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MpocnekTnBHi 10—12-piyHi gocni-
OXEeHHA ABOX MaUi€HTIB 3 CMHOPOMOM
QenaHa — Mak[epmiga (Mmikpogeneuieto
22q13.3 reHa SHANK3) ganu 3mory onu-
caTu KNiHiYHWI NaTOMOPHO3 NCUXOTUUHUX
eni3ofis i3 po3nagamun CBifOMOCTI Ta Ka-
TaTOHIYHMMW CUMMTOMaMU NPU po3nagax
aytuctnyHoro cnektpa (PAC). Onucani
deHOTUNN XapaKkTepun3yBanuca iHTenek-
TyalbHOI HeJOCTaTHICTIO, 3arajbHUM
HeJOPO3BUHEHHAM MOBJMIEHHA, M'A30BOI0
riNOTOHIE Ta AUCNPAKCi€l0 PO3BUTKY.
[poaHanizoBaHO X NPUYNHHO-HACNIAKO-
BUIA 3B'A30K 3 eninenTuYyHMMn eHuedano-
natiamun, wunsodpeHieto, 6inonaApHUM
Ta rinepkiHeTMYHMM po3nagamu.

TepaneBTUYHa ePEeKTUBHICTb KOMOIHO-
BaHOI Tepanii apuninpasonom Ta 6eH3ogia-
3eniHamMu (KnoHasenamom/rigasenamom)
Jana 3mory KBanipikyBaTu MCUXOTUYHI
eni3oAun y nauieHTis 3 22q13.3 cuHApPOMOM
AK BUMNAAKM MefiaTpuyHoro genipito.

3Hauywa KniHiyHa ebeKTUBHICTb NiTito
Ta NaMOTPUriHY y naui€eHTiB Bignosigae
rinotesi, wWo mikpogeneuia reHa SHANK3
MoOXe 6yTu acouiioBaHa 3 6inonApHUM
po3nagom. JlikyBaHHA rocTpmx MCuxo-
TUYHUX Po3nagiB y ocib i3 cmHgpomom
®enaHa — Mak[epmiga consmu niTito 6yno
edeKTUBHMM y 060X NaLjieHTiB, MpoTe Mano
06MeXeHHs yepes NoraHy nepeHoCMiCTb
npv TPUBasOMy 3aCTOCYBaHHi.

KombiHaLis conei nitito Ta namoTpuri-
Hy MOXe OyT! peKOMeHAOBaHa Ans NiKy-
BaHHA NONIMOPOIAHNX MCUXIYHUX po3nagiB
y nauienTis 3i SHANK3 eHuedanonatiamu.
Y pasi noraHoi nepeHoCMMOCTi conew ni-
Tito MOXKHa BUKOPMCTOBYBaT/ KOMbiHaLilo
NaMoOTPUTiHy Ta apuninpasony.

Knroyoei cnosa: cuHopom QenaHa —
Mak/Jepmioa, nepgasusHi po3naou po3gum-
Ky, 6inonapHuli po3nad, wu3logpeHis,
nediampuyHul Oenipili, KAMAMOHIYHI
cuMnmomu, cosi aimito, IaMompugiH, apu-
ninpason

CuHgpom OenaHa — Mak[epmina (Mmikpogeneuis
22q13.3 reHa SHANK3) npoABnaeTbCcA po3nagamu
aytuctuyHoro cnektpa (PAC), iHTenekTyanbHOI Hepo-
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MNpocnektuBHble 10—12-neTHue nccne-
[OBaHMA [BYX MaLMEHTOB C CUHAPOMOM
QOenaHa — Mak[epmuga (Mukpogeneunen
22q13.3 reHa SHANK3) no3sonunu onucatb
KNMHMYecknin natomopdos ncmxotmyec-
KNX 3MM130[0B C PacCTPONCTBAMM CO3HaHUA
N KaTaTOHUYECKMMM CUMATOMaMu Npu pac-
CTponcTBax ayTucTnyeckoro cnektpa (PAC).
OnucaHHble peHOTUMNbI XapaKTepr30Banucb
WHTEeNNeKTyalbHON HeAOoCTaTOYHOCTbIO,
o6WUM Helopa3BUTNEM Peyul, MbILLEeYHON
rMNOTOHUEN N AUCMPAKCMel pa3BUTUA.
MpoaHann3mpoBaHbl UX MPUYMHHO-Cled-
CTBEHHblEe CBA3U C NUNENTUYECKUMU SHLe-
danonatuamu, WnsoppeHnen, BUNONAPHbLIM
N TMNEePKNHETUYECKUM PacCTPONCTBAMN.

TepaneBTnyeckas 3¢pGeKTUBHOCTb KOM-
O6UHMPOBaHHOW Tepanuy apuUNMnpPasonom
n 6eH3oanaszenmHamm (KioHasenamom/
rmgasenamom) nossonuna Keannouumpo-
BaTb MCMXOTUYECKME 3MMU30Abl KaK Cryyaun
negmaTpuyeckoro fennpus.

3HauMmas KnnHndyeckasn 3¢peKTMBHOCTb
NNTUA U NaMOTPUIMHa COOTBETCTBYET -
notese, Yto Mukpogeneuma reHa SHANK3
MOXeT OblTb accoummpoBaHa ¢ bunonap-
HbIM PacCTPOMCTBOM. JleyeHne oCTPbIX
NCYXOTUYECKMX PACCTPOCTB COMAMU IUTUS
6b110 30 dEKTVBHBIM Y 060MX MaLNEHTOB,
HO MMeNIo OrpaHNyYeHns B CBA3M C MIOXON
NepeHOCUMOCTbIO NMPU ANUTENIBHOM MpPU-
MEHEHMMW.

KombuHauua conen nutna n namotpu-
rMHa MOXeT ObITb peKOMeHI0BaHa s ne-
YeHVA NoNMMOPOUIHbBIX NCUXNYECKUX PacCT-
powicTts y nauneHToB co SHANK3 sHuedano-
natmamun. B cnyyae nnoxom nepeHocMmocTu
conel NUTUA MOXHO UCMONb30BaTb KOM-
6UHaLMI0 NamMoOTPUrMHa 1 apununpasona.

Kniouesole cnoea: cuHopom MenaHa —
Mak/[Jepmuda, nepgasusHele paccmpolicmea
paszsumus, bunonapHoe paccmpoulicmso,
wusogpeHus, nedouampudeckuti denupud,
KamamoHuy4ecKue CUMNMOMbl, COJIU JIUMUS,
JIaMompu2uH, apununpasosn

Observation of two patients with
Phelan-McDermid syndrome (22q13.3
microdeletions of the SHANK3 gene)
within 10—12 years allowed us to de-
scribe the clinical pathomorphism
of psychotic episodes with violation
of consciousness and catatonic symp-
toms in adolescence with autism spec-
trum disorders (ASD). The described
phenotypes were characterized by in-
tellectual disability, general speech
underdevelopment, muscle hypotonia
and developmental dyspraxia. Their
causal relationships with epileptic en-
cephalopathy, schizophrenia, bipolar
and hyperkinetic disorders have been
analyzed.

The therapeutic efficacy of combi-
nation therapy with aripiprazole and
benzodiazepines (clonazepam/diaz-
epam) allowed qualifying psychotic
episodes as pediatric delirium.

The significant clinical efficacy
of lithium and lamotrigine in the de-
scribed patients was consistent with
the hypothesis that microdeletion
of the SHANK3 gene may be associa-
ted with bipolar disorder. Treatment
of acute psychotic disorders with lithi-
um salt was effective in both patients
but had limitations due to poor tole-
rance in the long-term use.

The combination of lithium and
lamotrigine may be recommended for
the treatment of polymorbid mental
disorders in patients with SHANK3
encephalopathies. If lithium salts
are poorly tolerated, a combination
of lamotrigine and aripiprazole may
be used.

Keywords: Phelan-McDermid syn-
drome, pervasive developmental dis-
orders, bipolar disorder, schizophrenia,
pediatric delirium, catatonic symptoms,
lithium salts, lamotrigine, aripiprazole

CTaTHICTIO, 3arafibHUM HEOPO3BUHEHHAM MOBJIEHHSA,
M'A30BOIO TiIMOTOHIEI Ta AUCNPAKCIEID PO3BUTKY i pO3-
rMAQAETLCA SIK BapiaHT OHTOreHeTUYHoOI eHuedanonarii.

Y nigniTkoBomy BiLli NPy CUHAPOMI ONKMCaHi NCUXOTUYHI

Ta KaTaToHiuHi cumntomun. Ha 2017 pik y QoHgi cuH-

apomy OenaHa — Makepmiga 3apeecTpoBaHo NoHaa
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1500 ocib6, npoTe Ue He Bigobpaxkae Moro peanbHol
NOLWMPEHOCTI Y CBITi i NOB’A3aHO 3 TUM, WO He BCi CiM'T
BXOLATb 10 PEECTPY, @ TAKOX i3 HU3bKOK JOCTYMHICTIO
reHeTUYHNX JoCNigKeHb ana sepudikalii giarHosy.

Y cTaTTi 06roBOPIOTHCA ABa KJiHIUHI BUNagKK
noniMmop6igHOCTI NCMXiYHMX po3nagiB y ocib i3 mikpo-
neneuieto 22q13.3 reHa SHANKS.

3 npuBoAy KNiHIYHOT TUMONOTii po3nagis Npy LboMy
BapiaHTi reHeTMYHOro nonimopdiamy TpUBa€E ANCKYCIs.

Hai6inbLwa KinbKicTb 4OKa3iB BaXNMBOCTi OKpeEMMX
BapiaHTiB reHeTMYHOro Noslimopdiamy B KniHiYHOMY Mno-
nimopdi3mi NCMXivYHUX po3nagiB CTOCYeTbCA WwWnsodpe-
Hii. HewopgasHo poboui rpynu Copy Number Variation
Group (CNV) and Schizophrenia Working Groups
of the Psychiatric Genomics Consortium (SWG PGC)
ony6nikyBanu ogHe 3 HalbINbWNX Ha CbOFOAHI focni-
IXKeHb BMAUBY reHeTUYHOro nonimopdismy Ha maHi-
decTadito ncuxivyHux posnagis [11. 3HauyLi 4nsa BCboro
reHomy fokasu Oynu oTpumaHi Ana BOCbMU XPOMO-
comHumx nokycis: 1921.1,2p16.3 (NRXN1), 3929, 7q11.2,
15q13.3, anctanbHum 16p11.2, npokcmanbHmuia 16p11.2
i22911.2. BUCHOBKM O[O0 reHOMIB, AKi MOXKHa PO3rA-
JaTn AK npeankTopu adeKTUBHUX PO3nafiB — MeHL
nepeKkoHNMBI. € oOKpeMi CBifUEeHHA TOro, WO NeBHi Ba-
piaHTX reHeTMYHOro noniMopdiamy MOXKYTb CNPUATH
pO3BUTKY adeKTUBHUX po3fagiB (ocobnmeo bGinonsap-
HOro po3nagy), NpoTe piaKiCHI BapiaHTV fenewin Ta gy-
nnikauin — MeHLW 3HavyLi Npy apeKTUBHUX po3nagax
NOPIBHSHO 3 WK30dpeHi€io.

KniHiyHnn Bunapok 1. lOHak 2003 poKy HapoaXKeHHA
3 cuHgpomom 22q13.3. CimenHa ictopia gUTUHX NO MiHiT
6aTbKa 06TAXeHa BUMNAAKOM TAXKKOI pO3yMOBOI BigcTasno-
CTi, No NiHii MaTepi He 06TsAKeHa NCUXIYHMMU 3aXBOpPIO-
BaHHAMM, po3nagamu po3BuTKY. [luTnHa — Big nepuwoi
¢isionoriuHoi BariTHoCTI. Monorm — Ha 38 TWXKHI recTauil,
CTpiMKi. HapopunBsca 3 o3Hakamu rinokcii. Ha HellpocoHo-
rpami giarHoCToBaHO NpaBo6iuHy KicTy fo 1,8 MM, 03HaKK
BeHTpuKynogunarauii. bys nig cnocrepexeHHAM nikapa-
negiatpa-HeoHaToNora 3 NPMBOAY 3aTAMXHOI XXOBTAHMLi HOBO-
HapomxeHux (1,5—2,0 micaui), M'A30BOI AUCTOHIT Ta riNOTOHI,
3aTPUMKN MOTOPHOIO PO3BUTKY (6yna KprBOLINA, FrOSIOBKY
noyas TPUMaTK 3 4 MicALiB, He payKyBaB, CMAIB 3 8 micALiB,
cTosB 3 ornopoto 3 11 micAuiB, camocTiiHa xoabba — 3 1 poky
3 micAauis). 3 1 poky 10 micauiB fo 2 poKiB 6aTbKy 3BepTanu-
€A Mo AONOMOry A0 nikapA-HeBposiora AUTAYOro y 38'A3Ky
3 3aTPUMKOI MOBJIEHHEBOTO PO3BUTKY, CTEPEOTUMHOIO
irpoBoOtO AiAnbHICTIO (BiAUMHAB-3a4YNHAB ABepi, ABepuATa
mebnis, nepebupas NanbyMky PyKk nepep oyrmMa, nomaxy-
BaB KMUCTAMU PYK, KPYTUB KoJleca MalNHOK, BULLMKOBYBaB
npeameTn B paf, AUBMBCA Ha HUX NepudepiitHMM 30pOM).
Y Biui 2 pokun 6 micauis y 1Y «<H[I nepiatpii, akywepcTsa Ta ri-
Hekonorii AMH YkpaiHu» (BigaineHHi guta4oi nCuxoHeBpo-
norii) giarHOCTOBaHO «Ae3iHTerpaTMBHUI Po3sag QUTAYOro
BiKY, AMCMpaKCia po3BUTKY», npoBoannmn audepeHuianbHy
ZiarHocTuky 3 pakomato3om. Y Bili 3 poku y XapKiBCbkoMy
MiXKo6nacHoMy LieHTpi opdaHHKX 3aXBOPIOBAHb fiarHOCTO-
BaHO poO3Maj 3arajbHOro Po3BUTKY, CNONYYHO-TKaHNHHA
aucnnasia, rinepromouncteiHemis, 3arajsibHe He4OPO3BU-
HeHHA moBneHHA | piBHA. MNepwi cnosa 3'ABMAKMCA nicna
3 pokiB, NpocCTa arpamatyHa ¢ppasa — 6ankue go 4-X POKiB.
Y 4-piuHomy Biui BOKani3auii 6ynn npeactaBneHi npoctnmm

arpamaTuyHMK, 3aBYEHVMU, EXONaNIYHUMK, 3 MyNbTUMIIKa-
LinHWX dinbmiB ppazamu.

Y Y «HOI ncuxiaTtpii MO3» YKpaiHu» cnoctepiraeTbcsa
3 2009 poky (3 6-piuHOro BiKy). MicnA ckaHyBaHHA reHoMy
nabopatopieto deCODE genetics (IcnaHpin) 6yno BctaHoBne-
HO 2213.3 cnHgpom (reHeTnuHui nonimopdiam SHANK3),
cnHgpom QenaHa — Mak[epmiga. 3 BUKOpUCTaHHAM fiar-
HOCTUYHKX KpuTepiiea MKX-10 Ta DSM-5y AnTuHm giarHocTo-
BaHO po3nag aytnctmnyHoro cnektpa (PAC). KniHiuHi o3Haku
nepBa3vBHOro po3siafly OUiHIOBaNV 3 BAKOPUCTaHHAM HariB-
CTPYKTYpPOBaHOro iHTepB'to ayTn3my, nepernaHyToro (Autism
Diagnostic Interview — Revised, ADI-R) Ta HaniBCcTpyKTypoBa-
HOrO OUiHIOBaHHA ayTUCTUYHOI noBeiHKKM (Autism Diagnostic
Observation Schedule, ADOS). MNia yac ouiHOBaHHA HaABHOT
ayTUCTUYHOI CUMNTOMATUKK 3 BUKOopucTaHHAM ADOS y xnon-
YrKa BCTAHOBJIEHI MOPYLIEHHA CNinKkyBaHHA (7 6anis); nopy-
LWEHHA couianbHOI B3aEMHOCTI (9 6aniB); NopyLIeHHsA irpoBoi
LiAnbHOCTI Ta opraHisauii fo3sinna (4 6ann); ctepeoTUnHi
dbopmu noBefiHKM 1 06MexeHi iHTepecy (6 6anis). 3a pe3ynb-
TaTaMu HaniBCTPYKTYPOBAHOrO iHTepB'to 3 6atbkamu (ADI-R)
BCTAaHOBJIEHI AKICHI NOpyWweHHA couiafibHOT B3aEMHOCTI
(24 6anu) Ta KomyHikauii (12 6anis), ctepeoTunHi popmu no-
BefiHkM (10 6anis). O3HaKM NepBa3viBHOIO PO3BUTKY Y AUTVHU
BUABJEHI Y Bili o 36 micauis (5 6anis).

AKTyanbHUI piBeHb PO3BUTKY XNOMNYMKA Ha Yac paH-
Jomi3zauil B IHCTUTYTI Nif Yac OUiHIOBaHHA 3 BUKOPUCTaH-
HAM ncrMxoocBiTHboro npodinto (Psychoeducational profile
revised, PEP-R) BignoBigas Biky 2 poku 9 micAuiB (BiacTaBaHHA
y po3BuTKY — 40,8 MicALiB) NP 30Hi HANGMXKUYOTO PO3BUTKY
3 poku 5 micadis. MisHaBanbHi GYHKLUIT Ha Yac 06CTEXEHHA
6y cdopmoBaHi Ha 2 PoKK 7 MicsILiB NPUW 30Hi HANGNMXKYO-
ro po3BUTKY 3 poKM 5 MicALIB, iIHAEKC NCUXIYHOTO PO3BUTKY
IMP pnopiBHioBaB 46, WO CBIAYNIO NPO KOTHITUBHY HeJoCTaT-
HiCTb, AKa BiANOBIJa€ PiBHIO MOMiPHOT PO3yMOBOI BiACTaNIOCTi.

HacnigyBaHHA Ha yac ob6cTexeHHA Bignosigano BiKy
2 poKM 3 micAaui Npy 30Hi HaNBNMKYOro PO3BUTKY 2 POKM
10 micauis; nepuenyis 6yna po3BMHyTa Ha 3 poKuK 2 micAui
NPW HU3bKIl 30Hi HANBNMXKYOro PO3BMTKY. [lpibHa MOTOpMKa
BignoBigana Biky 2 poku 7 micsauiB npu 30Hi HanbAMXYoro
po3BUTKY 2 poku 11 micAuiB; BeiMKa MOTOpUKa — 3 POKU
2 micAli Npu 30Hi HANBAWXKYOTrO PO3BUTKY 3 POKU 6 MicALB;
30pOBO-MOTOpPHa KOOpAUHaLiA — 3 poKM 9 MicAUiB MPW HA3b-
Kiln 30Hi HANBNMXKYOro PO3BUTKY.

MMig yac ouiHoBaHHA 3a PEP-R moBneHHEBM PO3BUTOK
BifMOBIAaB BiKY 2 poKM 7 MicALiB NPW 30Hi PO3BUTKY 3 pOKK
2 micAaui. CnocTepiraBca perpec MOBMEHHEBUX HAaBUYOK MO-
PIBHAHO 3 5-piYyHMM BiKOM.

MMig yac ouiHIOBAHHA 3a LWKANo afAanTUBHOCTI NOBefiH-
kn (Vineland Adaptive Behavior Scales, Second Edition —
Vineland 1) po3ymiHHA 3BEpHEHOI MOBU Y 6-PiYHOI AUTUHU
BignoBigano 3 pokam, eKCnpecmBHi HaBUUYKU — 2 poKam
7 micauam. MNoBCcAKAEHHI iHAMBIAYanbHi HaBUYKK Gynu
cbopmoBaHi Ha 2 poku 4 MicAUA, JOMALLHI — Ha 2 POKM
8 micAuiB, couianbHi HaBMYKM Bignosiganu Biky 1 pik 8 mica-
LiB. Mi>kocoBuMCTiCHI B3a€EMMHM Bynu cPopMOBaHi Ha 2 pPoKM
2 micsLi, irpoBa BiAnbHICTb — Ha 2 pokn 9 micauis, npobnem-
HO-pO3B’A3yBanbHa NoBefiHka — 1 pik 9 micAuis.

3610 12 pOKU XNUTTA Y AUTUHUN He 6yNno Nporpecy MOBeH-
HEBOTO PO3BUTKY, CMOCTEPiraBcA perpec nepefyMoB LWKib-
HUX HAaBUYOK, NOCUSINNACA MNePaKTUBHICTb, IMMYNbCUBHICTb,
pyxoBi cTepeoTunii, cnocTepirannuca cnanaxm gpaTiBAnBOCTI
3 pyWHiBHO NoBefdiHKow. Y 7-piyHomy Biui B 1Y «<HJI ncmxiat-
pii MO3 YKkpaiHu» giarHocTtoBaHoO rinepkiHeTuuHmnn (F90.1)
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Ta ono3uuinHnin (F91.3) posnaan nosepiHkn. Y 10-piyuHomy
BiLli AiarHOCTOBAHO rinepKiHETMYHMI po3niag 3 NOMIPHOI
PO3yMOBOI0 BiICTanicTio Ta NOBTOpPtoBaHUMM pyxamu (F84.4.).
312 po 15 pokKiB XNTTA Nepioan rinepakTMBHOCTI, ApaTiB-
NBOCTI 3i cnanaxamMy PynHiBHOT MOBEAIHKM 3MiHIOBannca
nepiogamu anartii Ta po3nagamui CHy y BUrnAagi 6e3coHHs,
napacoMHin (eni3ofiB HiYHUX XaxiTb), PaHHIX PaHKOBUX
npobynxeHb. MNposoannn audepeHuianbHy AiarHOCTUKY
3 6inonApHMM pPo3nagom.

MpoTtarom 9 pokis (3 6 4O 15 pPOKiB) NaLiEHT OTPUMY-
BaB CTPYKTYpOBaHe HaBYaHHA — peabiniTauiiHi TpeHiHrm
3a Wonnepom (Treatment and Education of Autistic and
Related Communication Handicapped Children — TEACCH),
noBeAiHKOBI BTPyYaHHA 3a CMCTEMOIO NMPUKIAZHOro aHanisy
nosepiHkn (Applied Behavior Analysis) — ABA-Tepanito,
noroneanyHi Ta MOTOPHI TPEHIHIN, 3aHATTA 3 BUKOPMC-
TaHHAM KOMYHiKaLiHOI cuctemy 06MiHy 306paxeHHAMM
(Picture Exchange Communication System — PECS) 3 no-
JanblUnM oLiHIoBaHHAM edeKTMBHOCTI BTpyYaHb (Vineland II).
MauieHT TakoX OTPUMYBAB MCUXOTPOMHI NiKapcbKi 3acobu
3 HaCTYNHUM OUiHIOBaHHAM TepaneBTUYHOI epeKTUBHOCTI
33 KOHTPOJIbHUM CMUCKOM aHOMasbHOI noBegiHKkM (Aberrant
Behavior Checklist — ABC).

3610 12 poKiB B pi3Hi nepioan X1TTA NpOBOAUNIN NiKyBaH-
HA anbda-aroHictamu (ryaHpaLHOM, KIIOHIAMHOM), aTOMOKCe-
TUHOM, MeTUNdeHiaaTom 6e3 3HauyLloro abo 3 KopoTKovac-
HUM MO3UTUBHUM TepaneBTUYHUM edeKTOM (Npu LOAATKOBIN
Tepanii pucnepruaoHOM) WOoAO NPOABIB NPOTECTHOI MOBEAIHKN,
arpecii Ta ayTtoarpecii. Tepanito pucnepngoHomMm npusHayanm
Ha HeTpuMBani NPOMiXKHM Yacy (1—3 micaui), nikapcbKunii 3aci6
BiAMIHANN B 3B'A3KY 3 NOGIYHMMM issMM (MOCUNEHHSA aneTuTy,
36inbleHHA MacK Tina). 3 12 go 15 pokiB Nignitok oTprmyBas
ATOMOKCEeTUWH, CONi BaNbNpOEBOT KMUCIOTK, apuninpason,
KBeTianiH. MoHoTepania conAmMn BanbNpPOEBOI KMCIOTH, NO-
niTepanisa aTOMOKCETMHOM i3 ayrMeHTaL i€l apuninpa3onom,
nonitepania conAmn BaNbnNpPOEBOI KUCIOTY 3 apmninpasonom,
MOHOTepania KBeTianiHOM AaBanv 3MOTy KOHTPOS0BaTK Apa-
TiBNMBICTb, arpecrBHY NOBEAIHKY, PO3naan CHY.

3 16 pokiB NOpyLeHHA NOBEAIHKN CTanu TAXKUYMMU, Cy-
NPOBOAXYBaNNCA CnasaxaMy arpecii, KaTaTOHIYHUMWN CUMIT-
TOMamu, 6€3COHHAM, MOPYLUEHHAMN CMPUIAHATTA, WO BMMa-
raso NOBTOPHUX rocriTanisauin y ncnxiaTpuyHuim ctalioHap
(Tpwn rocnitanisauii npotarom 2019—2020 pokiB).

Mig yac ouiHoBaHHA 3 BUKopucTaHHAM Vineland Il Ha Bu-
COTi ncuxiyHoro perpecy npwu rocnitanisauiax 2019 poky
piBEHb KOMYHiKaTVBHUX HaBNYOK cTaHOBMB 10—15 micAuis,
noBcAKAEHHUX HaBnYok — 20—30 micAuis, couianizauii —
6—9 micauis.

AHTUNCUXOTUKK (amicynbnpug, KBeTianiH, ranonepugon)
[aBanu 3MOry KOHTPOMNIOBaT/ arpecuBHyY NoBefiHKy Ta 6e3-
COHHA y Nauji€HTa, ane ix 3aCTOCyBaHHA CyNnpPOBOAXKYBaNoCh
NMOCUJIEHHAM KaTaTOHIYHOI CMMMATOMATUKM NPW OLiHIOBaHHI
3a Bush-Francis Catatonia Rating Scale (BFCRS), niasuwen-
HAM piBHIB KpeaTuHpocdokiHazm (1436 Ul/n, npn Hopmi
< 175 Ul/n) Ta naktatgerigporerasu (841 Ofl/n, npn Hopmi
200—480 O[i/n) (6epeseHb 2019). beH3ogiazeniHy 3meHLy-
BasIN CUMMTOMM KaTaToHil, ane 36inblyBanu TAXKKICTb eni3o-
[iB 3 BepbanbHUM Ta PyXOBUM 36yAKEHHAM, NOCUTIOBANN
[e30piEHTYBaHHA, po3rybreHicTb Ta 6e3CoHHA (6epeseHb,
BepeceHb 2019). Coni BanbnpoeBOi KNCNOTK Ta Kapba-
MaseniH He NPOAEMOHCTPYBanuN KNiHiYHOI epeKTUBHOCTI,
X 3aCTOCYBaHHA CYNPOBOMAXKYBaNOCA BMHUKHEHHAM O3HaK
DRESS-cunapomy (BepeceHb 2019).

TepaneBTUYHY ePeKTMBHICTb Mif Yac ABOX rocnitanisa-
uin 2019 poky npogemMoHcTpyBana KombiHOBaHa Tepanin
apuninpa3ofnom Ta KnoHasenamoM. auieHTa BMNMcaHo
3i CTauioHapy 3 NONINWEHHAM CTaHy, YaCTKOBOIO peAyKLUi€to
noBefiHKOBMX poO3MagiB.

HanepepoaHi ocTaHHbOI rocnitanisadii B nucronagi
2020 nauieHT BUrNALaB COHANBUM Ta MPUTHiYeHUM, 6inbLuy
YacTUHY AHA NepebyBaB y NiXKy, He pearyBas Ha OTOYEHHH,
BHOUYi OyB aKTMBHMM, 611yKaB Mo KiMHaTI, LIyKaB XKy Ha KyXHi.
CumnTOoMM APaTiBAMBOCTI Ta NPUTHIYEHHA YepryBannca npo-
TArom AHA. Hageeuip nocunoBanacb TpuBora, 3’ABnAnaca
pyxoBa po3rasibMOBaHiCTb, y nepioan, Koav Nignitok pantom
6e3npununHHO 36yaKyBaBCA, NPOABNAB HEBMOTMBOBAHY
arpecito. CTaHu NpUrHiYeHHA 3 po3nagamu CHY, paHHIMK
paHKoBMMUK NPOBYyaKeHHAMY BUMaranu gudepeHuianbHol
[iarHOCTUKM 3 TAXKKUM AenpecnBHUM enizofom. BupiwanbHe
3HAaYeHHA ANA OCTAaTOYHOI AiarHOCTUKM NMCUXOTUYHOTO
po3naay (menipito 3 KaTaTOHIYHMMM CUMMATOMaMM) Manu
O3HaKu CNIyTaHOCTi CBIAOMOCTI. Y migniTka cnocrepirannca
AK O3HAKW MNCUXIYHOrO perpecy, 30Kpema, BUNagKkn fEHHOro
eHype3y Ta eHKOoMnpesy, perpec HaBNM4YoK Xap4yoBOi MOBEAiH-
KW, TaK i KaTaTOHiYHi cumnToMMK. Ha BMCOTI NCUXOTUYHOIO
enisofy B NcmMxiaTpMYHOMY CTauioHapi cnocTepirannca
efleMeHTX KaTanencii, pyxoBoro ctynopy, NnoBToptoBaHa
nosefiHka y BUrMAAQI rpumMac Ta XUMEPHUX PyXiB.

MauieHT oTprMyBaB NiKyBaHHA apuninpasosiom Ta Kno-
Ha3ernamoMm, AKi NPOAEMOHCTPYBaNN KOPOTKOUYACHUN Te-
paneBTUYHUI edeKT: NPOTArOM ABOX TUXHIB 3MeHLWMnaca
OpaTiBNMBICTb, NPOABKU arpecii, ane eMouiHi NopyLeH-
HA — KONIMBAHHA HACTPOIO Bif anaTil Ta IPUrHiYeHHA [0 He-
afleKBaTHO MigHeCeHoro HacTpolo 3 NyCTOTAMUBICTIO, KPUB-
NAHHAMU; Ae30PIiEHTYBaHHA, PO3ry6neHicTb Ta 6€3COHHA
Ha NpU3HayeHy Tepanito 3HauyLo He pearysanu. [lposoannun
andepeHuianbHy fiarHOCTMKY 3 aTunoBum nepebirom 6ino-
nApHoro po3snagy. byno npuintHaATe pilweHHA Woao NnpobHoi
Tepanii conamu niTito. MauieHT oTpumyBaB KapboHaT niTito
(1200 Mr Ha [o6Y; piBeHb NiTilo B KPOBI BU3HaYaBCA B Aiana-
30Hi 0,6—0,7 mEq/l, pekomeHgosaHumn — 0,6—1,2 mEq/l),
apuninpason (20 mr Ha goby), MenaToHiH (9 mMr Ha foby).
Penykuia ncuxiyHux posnafis cnocTepiranaca npoTArom
HACTYMHUX TPbOX MiCALIB: 3HUKN aXKMTaLlif, KONMBaHHA Ha-
CTPOIO Ta aKTUBHOCTI NPOTAroM 06w, NoBeAiHKOBI po3naaun,
HOpManisyBaBcCA pexxum cHy — 6agbopocTi. MpunuHunnca
BUNAAKM HETPUMAHHA Cevi Ta Kany, BifHOBWUIOCA AOTPUMAH-
HA TiIFiEHIYHUX HaBNYOK, XapuoBOIl NOBediHKN.

Yepes micAub nicna BUNWUCKM 3i CTauioHapy y CiuHi
2021 poKy 3 NPMYMNHM HOHKOMIJIAEHTHOCTI MauieHTa (cKap-
IV Ha roNoBHWI BiNb, HYJOTY, TPEMOP NanbLiB pPyK nicns
NPUIHATTA NiKapCcbKKX 3acobiB) niaTprMMyBanbHa Tepanis
6yna ckopuroBaHa. 3amMicTb conei NiTito NPMU3HaYeHo na-
MOTpUriH (150 mr Ha foby), apuninpason (10 mr Ha fob6y).
Mpr3HaueHy Tepanito nauieHT fobpe nepeHoCKB, BOHa
npvBoAuna Ao NoAanbLIOl peayKLuii noBediHKOBUX po3n1agis,
BifJHOBNEHHA PiBHA couianbHO-aAanTUBHOIro GyHKLiOHY-
BaHHA JO Yacy, Wo nepepysaB MaHidecTalii NCUXOTUUYHUX
po3nagis. l1ig yac OuUiHIOBAaHHA 3aranbHOroO KAiHiYHOro
BpakeHHA 3a WwkKanot TaXKocTi CGI-S noKkasHMK 3MeHLWnBCA
37 00 5, 32 WKaNow rnobanbHOro KNniHiYHOro nosinweHHA
(CGI-I) — 3 7 go 1. Mig yac ouiHOBaHHA 3 BUKOPUCTAaHHAM
Vineland Il y ciuHi 2021 piBeHb KOMYHiKaTUBHUX HAaBUYOK
cTaHoBMB 30 MicALiB, NOBCAKAEHHUX HaBUYOK — 45 micAauiB,
couianisauyii — 40 micauis.
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KniniyHun Bunagok 2. [lisunHa 2004 poKy HapOaXKeH-
HA 3 cuHppomom 22qg13.3). luTuHa Big TpeTboi BariTHOCTI
3 TOKCMKO30M MepLoi NOMIOBUHW BariTHOCTi, noforn —
Ha 39 TUXKHi recTauii, 3i cnabKicTio NOOroBoOT AiANbHOCTI,
TpuBanum 6e3soHMM nepiogom. MNicna HapoaKeHHA crnocTe-
piranuca o3Haku M'A30BOT AVUCTOHIT, rinoToHil (roniBky noyana
TpUMaTK nicna 5 micAuiB, He nepeBepTanacs, He paykyBana,
noyana cuaitn 3 1 poKy 6 mMicALiB, nepecyBanaca Ha KoniHax
3 OMOPOI0 Ha PYKW, CTONW Bynuv NigHATI JOoropu, CaMoCTilHa
xoabba — nicnA gBox pokis. o 1,5 micauis y fiBunHM 6ynu
NPOoABM 3aTAXHOI HeoHaTanbHOI X0BTAHMULI. [epebyBana
nig cnocTepeXkeHHAM nikapA-HeBpOnora AUTAYOro y 38’A3Ky
3 CMHOPOMOM M’A30BOT FiMNOTOHII, 3aTPUMKOI CTaTOKiHe-
TUYHOrO PO3BUTKY. [licna ABOX POKiB He3rpabHO nepecyBsa-
nacs, xoguna no CXoAMHKaM i3 NiATPUMKOI, MPUCTABHUM
KPOKOM, WBUAKO BTOMJOBanaca npu xoabbi. lo 5 pokis
Ha NPOrynAHKax AiBYMHKY BO3UAM Ha Bi3ouKy. Ha rpyaHOMY
BUrofgoByBaHHIi — A0 1 poKy 6 micAuiB. Y 6-MicAYHOMY BiLli
He BAAnoCcA BBECTU NPUKOPM, BUMIbOBYBana Oyab-AKy MKy
OKpiM rpygHOro Mosioka. ¥ noganbwomMy po3fnagm XxapyoBoi
noBefiHKy nocununncs, 6yna BMGipKoBOO y XapuyBaHHi (BXK-
Bana oOMeXeHU nepenik NPoAyKTiB: KYKYpPYA3AHY Ta rpe-
YaHy MOJIOYUHI Kalli, NPUroTOBAEHI Y MEBHUI CNOCi6, NeBHWIA
BUA CyXapuKiB, Yincu 3 nanpuko, AKi MaloTb yrnakyBaHHA
NMeBHOrO 30BHIHbOrO BUIAAY 3 MEBHUM MaslOHKOM, OfUH
pi3HOBMA ANTAYOrO CUPKY, MOTYPTY, iHOAI Morna 3'icTu anue
UM LUMATOK BapeHoi koBbacy, ynogobana cup, umbynio, HaTep-
TY MOPKBY Ta KarnycTy, HIKOJI He iNa XKO4HWX Pi3HOBMAIB M'Aca
Ta prbwm). Y BiLi Tpbox pokiB 11 micAuis noronep giarHoCcTyBaB
3aranbHe HefJOPO3BMHEHHA MOBNeHHsA | piBHA. MNepLi cnosa
3’ABMANCA MICNA YOTMPbOX POKiB, MOraHO BUMOBJIANA HU3KY
3BYKIB, Oynn 03HaKkun an3apTpii. Dpa3zoBe MOBNEHHA NOYano
dopmyBaTuca nicna 5 pokis, KOAW B MOBI AiBUNHY 3'ABUANCA
npocTi arpamatuyHi ppasu. Y Bili 5,5—6 pokiB cnocTepirasca
nporpec pyxoBux HaBMYOK: HaBuunaca 6iratu, nigHimatncA
i cnyckaTncsa no cxofax nepemiHHMM KpoKom, cTpubana
Ha ABox Horax. CnocTtepiranacsa B 06/1acCHOMY MCUXOHEBPO-
NOriYHOMy AucnaHcepi 3 po3nafoM 3arajibHOro Po3BUTKY
(po3nagomM ayTMCTUUYHOrO CMeKTpa), Ierko Po3yMoOBOIO
BiacTanictio (1Q 57).

Y Y «HAI ncnxiatpii MO3 YKpaiHu» guTrHa cnoctepira€etb-
cA 32011 poky (3 7 piuHoro BiKy). [Micna ckaHyBaHHA reHoMy
nabopatopieto deCODE genetics (IcnaHgia) BcTaHOBEHO
22q13.3 cuHapom (reHeTnuHuii nonimopdiam SHANK3). 3 Bu-
KOPWCTaHHAM fiarHOCTUYHUX KpuTepiiB MKX-10 ta DSM-IV
y OUTUHM BiarHOCTOBAHO «[ANTAYMI ayTV3M 3 AKICHUMM NOPY-
LWWEHHAMW CcouUianbHOI B3aEMHOCTI, KOMYHiKaLii, Heop0o3BU-
HeHHAM pyxoBuX GYHKLIN (BUcnpakcieto po3BUTKY), po3nagom
peLenTBHOro Ta eKCNPeCcUBHOrO MOBJIEHHS (3aranbHe HeAo-
pO3BUHEHHA MoBNeHHA [I—IIl piBHA), po31agoM MOBNEHHEBOT
apTUKynaLii (an3apTpieto po3BUTKY), GasHUMM NOPYLUEHHAMM
AKTVBHOCTI Ta yBaru, BTOPMHHOIO KOTHITUBHOI HEJOCTATHICTIO
(6e3 po3yMoBOI BifiCTaNOCTi, 3 PO313aA0M PO3BUTKY LIKINbHNX
HaBn4oK) (IQ = 71)». Takox 6yf0 #iarHOCTOBAHO CUHAPOM
QOenaHa — Mak[lepmiga, po3nag xapyoBoi nosefiHky, (F84.8;
F50.8). MicnA BBeeHHA Y KNiHiYHY NPaKTUKY fAiarHOCTUUYHUX
KputepiieB MKX-11 ta DSM-5 po3nag xap4yoBOi NOBeAiHKM
6yno kBanipikoBaHoO AK 0OMeXKyBanbHWI PO3Nag BXUBAHHA
i (ARFID).

2011 poKy nig yYac OUiIHIOBAHHA HAABHOI ayTUCTUYHOT
cMMnToMaTuKK 3 BUKopucTaHHam ADOS y piBunHum BCTa-
HOBJIeHi MOpYyLWeHHA CNifKyBaHHA (7 6aniB); NopyLeHHA
couianbHoI B3aEMHOCTI (7 6aniB); NOpyLeHHA irpoBoT Aisanb-

HOCTi Ta opraHi3auii go3sinna (2 6anu); ctepeoTUnHi Gopmm
noBefiHKW 11 obMexeHi iHTepecu (5 6anis). 3a pe3ynbratamm
HaniBCTPyKTypoBaHoro iHTeps'to 3 6aTbkamu (ADI-R) BcTa-
HOBJIeHi AKICHI NopyLUEeHHA couianbHOI B3aEMHOCTI (18 6anis),
KOMyHiKauii (20 6anis), ctepeoTunHi popmu nosegiHkm (9 6a-
nig). O3HaKM NepBa3vBHOrO PO3BUTKY Y AUTUHN BUABUINCA
y BiLi o 36 micauis (5 6anis).

Mig yac ouiHIOBaHHSA KOTHITUBHOMO GYHKLIIOHYBaHHA 3 BU-
KOPWCTaHHAM OUTAYOro BapiaHTa TeCcTy Bekcnepa 3aranbHum
nokasHuk 1Q = 71 (BepbanbHuii IQ = 70, HeBepbanbHUN
IQ = 70), wo BiANOBIAaN0O NOrpaHMYHOMY PIiBHIO IHTENEKTY
(3i 3HMKEHO 3[aTHICTIO O HaBYaHHA, 6e3 Po3yMOBOI Bif-
CTanocTi).

Mig yac ouiHoBaHHA 3a Vineland Il po3ymiHHA 3BepHeHOT
MOBW y 7-pivyHOI AUTUHN BigNOBiAano 4 pokam 6 micauam,
NOBCAKAEHHI iHAUBIAYyanbHi HaBUYKK 6ynn copmoBaHi
Ha 3 poKu 2 micAaua, fOMaLLHi — Ha 4 poKK 5 MicAUiB, colianbHi
HaBMYKM BiAMOBIAany Biky 3 poku 5 micsiliB. MixkocobucTicHi
BiAHOCUHN Bynn chopMoBaHi Ha 3 poKku 8 micsuis, irposa
LiANbHICTb — 2 poKM 9 MicALiB, Npo6/1eMHO-PO3B'A3yBanbHa
noBefiHKa — 2 pokKu 3 micau,.

3 7 pokiB gUTMHa novarna BiABiAyBaTN 3araibHOOCBITHIN
3aknag (iHkno3mBHe HaBYaHHA). B nepiomy knaci 6ynu cdop-
MOBAHi HaBWUYKM afianTUBHOI MOBEAIHKM B KNaci, ane HaBUYKN
YUTaHHA, NNCbMAa, NiY6K GopMyBaNUCA i3 3aTPUMKOLO.

Y Biui 3 8 4o 12 pokKiB y AiBUNHM CrIOCTepirannca 03HaKu
NCUXiYHOT gesiHTerpadil, NoCMAnNMCcAa posnaam noBediHKm
(noctynoso BTpaTuna iHTepec Ao 6yAb-AKOI Ni3HaBaNbHOI
LiAnbHOCTI, irpoBOI AiANbHOCTI, cnocTepiraBcs perpec Haby-
TVX 3@ NepLUNI PiKk HABYaHHA NepeayMOB LWKINbHUX HABUYOK,
noBefiHKa cTana iMNynbCMBHO, MPUNUHUBCA Nporpec
Y PO3BUTKY MOBJIEHHEBMX HAaBNYOK, MPOABNANA arpecito Woao
iHWWx giten.

3 12 pokiB AguTMHa BTpaTuia HiYHy aBTOHOMHICTb CeyYo-
BUMYCKaHHA, y Hel 3'ABUNNCA Ta NOBINbHO NOCUIIOBANMNCA
nopyLeHHA perynauii noctasu, noripwunaca gpibHa mo-
TopuKa (cmaina i ctoana cKoupOUBLLMCL, He3rpabHo, CKOo-
co60UMBLLINCH, NigHIManaca cxofamu NPUCTABHUM KPOKOM,
po3yunnaca po3cTibaTu ryasmnKm, LUIHYpyBaTU WHYPKKM, NoTpe-
6yBana gonomory Matepi, HearpabHo nNuna pPiauHY 3 Kyxnsa,
KOPUCTYBasnaca NOXKoto, NposiMBana BMicT Ha cebe, noTpeby-
Basia 30BHiLLIHbOT CTUMYNALIT ANA LinecnpAMoOBaHOI pyXoBoOi
akTUBHOCTI). McuxiyHy gesiHTerpauito AUTUHU PO3rNAafanu
y CTPYKTYypi cuHapomy ®enaHa — Mak[epmiga.

Y ciuHi 2017 poky nikap-ncuxiaTp AUTAYUN 3a MicLieM Npo-
KUBAHHA AiarHOCTYyBaB y MiANiTKa Ae3iHTerpaTuBHNA po3naj
amTavoro Biky (F84.3). liBunHa 6yna uyTnrBoto Jo 3anaxis ixi,
He BXKMBana Xy, Aka mana BiguyTHUI 3anax, Ka3ana, Lo «ixa,
pyKU maTepi, ogexa mMaTtepi cMepaATb»). MNonobnana neBHi
apomaTm, 0CO6/IMBO KOCMETUYHKX Ta AeAKNX MUIOUNX 3aCO6iB;
He XapyyBanaca pa3oM 3 iHWMMK AiTbMW, YNeHaMn POANHH,
Ka3ana, Wo «Bif HUX cmepAnTb». [loTprmyBanaca HU3KM
pwvTyanis i NOCNiAOBHOCTEN, NOYana iCT! BUHATKOBO B J1iXKKY,
Ky 6pana pykamu, obHloXxyBana pyKku, peTesibHO iX Muna,
MaLana 30HYy reHitaniii, aHanbHOro OTBOPY, Mic/A YOro 06-
HioXyBafa nanbli pyK, nogekyau pobuna ue nig yac npuii-
HATTA TXi. [TOpylIMBCA HIYHNI COH, BaXKO 3acnHana, nepej
CHOM crnocTepirannca TPaH3UTOPHI Po3Nnagn CNPUNHATTA,
AKNX NAKanaca, KnmKkana Ha Jonomory.

3 6epesHa 2017 poKy y AiBUMHK CnocTepiranoca piske
noripluiaHHA cTaHy: cTana ApaTiBAnBoLo, iMNybCUBHOLO, Finep-
aKTMBHOIO, Bij3HaUaBCA perpec HaBMYOK CaMOOBCyroBy-
BaHHA, cnocTepiranoca 6e3CoHHA, enizofmn NCUXOMOTOPHOTO
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30yAXKeHHA B HiYHi rOAMHUN, HETPUMAHHA cedi Ta eHKonpes,
30pOBi Ta ciyxoBi 06MaHM cnpuitHATTA. OTpMMyBana Tepanito
pucnepuaoHOM, apuninpasonom, AKy BigMiHANN NPOTAroOM
TUXKHA NicNA NoABM HENPUIHATHUX NOBGIYHMX Ain (ekcTpa-
nipamigHMX NopyLleHb, pO3NajiB KOBTaHHA, MOABU AEHHOIO
eHypesy Ta eHKonpesy).

Y KBiTHi-uepBHi 2017 nepefn CHOM, NpY NPOBYAKEHHI
BHOUI i BpaHUi y AiBUMHKN Bynu 3adikcoBaHi rinepmoTopHi
eninenTUYHi NpUNagkn y BUrAAAI KPUKiB, 6ypXSINBKX, XaoTuy-
HMX PYXiB TYNly6OM, 3 KaTaHHAM Y NiXKKY, PYXOM Hir y Burnagi
nefantoBaHHA. Llinkom iMOBipHO, L0 oKpeMi NapoKCU3ManbHi
enizoaun cnoctepiranuca i paniwe. Y Y «<HOI negiatpii, aky-
wepcTBa Ta rinekonorii HAMH Ykpainw» (BiggineHHi gutavoi
NCYXOHeBPONOrii) NposoAnAn gudepeHuianbHy AiarHOCTUKY
3 MapacoOMHIAMN, KOHBEPCIMHUMK NCeBAOENiNenTUYHUMN
Hanagamu.

Ha EEl npu ¢yHKUiOHanbHOMY HaBaHTa)KeHHi 3 rinep-
BEHTUNAUIEI (BXKe Ha APYTill XBUNWHI) 3'ABNABCA TPaH3UTOP-
HUIA GOKyC eninenTGOPMHOT aKTUBHOCTI Y iNnAHKaX 3afHbO-
NOBGHUX i LLleHTpanbHKX NONIB KOpy MO3KY Y BUrNAAi cnanaxis
eninenTudopmHux, 6inatepanbHO CUHXPOHHUX XBUJIb 3 Yac-
TOTO 4—5 KON/C, a TaKoX PO3pAAIB eMiKOMMIEKCIB «rocTpa
XBWUIA — MOBiSIbHAa XBUAA» 3 MaKCMManbHOI amnaiTy[oto
go 170—200 mkB 3 ABunwamm reHepanisadii i 3anyyeHHAM
NiMBIYHOT CUCTEMYU MO3KY.

Ha nigctasi KniHiYHOI npe3eHTauii B Big4ini NCUXiYHMX
po3nagis giten Ta nignitkis AY «HAI ncuxiatpii MO3 YkpaiHu»
y nignitka 6yno fgiarHoctoBaHO KaTaTOHiYHi cumnTomu Ge3
NMOBHOI KapTUHU KaTaToHii (HeraTnBHa ouiHka 3a BFCRS,
HOpPManbHMI aHasi3 KPOBi, 30KpemMa Ha BMiCT M'A30BUX pep-
MEHTIB) B CTPYKTYpi eniNenTMYHOro ncmxosy (eninenTmyHoro
aenipito).

BignoBigHO Ao BCTaHOBMEHOrO AilarHO3y 6yno po3novaTe
nikyBaHHA 6eH3ogia3eniHamu (rigasenamom 20 mr 3 pasu
Ha AieHb, 3 NOCTynoBKM 36inblieHHAM 8o3u Ao 100 Mr Ha Bo6Y).
Micns cTabinisauii fo3n 6eH3opiaseniHy rigasenam 6yno 3a-
MIHEHO Ha K/lOHa3enam, po3noyaTe NiKyBaHHA NaMOTPUri-
HOM (3 MOBINbHUM TUTPYBaHHAM [03U NiKapCbKOro 3acoby
fo 150 mr Ha pob6y). MpoTarom ABOX MicALUiIB NalieHTKa
BiIHOBMNA pPyxoBi 34i6HOCTI, HOPManbHY NOCTaBy Tina, MOB-
NeHHEBI HaBNYKN. ENinenTrnyHi napoKcn3mm, NOpyLIeHHA CHY
Ta BUMAAKN eHKoMpesy NpUNuUHUAnCs, 36epiranocs HiuHe
HeTPUMaHHA ceui.

Mo3nTnBHa ANHaMiKa NCUXIYHOrO CTaHy AiBYNHN Ha Tepa-
nii "amoTpUriHOM Ta KNnoHa3enamom 36epiranacs fo nncrona-
Za 2018 poKy. HanpukiHLi poKy NOCMAUANCA MCUXOMOTOPHE
Ta MOBIEHHEBE 36yAXKeHHA, ApaTiBNMBICTb, CnocTepiranmca
pyAVIMEHTapHi TPaH3UTOPHI 30pOBI rantounHadii. lMocununaca
BMOIPKOBICTb B XapuyBaHHI, 3'ABUANCA 3aXUCHI pUTyanu,
NoB’A3aHi 3 NPUNHATTAM i, 6yny BUNaaKmM 6t0BaHHA nicnA
roflyBaHHA y pasi, Konm 6aTbKu1 Hamaranuca nopyLyBaT pu-
rigHi xapyoBi ynofobaHHA Ta pUTyanu fiBuvHW. Y nauieHTKn
MOCTYMOBO 3MeHLUyBanacA Maca Tina (BTpatuna 6 Kr 3a 6 mica-
uiB), iHaekc macu Tina (IMT) 3 18,3 3meHwwuBca go 15,8. 1o Te-
panii namoTpuriHom Ta KnoHasenamom 6yna fofaHa Tepanis
onaH3saniHom (5—10 mr Ha [oby), AKa byna BigMiHeHa yepes
10 gHiB y 3B’A3KY 3 OynimMi€lo Ta HENPUNHATHO cepfaLi€to,
BMMaKaMy eHype3y Ta eHKomnpe3y npoTArom gHA. Tepania
onaH3aniHom 6yna 3amiHeHa Ha Tepanito apuninpasonom
(15—20 mr Ha poby). MpoTAarom HacTynHUX 4 MicauiB cno-
cTepiranaca pegyKuifa NCUXOTUYHMUX CUMMATOMIB, €30PIEHTY-
BaHHA, NPUMMHUANCA eni30f4W NCUXOMOTOPHOTO 30yAXKeHHH,
nauieHTKa BigHoBMna macy Tina (IMT = 18,5). bepyuun go yBaru

noraHy nepeHoCnMIiCTb Tepanii aTMNOBUMM aHTUNCUXOTUKaMK
Ta pu3nK GopMyBaHHSA 3aNeXHOCTi Bif 6eH3oia3eniHis,
AiBunHy 6yno nepesefeHO Ha MOHOTepanito 1amoTPUTiHOM
(150 mr Ha poby).

Y 6epe3Hi 2020 poKy y AiBYMHM po3noyanaca HoBa XBUsA
NCUXivyHOI ge3iHTerpadii 3 BTPaTol PyXOBMX Ta MOB/IEHHEBMX
HaBWYOK, 3'ABUANCA KAaTaTOHIUHI cumnTomm, rebedppeHiu-
Ha noBefiHKa, reTepoarpecrBHicTb Ta 6e3coHHA. Tepanito
namoTpuriHom nposoaunu i gani y pgosi 150 mr Ha pob6y,
Tepanisa apuninpa3sonom (10 Mr Ha go06y) Ta KNoHa3enamom
(0,9 Mr Ha poby) 6ynu BigHOBNEHI. Yepe3 TMXAeHb NiKyBaHHA
crocTepiranoca pyxoBe Ta MOBIEHHEBE 30y[KEHHA 3 pyN-
HIBHOIO MNOBEAIHKOL0, CNYTaHICTIO CBIAOMOCTI, WO BMMarasno
rocnitanisauii 4o NCMXiaTPUYHOrO BigAiINeHHA.

TPYHTYIOUMCH Ha KITiHIYHOT CXOXOCTi reHEeTUYHOrO Mofti-
Mop®i3my Ta KniHiuHoro nepebiry y ABox nauieHTis 3 22q13.3
CYHAPOMOM Ta rinoTesi wogo komopbigHocTi PAC npu cuH-
ppomi ®enaHa — Mak[epmiga 3 atunosum 6inonapHNM
po3nagom, NikyBaHHA apuninpa3osniom NpoBoaunu i gani
y £,03i 20 Mr Ha o0y, a 3aMiCTb TAMOTPUFiHY NPU3HaYeHi coni
nitito (Kap6oHaT niTito) y go3i 900 mr Ha pgoby. PiBeHb niTito
B CMPOBATLi KPOBI NPOTAroM 3 MicALiB NiKyBaHHA BU3HayaBCA
B Ajiana3oHi 0,6—0,8 mEq/| (pekomeHaoBaHa KOHLEHTpaUia —
0,6—1,2 mEq/I).

o niotoro 2021 poky AiBuMHa noninwmna noBediHKoBi
cumnTomun, npotarom 10 micAuiB Tepanii NOCTyNnoOBO BigHO-
BUJIa MOBJIEHHEBI, PYXOBi HaBUYKK, Mi3HaBasIbHi Ta KOMYHi-
KaUilHi 30i6HOCTI.

Mig yac ouiHOBaHHA B CiuHi 2021 pOKy 3aranbHOro Kni-
HiYHOrO BpakeHHA 3a wkanot TaxkocTi CGI-S nokasHuK
3MeHLWMBCA 3 7 Ao 5, 3a wkanoto noninweHHa CGl-l—35 0o 1.
Mig yac ouiHOBaHHA 3 BUKopucTaHHAM Vineland |l piBeHb Ko-
MYHiKaTUBHUX HaBUYOK CTaHOBMB 48 MicALiB, MOBCAKAEHHUX
HaBMYOK — 68 MmicAauiB, couianizauii — 50 micauis.

OTXe, NPOCMNEKTUBHI JOCIAXEHHA ABOX MaLli€HTIB
3 22913.3 cnHgpomom npotarom 10—12 pokis ganu
3MOry onucaTu Npu LibOMy BapiaHTi reHeTUYHOro Moni-
Mop®di3mMy NCUXOTMYHI eni3oam 3 po3nagamMu CBifOMOCTI
Ta KaTaTOHIYHMMM CUMMTOMAMMU.

MopibHi po3nagm B NigniTkoBomy BiLi nikapi-ncmxiat-
PV 4acTo TPAKTYOTb AK WK30dpPeHiyHi. Y Hawomy fo-
cnigxeHiy 060X naLieHTiB i3 po3nagaMmm ayTUCTUYHOTO
crekTpa MaHipecTHi NCUXOTUYHI po3nagn He BUABUIN
adiHHOCTI fo Tepanii amicynbnpraoMm, rafionepuaonom,
KBeTianiHOM, NPOAEMOHCTPYBanu nue 4YacTKoBY Te-
paneBTUYHY BiAMOBIAb Ha NiKyBaHHA apuminpa3osnom,
O NOCTaBUO MNif CyMHIB KBanidikauio NCUXOTUYHUX
CMMNTOMIB Y NaLi€HTiB AK 03HaKM AebloTy wnsodpeHii.

YacTkoBy TepaneBTUUYHY eDEeKTUBHICTb Y AOCHI-
IPKEeHMX NaLieHTIB Nig yac ABOX rocnitanisauin npoge-
MOHCTpyBana KombiHOBaHa Tepania apuninpasonom
Ta 6beH3opiaseniHamn (KNoHa3enamom/rigasenamom),
LL{O MO>Ke CBIfUNTIN HAa KOPUCTb AENiPIO3HOT KNiHIYHOI TU-
Nonorii NICUXOTUYHMX eni3ofis npu 22q13.3 cuHAPOMi.

AHTUNCMXOTMKN (aMicynbnpugd, KBeTianiH, ranone-
pvAon) gaBann 3MOry KOHTPOJOBATK arpecuBHy Mno-
BelliHKY Ta 6€3COHHSA B ONMCAHNX KNiHIYHUX BUNagKax,
ane ix 3aCTOCYyBaHHA CYMPOBOAXKYBanocA NOCUAEHHAM
KaTaToOHIYHOI CMMNTOMaTHKK. B ogHOMY 3 HaBegeHnX
KNiHIYHMX BUNAAKIB M1 cnocTepirann noCUNeHHA Ka-
TaTOHIYHMX CMMMTOMIB Mif Yac ouiHloBaHHA 3a BFCRS,
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MEXAHI3MU ®OPMYBAHHS TA CYYACHI MPUHLUMMW TEPANIT HEBPONOTIYHMX PO3NALIB

LLLO CYyNnpPOBOAXKYBANOCA NiABULLEHHAM PiBHIB KpeaTuH-
docdokiHazm Ta nakTaTgerigporeHasu.

beH3opiaseniHy 3mMeHLWYyBany CUMATOMW KaTaTOHil
npw negiaTpuuHoMmy genipii, acouinioBaHomy 3 22q13.3
CNHAPOMOM, arne NOCUIoBaNun Ae30PiEHTYBAHHA, PO3-
ry6neHicTb Ta 6€3COHHA.

3HauyLa KniHiuyHa epeKTUBHICTb NiTil0 Ta NamoTpu-
riHy B onncaHux NauieHTiB BignoBifae rinotesi, WwWo Mik-
poaenedia reHa SHANK3 moxe 6yTu acouinoBaHa
3 6inonApHUM po3nagom [2].

B nitepatypi € obmexeHi BiZOMOCTi NPO MOXNnBY
edeKTUBHICTb Cconewn NiTito Ta KOMbGiHaLiT apuninpasony
3 K/IOHa3enaMoM Npwu e3iHTerpaTuBHUX NCUXIYHUX
po3nafax 3i cnayTaHicTIo cBifomMocTi (genipiem) Ta KaTa-
TOHIYHUMWN CUMATOMAMMW Y MALI€EHTIB i3 CUHAPOMOM
®enaHa — Mak[epmipa [3, 4].

Y opHi€l 3 gocnigXeHnxX nayieHTOK cnocTepiranaca
KOMOpO6igHICTb NegiaTpUYHOro Aenipito 3 KaTaTOHIYHY-
MW CMMMTOMAMW Ta NO6HOI PoKasibHOW eninencieto.
O6rosoptotoun nepebir NCUXiYHUX Ta HEBPOMOTIUHNX
po3nagis Ta adiHHiICTb po3nagis go Tepanii namoTpu-
rMHOM Yy L€l AiBUMHN, MU TaKOX MOXEMO MpUnycTuTu,
LLO NCUXOTUYHNI €Ni304 Y HEl MaB MPUYMHHO-HACNIAKO-
BN 3B’A30K 3 eNiNenTUYHNM NPOLIeCOM, | OTXKe NMCUXiuHa
JesiHTerpauif 3 KaTOTOHIYHUMU CUMATOMaMN MOXKe
6yTu KBanipikoBaHa AK eninenTMyHa NcuxivyHa pesin-
Terpauin. CborogHi 6pakye gaHux gns Toro, wob pos-
rnAagaTM BUNaJoK NCUXiYHOT gesiHTerpauil 3 genipiem,
KaTaToOHIYHMMM NPOABaMM Ta eniNenTUYHUMM Npunaga-
kamu npu SHANK3 BapiaHTi reHeTUYHOro nonimopdiamy
yepes Npusmy eninenTUYHMX eHuedanonartin.

Pe3synbraTi ony6nikoBaHMX y nitepaTypi AOCNiAXKEHb
cBigyatb, wo nauieHTn 3 PAC npn SHANK3 moxyTb 6y T
BPa3NuBIWLUMU, FipLLe NepeHOCUTM NMCUXOTPOMHI NiKap-
CbKi 3acobu, HiX iHLWi NaLieHTX 3 NepBa3MBHUMM pO3na-
Jamu po3BUTKY (po3nagamm ayTUCTUYHOTO cneKkTpa) [5].
HeedeKTMBHICTb conen Banbnpo€EBOi KNCOTU Ta Kap-
6ama3zeniHy npu posnagax, acouinoBaHux 3i SHANK3,
MOXe OyTW NoscHeHa iX MOraHow NepeHoOCUMICTIO,
HeNnpPUHATHUMYK NOBGIYHUMUK AiamMu.

Bidomocmi npo asmopis:

MAPLEEHKOBCbKWUW Irop AnaToniosuy, kaHangaT Meauny-
HUX HayK, CTapLUMI HayKOBUIA CNiBpObITHWK, 3aBigyBay Bigainy*;
https://orcid.org/0000-0001-6584-3285; e-mail: martenkovsky
urisfpda@ukr.net

MAPLEHKOBCbKA IHHa IBaHiBHa, KaHAMAAT MeAUUYHUX
HayK, NPOBIAHUN HayKoBWiA cniBpobiTHWK Bigainy*; https://
orcid.org/0000-0002-6807-794X; e-mail: inna.martsenkovska@
gmail.com

300PUK IpnHa PepgopiBHa, KaHANAAT MeANYHUX HAYK,
CTapLnii HayKoBUI CiBPOBITHUK, NPOBIAHUI HAYKOBUIA CMiBPO-
6iTHVK BipAiny*; https://orcid.org/0000-0002-1595-9295; e-mail:
ifzdoryk@gmail.com

MAKAPEHKO laHHa B’auecnaBiBHa, acnipaHTtka®; https://
orcid.org/0000-0003-4698-0289; e-mail: annamakarenko1404@
gmail.com

CKPUMHUK TetaHa OnekciiBHa, acnipaHTKa*; https://orcid.
0rg/0000-0002-4290-5495; e-mail: tatynaskrypnykO7@gmail.com

* — Bigginy ncnxiyHmx posnagis giten Ta nigniTkis JepxaBHoi
yCTaHOBW «HayKoBO-AOCAIAHNN IHCTUTYT NcuxiaTpii MiHicTepcTBa
OXOPOHM 340pOB'A YKpaiHu», M. Kuis, YKpaiHa

MipcymoBytoun 06roBOpeHHA KIiHIYHUX BUMaKiB,
MOXEMO 3a3HauunTu, WO coni NiTito 6ynn edpeKTUBHI
nig yYac NiKyBaHHA roCTPMX MNCUXOTUYHUX PO3MagiB
y oci6 i3 cuHppomom PenaHa — Mak[epmiga (mik-
pogpeneuieto reHa SHANK3), ane noraHo nepeHocunmca
y pasi Tp1Banoro 3acTocyBaHHA Ha eTani 4O3piBaHHA
pemicii.

Coni niTito Ta NTaMOTPUTiH MOXYTb Oy TN peKOMeHf0-
BaHi AnA nikyBaHHA NoNiMopOigHMX NCUXiYHMX po3najiB
y nauieHTis 3 PAC npu 22q13.3 cuHppomi.

Y pasi noraHoi nepeHOCMMOCTi Conen NiTito cnig pos-
FMAHYTU MOXINBICTb 3aCTOCYBaHHA ANA NiKyBaHHA Mo-
niMmop6igHUX NCUXiYHNX Po3NafiB 3i cnyTaHoO CBigo-
MICTIO Ta KaTaTOHIYHMMYK cumnTomamu npu PAC Komoi-
HaLilo naMoTpuriHy Ta apuninpasony.
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