WO 33 HAABHOCTI MEBHUX FEHETUUYHUX
aHoMmarnin, 3okpema cnHapom Petta um Ty6epo3Hui
CKMepo3, Npu AKNX HAaKOMUUYKTbCA NaTONOriYHI Ba-
piaHTV reHeTUYHoro nonimopdiamy, BOHM BNINBAIOTb
Ha KJiHIYHUI nepebir XBOpobU, 0OTAXKYIOTb CYNyTHIO
natosorito npu Taknx posnapax. Cepef HUX — Mmy-
Tauii SCN1A ta MECP2 BignoBifgatoTb 3a 6inbluicTb
deHoTMNIB, NOB'I3aHKX i3 UMMIK BigNOBIAHUMYK PO3-
nagamm [19].

Y 6inbWOoCTi NaLieHTIB 3 ayTU3MOM, AKi Manu cynyT-
Hi iHTeneKkTyasbHi BaAn, PO3BUHYNAcA eninencia, Hix
y TUX, XTO He MaB iHTenekTyanbHux Bag (p < 0,001).
3aranbHa NowunpeHicTb eninencii ctaHosuna 21,5 %
cepep ocCib 3 ayT3MOM Ta iHTeNleKTyaNlbHOW Hepo-
CTaTHICTIO, MOPIBHAHO 3 8 % cepep OCi6 3 ayTU3MOM,
AKi He Manu iHTeneKkTtyanbHux Bag. CniBBigHOWeEHHA
oci6 yonogiuoi cTaTi i 0ci6 iHouoi cTaTi 3 ayTU3IMOM
y XBOPMX Ha eninencito 6yno 65an3bko 2: 1, nopiBHAHO
i3 cniBBigHOWeEHHAM 3,5:1 cepep ocib 6e3 eninencii.

Llen aHani3 gy»e 4iTKo BCTaHOBWB, LLO iHTeNIeKTyabHa
He[OCTaTHICTb iCTOTHO 36iNbLUye pU3NK eninencii'y oci6
3 ayTU3MOM. |HTeneKTyanbHa HeQOCTaTHICTb BENMKOIO
Mipoto NoB’A3aHa 3 eninencieln. Ynm HMKYa iHTeneKTy-
anbHa 34aTHICTb, TUM BULLA iIMOBIPHICTb AK eninencii,
TaK i ayTm3my. Lle o3Hauvag, WwWo € HenpobionoriyHi
MEeXaHi3Mu, WO neXxaTb B OCHOBI 3arajibHMUX acoLiaLiin
MiX eninencieto Ta PAC[13].

Etionoria cynyTHbOI 3axBoptoBaHOCTI (ayT3m Ta eni-
nencis) — 38e6inbworo He3po3yMina. Y Aesknx Bunag-
Kax o61AaBi yMOBY MOXYTb 6yTr abCONIOTHO He3anex-
HUMW | HabyTi pa3om BMNagKoBO. B iHWMX BrNagKax
ayTUCTMYHMI GeHOTMN Ta eninencia nos’A3aHi 3 reHe-
TUYHUM po3nafom. AyTr3M Ta eninencia — pPi3HOPIAHI
po3nagu, Wo MaloTb Pi3HOMAHITHY €TiONOrito Ta NaToso-
rito. [leaki cuHppomMu eninencii Ta cneundiyHi reHeTUYHi
dakTopw, Wo 6epyTb y4acTb Y LMX CMHAPOMAX, NOB'sA-
3aHi 3 BUCOKMM pusmkom po3sutky PAC. Hanpuknag,
nayieHTn 3 Ty6epKyNbO3HUM CKNepPO30M, 0COBINBO
myTauiamm TSC2, cuHapomom [ipase, CNpUYMHEHUM My-
Tauiamm SCN1TA, Ta eninencieto i3 NCUXiYHMM po3nagom,
Lo iX CIPUYMHWAK MyTaUii B reHi X-xpomocommn PCDH19,
MaTb NiABULLEHWI PU3UK aY TUCTUUYHKX 0COBNMBOCTEN
y po3BuUTKY. MeHwe Hix 10 % Brnagkis ayTusmy nos's-
3aHi 3 LiNIKOM BU3HAYEHVMU XPOMOCOMHUMIN aHOManni-
AMN. [po UUTOreHeTNYHi aHOManii, BUABNEHI B NOKYCi
159q11-q13, HanvacTiwe NOBIKOMAAITb Y NaLi€HTIB
3 ayTn3mom, Ao 1—4 %. Huska xBopob i3 Bigomoto eTi-
onorieto, 30Kkpema i posnag PetTta, cuHgpom X-namkoi
XpoMocoMu, HellpodibpomaTos, 6ynbbapHUin ckne-
po3, cuHapoM loToubkoro — JIyncbKoro Ta CUHAPOM
Cmita — Jlemni — Oniua, TakoX NOB'A3aHi 3 ayTU3MOM.
PewTa 90 % po3nafiB ayTUCTUUYHOTO CreKTpa, Xo4a
HaA3BMYaAMHO CiMelHi, MaloTb HEBIAOMY CMafiKOBY €Tio-
norito [12].

MprHUMNOBE NUTaHHA MNOMArA€ B TOMY, Y/ CPUYN-
HAKTb HanaguM ay TUCTUYHY CUMNTOMATUKY, Y/ CNPUAIOTb
i nposagy [20]. Lle Ba>kke AnA BMpiLLeHHA NUTaHHA Yepes3
PEeTPOCMNEeKTUBHUI XapaKTep 6inblIOCTi goCnigXKeHb.
OpfHMM i3 cnocobiB TOro, WO CyAOMU MOXYTb CIPUATH
NoOBeAiHKOBMM 3MiHaMm, AKi cnocTepiratoTbeca npu PAC,
MO>Ke By TV MOBTOPHA EKCAMTOTOKCUYHICTD, WO Crpuyn-
HeHa cyfgomMamu i NpuU3BOAUTb A0 MOCTINHOMO MOLUKO-
IPKEHHA KipKOBUX HEMPOHANTbHUX MepPeX, AKi KOHTPO-
noTb NoBeAiHKy [21]. Hanpuknag, BepxHA CKpoHeBa
60po3Ha bepe yyacTb y po3ni3HaBaHHi 06n11yuAa Ta co-
LianbHMX HaBMYKax, AKi nopywytotbca npu PAC [22].

EninentuyHun Gokyc y uin ginaHui nig yac nepiogy
[O3piBaHHA MO3KY B QUTAYOMY BiLli MOXe CIPUYNHUTA
aTMNOBY aKTUBaLito L€l 4iNAHKN y BOCNiAKEHHAX QYHK-
LiioHanbHOI MarHiTHO-pe3oHaHcHoi ToMmorpadii (FMRI)
y cy6'eKTiB, WO cTpaxkaatoTb Ha PAC [23].

Mpwu 6ynbbapHOMY CKNeposi, AKUI € TPUUNHOK CUH-
Apomy BecTa, nuwwe 6ynb6u y CKpoHeBii yacTui nos’a3a-
Hi 3 eninenTMGOPMHMMN 3MiHAMK NPOTAFOM PAaHHbOTO
ANTAYOro nepiogy Ta NiABULLYIOTb PU3NK PO3BUTKY
PAC [24]. EninenTnyHi NOpYyLUEeHHA Y NepucinbBianbHiIn
ZinAHUi MO3Ky, WO BifNOBiJaE 3a MOBMIEHHSA, B AeAKMNX
BMMNagKax € MoYyaTKom Assa JobpoAKicHOT ponaHgNYHOI
eninencii Ta moXxe cnpmnATn BUHMKHeHHIo PAC [25].
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CnocTepiraeTbca TeHAEHL A acouiauii Mi>k HaABHICTIO
eninencii Ta perpecomy po3suTky npu PAC (cnisBigHo-
LUeHHA waHcis: 5,33; 95 % [l: 0,62—45,41, p = 0,086).
Oco6u 3 perpecuHoto dopmoto PAC abo eninencieto
AEeMOHCTPYIOTb ripwi noBeAiHKoBi Npodini (He3Baxa-
loUM Ha iHTEHCMBHY dapmaKoTepanito, AKY BOHW OTpU-
myBanu) [26].

KoxeH 3 bakTopiB TAXKKOCTI — HaABHICTb iHTENEK-
TyalbHUX Baf, HAABHICTb HETMMOBUX MOBIEHHEBUX
0cob6nmMBOCTEN, TAXKKICTD CMMNTOMIB, XapakTepHUX
ana PAC, Ta HasIBHICTb MOTOPHUX Npobiem — He3anex-
HO nepefbayae HeBENNKUI NiABULLEHWIA PU3KK enine-
Mncii, BCyrnepey aprymeHTy, Wwo piseHb |Q cam no cobi
€ baKkTopoMm pu3uKy. Baxki cuHgpomun eninencii, 30-
Kpema cuHapom JlaHpay — KnedoHepa, cnpuumHa-
I0Tb ayTUCTUYHI CUMNTOMU NICNA perpecii po3BUTKY,
€ p036iXKHOCTI WOAO TOro, UM NoB’'A3aHi iHWi dopmu
eninencii 3 6iNbl NOLWMPEHO perpecielo PoO3BUTKY,
AKa CcrnocTepiraeTbca y 6araTtbox ManeHbKUX JiTel
3 eninencieto [27].

[iarHo3 komopbigHoi eninenciita PAC € HeraTBHUM
NPOrHOCTUYHMM MOKa3HMKOM, NOB'A3aHUM i3 Ginbnm
PU3NKOM FipLInX pe3ynbTaTiB y po3BUTKY. [1iTn 3 o6oma
CTaHaMUN OEMOHCTPYIOTb HUXKUY AKICTb XXUTTA, HUXK-
uynin 6an 3a WKanamu couianbHOT 3PINOCTi Ta BULLKIA
piBeHb BMKOPUCTAHHA NCUXOTPOMHUX 3aco6iB Ha fo-
JaToOK A0 ripwux pe3ynbTaTiB couianbHOl aganTauii.
MpocnekTBHE AOCNIAXEHHS BUSIBUIO HabaraTo BULMIA
piBEHb KOTHITMBHMX MOPYLIEHb y AOPOC/NX, AKi CriocTe-
pirannca 3 AUTUHCTBA, | YacToTa CyAoM Masa HalnbinbL
3HaYHUI BNAMB Ha QYHKLiOHYBaHHA 0COBGUCTOCTI.
Y pitenn 3 PAC, ane 6e3 giarHoCToBaHOI eninencii, HasiBHi
napoKcu3amanbHi BigxuneHHa Ha EEl 6ynu nos’s3aHi
3 Ginbloo KiNbKiCTIO NOBiAOMIEHb MPO NMNOBEAIHKOBI
nopyLweHHa [13].

Binbl paHHI NOYATOK CYAOMHUX Hanagis, G6inbLi
TAXKKICTb, YacTOTa CyAOM, NPU3HAUYEHHA NpoTueni-
NenTUYHMX NpenapaTiB MOXYTb HEraTMBHO BMINBATU
Ha PO3BMUTOK Ta couiasibHe PpYyHKLiOHYBaHHA AUTU-
Hu [28].

Y 80 % piten, aki xBopitoTb Ha PAC Ta eninencito, Ha-
nagmv noYannca Ha nepiomy poui xntTa [29]. Lie moxe
6yTN CNPUYMHEHO HeraTMBHMM BMJINBOM Hamnagis
npwu PAC nig yac paHHbOro po3BuTKY. Lli BUCHOBKM nia-
TBEPOXKYIOTb TEOPIl0 NPO Te, WO aKTUBHICTb PaHHbOIO
Hanagy MoX<e BifirpaBaTi MeBHY POJib Y HETUMOBOMY
PO3BUTKY, AKNIN cnocTepiraeTbca npu PAC [15].

YncneHHi gocnig»XeHHA nokasanu, Wo BOTHULLEBA
eninencia npoABnAeTbCA y BiNbWOCTI 0Ci6, y AKMX
po3BuHyBcA PAC [30—32]. Xoua nuiue B 04HOMY JOCHi-
IPKEHHI ABHO BMBYaNu BOTHULEBI Hanagu, BOHO BUABK-
noy 8,9 pasis 6inbLmnii pu3uk po3suTky PAC nopiBHAHO
3 reHepaniszoBaHoto eninencieto. OOHIEI 3 MOXKTNBUX
NPUYNH LbOrO € Te, WO BOTHWLLEBI Hanagu € Hanmno-
LWMPEHIWMM TUMOM CYLOM, AKi crocTepiraloTbcA B 0Ci6
i3 noyaTkom eninenciiy Biui 10 pokiB i monogwumx, Todi
AK reHepanizoBaHi CyAOMHiI Hanagu cnocTtepiralTbcA
y 6inbwocTi oci6 i3 ni3Hiwnm novyatkom. Lle cBigumTb
npo Te, WO BOrHULLEBI Hanagn MoXyTb CTAHOBUTU pU-
31K AnA CynyTHbOI 3axBoptoBaHocTi Ha PAC i eninencito,

OCKiNbKYM BiK MOYaTKy eninencii € noTeHuUiitHum $akTo-
pom gnA uboro [32].

3aranom, BapiaHT PAC Ta eninencii mae B3aemoob6-
TAXYIOUNA nepebir, Hanaan € 6inbll Pe3nCTEHTHUMN
[0 3aCTOCYBAHHA MPOTMENiNenTUYHOI Tepanii, A Korop-
Ta [iTel MAa€ HUXYi NOKa3HUKK coulianbHOro GpyHkKLio-
HyBaHHA Ta NcUXodi3NYHOro PO3BUTKY. 3aCTOCYBaHHA
NpoTMeNiNenTUYHOT Tepanii Mae KOHTPOBEPCINHNN
BMAMB Ha NaToMopdo3 ayTUCTUYHOT CUMNTOMATUKMN:
KOHTPOJNb Hamnagis, ase noripwaHHA NOKa3HUKIB 3a-
rabHOro PO3BUTKY, MOCUIEHHA MOBTOPIOBaIbHOT MO-
BediHKM, NoABa HanaAiB arpecii, arpaBalifs CUMNTOMIB
KOMOPOIigHMX NCUXIYHUX PO3nagiB.

JlikyBaHHA AiTen, XBOpUX AK Ha eninenciio, Tak
i Ha PAC, rpyHTyeTbCA Ha pekomMeHgaLifax, CnpAMoBa-
HUX Ha NiKyBaHHA NPOTMeninenTUYHNMM NiKapCbKNMM
3aco6amu (MEN3), o6paHnMM 3aneXHo Bifg TMNY Hanagy
Ta peakuii Ha nikn. JocnigyBaHHA MeTOZiB NiKyBaHHA,
AKi HaMKpalle KOHTpOoNooTb Hanagu y aiten 3 PAC,
€ KPUTUYHO BaXkNMBUMU, OCKiNnbku geaki gitm 3 PAC
BMABNATbCA GiNbll YyTANBMMMK A0 NOBIYHUX edeKTiB
npoTtueninenTnYHoi Tepanii. AKwo € eninentndopmHa
aKTUBHICTb, TepaneBTUYHI BTPYYaHHA ON1A 3MEHLUEeH-
HA CYAOMHOT aKTUBHOCTI MOXYTb TaKOX MOJIiMNLLn-
TV MOBHUWW PO3BUTOK Ta 3MeHWnTn cumntomm PAC.
Banbnpoe€Ba Knucnota, 1TaMoOTpuUriH Ta neesetTMpayetam
€ HanbinNbL BNCOKO OLiHEHUMU NPOTUENINENTUYHUMY
3aco6amu 3 nornagy epeKkTMBHOCTI Ta NePEHOCMMOCTI
npun PAC, a TakoX BUABNEHO, WO BaNbNpoEBa KNCNOTA
He CrnpaBfiA€ HEraTMBHOrO BM/IMBY Ha OCHOBHI CUMI-
Tomun PAC. Xoua anbTepHaTUBHiI MeToAun NiKyBaHHSA,
30KpeMa fieTn (keToreHHa, moaundikoBaHa ATKiHCA),
NPOoAEMOHCTPYBanM NeBHY ePpeKTUBHICTb ANA NiKyBaH-
notpebyoTb NoganblMx gochigeHb [33].

KetoreHHa pieTa (K[J) — ue gieta 3 BUCOKMM BMICTOM
XKMWPIiB, HU3bKUM BMIiCTOM BYrfieBOfiB Ta 3 obmexxe-
HUM BMiCTOM 6inKa, WO BUKOPUCTOBYIOTb Y NiKyBaHHi
pedpaKkTepHOT O NPOTUCYLOMHOrO NiKyBaHHA enine-
ncii [34].

byno gpoBefeHo, WO KNPHA, 3 HU3bKUM BMIiCTOM
BYrneBofliB KeToreHHa fi€ta, 3a JONOMOroto AKol
Mare NPOTAroM CTOMITTA NiKyBann MenkaMeHTO3HO
pe3nCTeHTHY eninencito, NoCKUtoBana MiTOXoHApPianbHy
byHKUito 3aBAAKKM 6e3niui MexaHi3MiB i BNaMBana Ha Jo-
[AaTKOBi MONEKYNAPHI MilLeHi, AKi MOXKYTb 3MeHLUyBaTu
NpoABK Ta MO3UTMBHO BMIMBATK Ha CyNyTHI po3nagu
npwu PAC [35].

OpviH i3 cncTteMaTMYHUX OrNALIB NPOAEMOHCTPYBaB
NOBHE NPUNWHEHHA eninenTuYHMX Hanagis y 16 % pgi-
Tel, 3MeHLWeHHsA 6inbl Hix Ha 90 % —y 32 % Ta 3mMeH-
WeHHA B6inblw Hi>k Ha 50 % — y 56 % piTen nig yac 3a-
cTtocyBaHHA K [36].

KO Takox BuABMNacb eGeKTUBHOI Y NTIKyBaHHi AiTein
3 pedpakTepHOIo eninenciero y paHgoMi30BaHOMY KOHT-
ponboBaHOMY gochigxeHHi [37].

HewopaBHin ornag KokpenHa HinwoB BUCHOBKY
Npo Te, WO KeTOreHHi Ai€TM NpuUBOAATb A0 KOPOTKO-
YacHUX i cepeHbOCTPOKOBUX NepeBar y 60poTboi
3 Cy[OMaMM, HaCcligKy AKX MOXYTb OYTK 3icTaBHUMU
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3 BUKOPUCTAHHAM CYyYaCHUX NPOTUEeNninenTuYHmX npe-
naparis [38].

MogawndikoBaHa gieTa ATKiHCa € MeHLW 0bMeXKyBasb-
Hoto anbTepHaTyBoto KA. Y uin gieti Byrnesoam obmexy-
10Tb 40 10—20 rpamiB Ha feHb, aKTUBHO CMOXKNBAKOTb
Xnpw, a oT BiNKiB MOXKHa laBaTV HEOOMEXKEHY KiNIbKICTb.
Y HM3Li gocnig»KeHb NPOTArOM OCTaHHIX KiflbKOX POKiB
nokasaHo nogibHy epektusHicTb 3 K[ [39].

Mpnbnn3HO y NONOBUHM Maui€eHTIB BiA3Havanoca
3MEeHLWeHHA CyaoM Nig Yyac BUKOPUCTAHHA Ui€l dieTun
nNpu6an3Ho Ha 50 %, AKa 0CO6NBO KOPUCHA Npu JeA-
KMX BUAax eninenTuyHoi eHuedanonatii y maneHbKnx
Jiten, a came cnHapom BecTa Ta eninencia 3 MioKNoHiu-
HUMW aTOHIYHUMUK cygomamu. 3aranom K[ € xopowunm
BapiaHTOM NiKyBaHHA eninenTnyHoi eHuedanonarTii,
ocobnmBo npu cuHapomi Becta, cuHapomi pase
Ta MIOKJIOHIYHI aTOHiuHIN dopmi eninencii. MoTpi6HI
nopanblli AOCNigKeHHs, Wob Bu3Haunutn micue K/
B a/iroOpMTMax JlikyBaHHA LUUX PO3/1afiB Ta BUKOPU-
CTaHHA MeHLW 06MeXKyBanbHUX anbTepHaTWB, a came
mMoandikoBaHoI fieT ATKiHCa Ta NiKyBaHHA 3 HU3bKMM
rnikemiyHum iHgekcom [40].

Mpn3Hauatoum npoTreninenTUyHy Tepanito y giten
3 PAC gna nikyBaHHA eninentTuYHuX cynom, Tpeba 6paTu
[0 yBarn HM3Ky ocobnmBocTel BAIMBY HAa CMMNTOMU
i KomopbigHi po3nagn npu PAC. Jeski npoTueninen-
TUYHI NiKapcbKi 3aCO06U MOXYTb HeraTVBHO BMMBaTU
Ha HacTpil, noBeiHKy abo NisHaHHA Y AiTei 3 ayTU3MoM.
KnoHazenam Ta eHiTOIH HeraTMBHO BMIMBAOTL Ha Mne-
pebir cynomHmx Hanagis Ta KniHiuHi npoasu PAC [41].

JleBeTupaLieTaM acoLUiloETbCA 3 NOTipLWAaHHAM CTaHy
y 4iTen, CNPpUYNHAE NOCUNEHHA PO3/agiB MOBEAiHKN
Ta NCUXOTUYHKX CUMNTOMIB NPY KOMOPOIgHUX po3nagax
y gitein 3 PAC. JTamoTpuriH, 3a3B1yan, rapMOHiNHO BNN-
Ba€ AK Ha CyAOMU, TaK i noBefiHKoBI po3naan npu PAC,
BUPIBHIOE HACTPI NPU KOMOPOIAHNX adEKTUBHMX MO-
pyweHHAX. JlTako3amig cnpaBnfa€e HeMTpanbHUM BMAANB
Ha KniHiyHi npoAsn PAC, BogHOYaC fONOMara€ KOHTPO-
noBaTK eninenTnyHi Hanagw [42]. KapbamaseniH Ta oKc-
Kap6amaseniH MOCUITIOITb rinepakTUBHICTb Ta iMNYJIb-
cuBHicTb y giten 3 PAC, 3actocoByBaTh Ui npenapaTtu
Tpeba 3 HEMPOKOTHITUBHNM MOHITOpPUHIroM. Tonipamat
MO>Ke 6yTV NOB'A3aHWIA i3 perpecomM y po3BUTKY, BTpa-
TOI0 HabYTVX HABMYOK, MCUXOTUYHMMM enizogamm [13].

MeHobapbitan, GpeHiToiH, TONipamaT i 30Hicamifg
MOXYTb CIPUYUHATL HEraTUBHI KOTHITUBHI epeKTu;
[0 HeraTMBHUX 3MiH y nosefiHui giten 3 PAC MOXyTb
NPW3BOAUTYM 3aCTOCOBYBAHI Y NiKyBaHHi eninencii raba-
neHTuH, peHobapbiTan, 3oHicamig, Tonipamar, neeeTu-
paueTtam [43].

Y nauieHTiB 3 po3nagoM ayTUCTUYHOTO CrneKTpa
NPOTArom nepiogy iX 3pOCTaHHA MOXYTb fAebloTyBaTu
pi3Hi KOMOpPbIAHi po3nagu: eninenTuyHi Hanagw, POYT,
Wwn3odpeHia, 6iNoNAPHUN, TUKO3HWIA, 06CECMBHO-KOM-
NynbCUBHUIA PoO3nagn, genpecia, wo GpopmMye NeBHUN
iHOMBIZYyanbHUI BapiaHT KNiHIYHOro nonimopdiamy
y ouTtnHu 3 PAC [44]. BKa3aHi po3nagm MOXyTb MaTu no-
YaTOK Y Pi3Hi BIKOBI NPOMIXKIN PO3BUTKY AUTUHW, MaTuh
PI3HNI CTYNiHb TAXKKOCTI KNiHIYHNX NPOABIB, Pi3Hi BigMo-
BiZli Ha MeZlKaMeHTO3He NiKyBaHHSA, BCe Lie Moxe byTu

3yMOBJ/IEHO iHAMBIAYaNbHAM BapiaHTOM reHeTUYHOro
nonimopdismy, Lo ycnagKkoByeTbcA nauieHTom 3 PAC [45].
Ha cborofHi TpmBatoTb nowyku cneyndiyHmnx reHe-
TUYHUX BioMapKepiB, AKi 6 MOrnM BKasyBaTu Ha pU3nK
NpoABY po3nagy ayTUCTUYHOIO CMEKTPa, PaHHIO MaHi-
decTauito eninenTUYHOro Npouecy, HA3KK nonimopoia-
HUX NCUXIYHUX PO3NaAiB, BNIIUB YNHHUKIB HABKONMLU-
HbOrO cepefoBULLa Ha eKCNpecilo OKpemMmx BapiaHTiB
reHeTUYHOro noslimopdiamy, ane NOKM BCe Lie NNLLAETb-
cA 06’€EKTOM HayKOBUX AOCNiAXeHb. BUBYa€ETbCA HU3KA
reHHVX MyTalii, 30Kpema, MyTaLii, NoB’A3aHi 3 ioHHUMN
kaHanamm (E.SCN2A, SCN8A, KCNQ2, KCNT1, KCNA2),
MyTaLii, NoB’A3aHi 3 cuHanTU4yHMmMK 6inkamu (STXBP1),
reHeTUYHUN nonimopdiam perynartopis ekcnpecii
reHis (CDKL5), reHeTuuHuin nonimopdiam mogudikauii
i TpaHcnALiT 6inkiB (PIGA), MyTauii, NoB'A3aHi 3 KNITUH-
Holo agresieto, cTabinisauielo MembpaH, BHYTPiLLHbO-
KNiTUHHUMKN B3aemogiamu (SPTANT), reHeTUUYHNI
nonimopdiam, nos’'szaHnii 3 G-6inkom Ta CNoyYeHoto
TpaHcaykuieto (GNAO1) [46].
3a3HayeHi MyTaLjii NOB'A3aHi 3 paHHim feboToM B Au-
TAYOMY Ta paHHbOMY AMUTAYOMY BiLli eninencii, 3oKkpema
MOEQHAHOI 3 TAXKMMUN NOPYLIEHHAMU PO3BUTKY [47].
EHuedanonatia po3BUTKY, pa3oMm 3 iHTeNeKTyanbHO
HeJOCTaTHICTIO Ta PO3Naf0OM ayTUCTMUYHOIO CNEKTpPa,
4YaCTO acoLilOTbCA 3 eNniNenciel y HeMOBAAT, AiTel paH-
HbOro nepiofy »UTTA. TepMiH «eninenTuyHa eHuyedano-
naTisi» BUKOPUCTOBYIOTb AJ1A ONKCYy nepenbavyyBaHoOro
NPUUYMHHOIO 3B'A3KY MiX eninencieio Ta 3aTpUMKOLo
PO3BUTKY y AUTUHW. [aToreHe3 po3BUTKY eHuedanona-
Tii, 6inblW He3aneXxHW Big eninencii, NigTBepaXyeTbCA
ineHTdikaui€lo NeBHMX BapiaHTIB reHiB, NOB'A3aHUX
AK 3 eHuedanonaTielo po3BUTKY, Tak i eninencieto,
MOXJMBICTIO PO3BUTKY reH-acouiioBaHux ¢opm eHLe-
danonartii po3BMTKY 6€3 eninencii, a Takox nporpecy-
BaHHAM PO3BUTKY eHuedanonarii HaBiTb NPy KOHTPONI
Hanagis. OTXe, «eHUedanonaTia PoO3BUTKY» MOXe
6yTI 6Ginbl BigNOBIAHUM TEPMIHOM, HiX eninenTuyHa
eHuedanonaria. Kpim Toro, po3rnagaeTbca B3aEMOAiA
MiXK eninencieto Ta eHuedanonarielo po3BUTKY 3 NOrnAgy
BMJIMBY Ha pilleHHs Npo BUOip afeKBaTHOrO NiKyBaHHs.
MNMoganbwi gocnigXeHHA 3 reHeTUYHOro TeCTyBaHHA
36inblWwaTth AOCTYN A0 KAiHIYHMX TecTiB, paHHbOI Aiar-
HOCTUMKW, CMPUATME KPALLLOMY 3aCTOCYBaHHIO CyYaCHMUX
MEeTOAIB NiKyBaHHA Ta NOTeHLUiNHO 3abe3neyatb HOBI
MOJIEKYNAPHO-AOCAIAXKYBaHI MeToAM NiKyBaHHA [48].
Cumntomum PAC, eninenTtnyHi Hanagn, NCUXOTUYHI
CUMMTOMMU, PYXOBi po3najun, 30Kpema KaTaToHiuHi
CYMMTOMM, Y NefiaTPUYHIN NPaKTULi YTBOPIOIOTb CNEKTP
BapiaHTiB KNiHiYHOro nepebiry nonimopbigHMXx posna-
[iB PO3BUTKY 3i CKNagHUMN NPUYNHHO-HACNIAKOBUMMU
3B'A3KaMu Mix cob0oto (CNekTp po3naaiB HeNpPopPo3BUT-
Ky). bionoriuHoto nepepymosoto PAC i3 nonimop6ia-
HUMM NCUXIYHUMKN PO31agaMM Ta emnifierncielo MOXyTb
6yTW NeBHi BapiaHTU reHeTUYHoro nonimopodiamy
(oHTOreHeTnYHa Ta eninenTuyHa eHuedanonaria).
BoHn xapakTepun3yoTbca KNiHIYHUMKU deHoTMnamu
3 po3nagamu 3arasibHOro Po3BUTKY, eninenTUYHNMM
Hanagamu, NCMXOTUYHUMU po3Nagamm (KaTaTOHIYHUMMN
cMmMnToMamu, enisogammu aenipito).
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B iHWKx BUnagkax 6ionoriyHoto nepegymosoto PAC
i3 noNiMop6igHMMM NCUXiYHMMM po3afamu Ta eninen-
ci€to MoXke By T MONIFreHHUIN FeHETUYHMIA NoSTIMOPdi3M.
Mpwn Takux BapiaHTax reHeTMYHOro nonimopdiamy
TUNOBI | PiAKICHI reHeTNYHI MyTauil JiloTb aAUKTUBHO
i CTBOPIOIOTb PU3MK A58 NePBa3nNBHNX PO3NafiB PO3BUT-
KY, KOMOPOIAHUX NCUXIYHMX PO31aAiB | HEBPOMOTIYHUX
3axBOpIOBaHb [49].

POYT nowwmpeHniny piten 3 eninencieto, giten 3 aytns-
MOM Ta fiTel 3 06oMa UMK CTaHaMK Pa3oMm. Y feakunx
ZiTen 3 eninencieto cnocTepiratoTbca ocobnusocTi PAYT,
AKi € pe3ynbTaToM YacTux eninenTudOpPMHUX NOPYLLEHD.
[laHi nokasytoTb, Wwo 65m3bko 30 % AaiTel 3 eninencieto
cTpakaatoTb Ha POYT, a 6nunsbko 70 % 3 XBOpUX Ha eni-
nencito Ta PAYl oTpumytoTb KOPUCTb Bif NikyBaHHA PAYT
meTundeHigatom. itAm 3 eninencieto Ta ayTM3Mom, siKi
TakoX cTpaxpatoTb Ha POYT, He cnifg BigMOBRATA B NiKy-
BaHHi POYT, WwWo morke MpuHeCTn im BeNnKy KopncTb [50].

Litn 3 PACi PAYT matoTb NigBULEHN PU3VK TPUBOTU
Ta po3nagis HacTpoio [51]. BuHmkatoum mamxe y 40 %
BMNaAKiB po3nagy ayTMCTUYHOIO CNeKTpa, KoMopbiaHa
TpMBOra CTBOPIOE Npobiemu, Nocusoum NpobnemHy
noBeAiHKy, a came aedilunT colianbHMX HABNYOK, onip
3MiHaM Ta MOCUJIEHHA NMOBTOPOBANIbHOT MOBEAIHKN.
Kpim Toro, komop6igHuin PAC (abo TpuBora) noripye
CiMelHi CTOCYHKM Ta 36inbwye cTpec ana 6aTbKis.
JocnigXeHHA 4eMOHCTPYIOTb, WO HENPOO6ioNorivHi
B3aemogii Mix Tpueorot Ta PAC notpebytoTb Komn-
NEeKCHUX NigXo4iB A0 OuiHKM, MoandikoBaHMX NigXo4iB
J0 nikyBaHHA [52].

€ NeBHa 3aKOHOMIPHICTb AiarHOCTUKN KOMOPOIigHMX
po3napais y nauientis 3 PAC, BignoBigHO o TOro —
[0 AKOro piBHA QYHKULIOHYBAHHA HaNeXnTb MaLi€HT.
30KpeMa, AnA NauieHTIB 3 BUPAXXeHUMN 3aTpruMKamMum
Yy PO3BUTKY, BUPA)KEHUM KOTHITUBHUM JediymTom xa-
paKTepHO NMepBUHHE AiarHOCTYBaHHA po3nagy ayTuc-
TUYHOIO CMeKTPa 3a HAABHOCTI OCHOBHUX AiarHOCTUNY-
HMX O3HaK AJ1A UbOro Ta CKNafgHoLWi y andepeHLitoBaHHi
cepep npossie PAC cumnTomiB iHWKX KOMOPOBigHUX
po3nagis. Ana BucokodpyHkUioHanbHUxX dpopm PAC
6inbLU NpMTaMaHHO BCTAHOBJIEHHA KOPEKTHOTO fiiarHO3y
PAC y 6inblu nisHbOMY Bili, KONK Hacamnepeq Y fiar-
HOCTMLi 3BepTaloTb yBary Ha CUMNTOMM KOMOpPOigHUX
po3nafiB — TPUBOXHOFO, AenNpecMBHOro, o6cecnB-
HO-KOMMY/IbCUBHOrO, COLialbHO-TPUBOXKHOIO po3na-
gis Towo [53]. CknagHowi nonAratoTb y Bepudikayii
KOMOPO6igHMX adeKTUBHUX po3nafis y nauieHTis 3 PAC,
OCKIiNIbKW € TPYAHOLLi 3 MOBIEHHEBOK KOMYHiKaLi€lo,
npobnemun 3 KOpPeKTHO ideHTUdIKaLiEw Ta TpaKTy-
BaHHAM XBOPOOGNMBUX MNPOSBIB NaLieHTOM Mnif yac 3a-
MOBHEHHA BiAMOBIAHUX WKan Ta ONUTYBaJIbHUKIB.
OuyeBUAHO, WO 34e6inblIOro iHTepnpeTalis CUMATOMIB
KoMopb6igHMX po3nagis i HanexHicTb ix go npoasis PAC
IPYHTYIOTbCA Ha KNiHIYHOMY AOCBIZi nikaps, Lo NpoBo-
ONTb U0 JiarHOCTUKY.

Big 5 po 50 % nauieHTiB, WO XBOpPIOTb Ha eninen-
Cilo, MOXYTb XBOPITU B Pi3Hi Nepiogn CBOro Xutta
We i Ha genpecnBHUin po3naa. [poasu genpecnBHoro
po3nagy MOXYTb Pi3HUTUCA Yy Pi3HUX rpyn NauieHTiB
3 PAC BignoBigHo Ao piBHA iX PyHKUiOHYBaHHA. [InA na-

Lii€HTIB 3 HU3bKOOYHKLiOHanbHMK GopMamu ayTusmy
Ta genpeci€lo npuUTamaHHi KaTaTOHIYHa CUMATOMATHUKa,
NoripwaHHA MOTOPHUX HaBNYOK Ta MOBEfiHKK, BTpa-
Ta paHiwe HabyTuUx HaBMYOK CaMOObBCNYroByBaHHA.
[na nauieHTiB 3 BUCOKODYHKLiOHaNbHUMN popmamu
PAC Ta fenpecieto 6inblu XapaKTePHO 3HMKEHHSA PiBHA
HaBYasbHMX 3000YTKiB, NabiNIbHICTb HACTPOLO, SHUXKEH-
HA afanTUBHUX HaBMYOK, MOCUIEHHA MOBTOPIOBAaNbHOI
noBeAiHKY, 30iNbLIEHHA TPUBOXKHOT CUMNTOMATUKM.

[enpecia — nocnTb NowmpeHnin KomopobigHui giar-
HO3 y AiTe Ta NigniTKie 3 ayTnamoMm. fi Moxe 6y Baxue
po3ni3HaTn y Ui nonynauii nauieHTis uepes gediunt Ha-
BMYOK CMiSIKyBaHHA, coLiasibHOT B3aEMO/IT, a CUMMTOMMU
Zenpecii MoXyTb MOCUANTY MiXXOCOBUCTICHI TpyAHOLLI,
AKi BXe BigvyBatoTb nauieHTn 3 PAC. TouHa giarHocTunka
MOXe OyTu CKnagHoto, 0Cob6nnBO Yy AiTen Ta NianiTkis
3 obMexxeHUMN BepbabHUMKN HaBUUYKamu. B Lux Bu-
nagKkax y»ke BaXk/IMBO MOKNafaTuCA Ha 3BIiT 6aTbKiB
Ta 3MiHM Y 3BMYHIN noBepdiHui. CyyacHi giarHOCTUYHI
WKanM MOXYTb He BYyTU ifeanbHUMMN ANA AiarHOCTUKN
fenpeciiy oci6 3 PAC. NMolumpeHicTb fenpecii, wo cno-
cTepiratotbca y nauienTiB 3 PAC, BULWLA, HiXK Y 3aranbHil
nonynAuii giten Ta NigniTkie, ane HeMae OKpemMunx pe-
KOMeHZaUuin ana nikapis, AKi NiKylOTb LUX MaLUi€HTIB.
Kpim Toro, HasBHI faHi cBiguaTb Npo Te, Wo ocobu
3 PAC matoTb MigBULLEHNIN PU3NK PO3BUTKY HECNPUAT-
NBUX HAaCNIAKIB Nig Yac NikyBaHHA aHTUAenpecaHTaMu,
a TPAAMLiNHI NcuxocouianbHi BTpYyYaHHA NoTpebyioTb
[00aTKOBOroO BMBYEHHS i Moandikauii [52].

HdenpecnsHi po3nagn npu eninencii y nauyieHTis
3 PAC cTaHOBNATb CKNagHicTb y AndepeHuianbHin agiar-
HOCTULi, OCKINbKW fenpecnBHi MPoABM MOXYTb OyTu
AK CKNafHWKOM iKTaNbHOro nepiogy eninenTM4yHoro
Hanapfy, Tak i HacNifKOM NiKyBaHHA NpoTneninenTUuYHn-
MW npenapaTtamu, i CynyTHiM KOMOpOigHUM po3nagom.
TouHicTb BCTAHOBMIEHOrO AiarHO3y Mae 6e3nocepenHin
BMNAMB Ha BMOIp TaKTUKM NiKyBaHHA fenpecuBHUX
CMMNTOMIB y MauieHTiB 3 nogBinHUM giarHo3om PAC
Ta eninencii. 3 gpyroro 60Ky, 36iNblueHHA YacTOTU
eninenTUYHMX HanagiB YacTo CNoCTepiraeTbca Ha GOHi
noripwaHHsA abo KonmBaHb HacTpoto y nauieHTiB 3 PAC
Ta eninencieto [54].

Buwmn piBeHb 3aXBOPIOBAHOCTI Ha Aenpecito cno-
CTepiraetbca cepep nauieHTIB 3 poKanbHOW GOpPMOto
eninencii, a nokanisauis eninentuyHoro ¢poKycay ckpo-
HeBi YaCTLi MO3KY € MPUYMHOIO BiNbLL BUCOKOTO PU3N-
Ky Y nauieHTiB 3 eninencieto KOMOPO6IAHNX TPUBOKHUX
Ta genpecmBHUX po3nagis. [lenpecia y nauieHTiB,
XBOPUX Ha eninencito, CNPUUYNHAE BUCOKNI Cyilymaanb-
HUI pusmK. Mepebir napuianbHUX Hanaaies eninencii
CYNPOBOAXKYETbCA BABIYI BULLMM PU3NKOM BUHUKHEHHA
CYNyTHbOrO AeNPeCcUBHOro PO3nagy, Hi>K KoMK € reHepa-
ni3oBaHi eninenTn4Hi Hanagw. TakoXx MaHidpecTadito ge-
NPecMBHOro po3aay Y Naui€eHTiB 3 NOABINHOI fiarHoc-
Tmkoto PAC Ta eninencii moxke CIpUYNHUTY NoniTepania
npoTmeninenTMYHMMN Npenapatamu, a okpemi MEJ3
CNpaBnAlTb HeraTUBHUIN BMAMB Ha eMoUiliHy cdepy
naLi€eHTIB, AKWO € KOMOpOiAHa adeKTMBHA naTosoris,
30Kpema Tomnipamar, BirabaTpuH, 30Hicamig BNMBaoTb
Ha NOCUNIEHHA CMMNTOMIB Aenpecii [55].
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HemoxnnBo 3anepeuyBaTyi BIUB i 30BHILLUHIX YNH-
HNKIB cepefoBuLLa, 30KpemMa naHAeMii OCTaHHbO-
ro vyacy COVID-19 Ha ncuxiuHe 300pOB’A NaLi€HTIB,
WO Manu NCUXiYHi NOpyLWeHHA [0 NMOoYaTKy il BUHUK-
HeHHA. MNaHaemis KopoHaBipyCHOI XBOPOOY Ma€ 3HaYHI
HeraTuBHI HaCNigKW ANA 300POB’A, 30Kpema i iCTOTHUI
NCUXONOTIYHNI cTpec, aKTop couianbHoT i3onAauii, Bu-
MyLUeHe 06MeXXeHHSA CoLianbHUX KOHTaKTiB, HE3BOPOTHI
3MiHWM Y 3BUYHOMY cnocobi xuTTa. [itn Ta nignitkn,
AKI BXe XUBYTb 3 NCUXIYHUMM 3aXBOPIOBAHHAMMU, MO-
XKyTb 6yTV 0CO6MBO BPa3NUBMMU 0 NINXa, MOB'A3aHOMO
3 NaHAeMi€l, — yepes, HanpuKknag, cTpax nepep Bipy-
COM, @ TaKOXK CYCMifbHi 3MiHK, AKI MOYannca 3 MeTol
MiHiMi3auii nowmnpeHHA Bipycy (couianbHe gucTaHLito-
BaHHA Ta KapaHTuH) [56].

3a faHUMK NOHTITYAiHaNbHOro AOCNIAXKEHHSA, Npo-
BefeHoro [locnigHMLbKO akafgeMie EBPONencbKoro
TOBapwWcTBa AUTAYOI Ta nignitkosoi ncuxiaTtpii (ESCAP)
Ta Pagoto ESCAP wopo snausy naHgemii COVID-19
Ha HaflaHHA nocnyr y chepi AnTAYOT Ta NigNiTKOBOI
ncuxiaTpii Ta BMAIMBY Ha NCUXiYHe 300POB'A fiTen Ta nia-
niTKiB, 6yNo BUABNEHO 3a JOCNIAXYBaHWU Nnepiog vacy
iCTOTHe 36inblUeHHs PiBHA AEMNPECUBHUX, TPUBOXHUX
po3nafiB, CaMOyLWKOAXKYBaNbHOI MOBeAIHKKN, po3na-
[iB Xapu4yoBOi NoBeAiHKM Ta aganTauii. Takox uyepes
0o6MeXyBasibHI KapaHTUHHI 3axoau Wopao 3anobiraHHA
NOWMWPEHHIO KOPOHAaBipyCy 3HMU3UMNAcA [OCTYMHICTb
HaJlaHHA creyianizoBaHoi KBanipikoBaHOT MeanUHOI
JOMOMOIM ANTAYOMY HaCeNIeHHIO 3 NCUXIYHMMN PO3-
nagamu. Lle BnanHyno Ha 36inblieHHA iIHTEHCUBHOCTI
BMAIMBY NaHAeMmii Ha NncuxiyHe 340opoB’aA diTer Ta nigniT-
KiB — 3 50 % y nepwwun pik naHgemii o 80 % npotarom
Opyroro poky. Baromuin BHeECOK CNPUYNHWIN 30BHILLHI
UMHHUKW, @ CaMe 3aKpUTTA WKin i nepexig 4o AUCTaH-
LinHOT pOopMIM HaBUYAHHS, OOMEXEHHSA CoLlianbHUX KOH-
TaKTiB Ta CNiNIKYBaHHA 3 OQHOMITKamM, 3MiHa 3BUYHOIO
Cnocoby XnTTA, 6aTbKIBCbKMI CTPEC, AOMALLHA i301ALiA,
0o6MeXeHHA Ha 3i6paHHA. B cykynHOCTI HecnpuaTnmei
UMHHUKM 30BHILIHbOrO CepefoBuLLa HEraTUBHO BMIN-
HY/IN Ha NCcUXiyHe 3J0POB'A, AK Ha MepLomy poui —
Ha 3MEeHLEeHHA KiNbKOCTi 3BepHEeHb NO JOMOMOTrY,
TaK i Ha gpyromy poui — CnpuYnHUIM 36inbLIEHHA BU-
NnajKiB 3BepHeHb MO JOMOMOTY 3 MPUBOAY NOripwaHHA
NCMXiYHOro 340POB'A AiTen Ta nigniTkis [57].

CBO€yacHa fliarHOCTUKA Ta afleKBaTHe JliKyBaHHA
eninencii y giten 3 ayTnaMomM MoxyTb OyTW NoOB’'A3aHi
3 Kpawmmu pesynbratamu PO3BUTKY AUTUHN, NiABULLY-
I0Tb AKICTb KWUTTA Ta afanTUBHI BNacTUBOCTI Y HaBKO-
NVWHbOMY CepefoBuLLi. HeMoXNnBICTb KOHTpONOBaTH
Hamagwm npu CTinKin eninenTMGOpPMHIN akKTUBHOCTI
MOXe OYTV NPUUYNHOI perpecy y neBHUX GyHKLiAX
LeHTpanbHOI HEPBOBOI CMCTEMMU, WO NPU3BOANTDb
[0 TOro, Wwo Aitu, AKi MaoTb PAC, 3HauHiWwe JeMOoHCTpY-
0Tb MPOABM OOMEXKEHUX IHTepeCiB Ta MOBTOPOBASIbHOI
nosefiHKK. Perpec y couianbHin B3aemogii, HabyTunx
HaBMYKax Ta MOBJIEHHI MaloTb BY T PeTENIbHO OLiHEH
33 ONOMOrO0 HEBPONOTIUYHNX, NCUXiaTPUUHMX 06CTe-
»KeHb, crneuianbHUX AiarHOCTUYHMX WKan, a HaABHICTb
i XapakTep eninenTMYHUX HanagiB cnig 6paTtn o yBaru
nig yac andepeHuianbHoi AiarHOCTMKN NpW BCTAHOB-

neHHi giarHo3y. PaHHA fiarHocTnKa 3 NoAanbLUnM NiKy-
BaHHAM NPOTUENiNeNTUYHUMM NiIKaPCbKUMM 3acobamum
MO>Ke JomnomMaraTy KOHTPOMoBaT! CYAOMU Ta BigXxu-
neHHA Ha EEl Ta n03MTMBHO BNAMBATU AAK HA PO3BUTOK
OVUTUHW, TaK i HA CYynyTHI KOMOPGIgHI NcmxiyHi po3nagu.
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