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AND VISUAL IMPAIRMENTS: A CASE REPORT

Y cTaTTi NogaHo onuc KNiHIYHOro BMMNagKy pPo3ymoBOi BigcTanocTi npu cuHgpomi Cekena
y fopocnoro nauieHTa 3 Bagamu 3opy. CuHgpom Cekena € pigKiCHUM ayTOCOMHO-peLeCMBHNM
reHeTUYHUM 3aXBOPIOBAHHAM, LLO MPOABMAAETLCA 3aTPUMKOI BHYTPILLHbOYTPOOGHOrO PO3BUTKY,
MiKkpouedani€to, HU3bKMM 3pOCTOM, XapakTePHNMM KpaHiodaLlianbHUMM 0COBIMBOCTAMY Yepes
cneumnoiyHy 6yfoBy yepena i HOCa («MTaxorosioBiCTb») Ta iIHTENEKTYaNbHOW HELOCTATHICTIO.
KniHiuHi NposBuN CMHAPOMY OXOTMJIIOIOTb KOMMIEKC HEBPOOTiYHUX, OPTaNbMOSOTiYHNX, COMa-
TUYHUX | CKENeTHMX aHOManiln. Baan 30py cnocTepiraloTbca HeYacTo, afie CYyTTEBO OOMEXYIOTb
couianbHe GYHKLiOHYBaHHS.

Y pocnigxyBaHOro nauieHTa HasBHa Mikpouedanisa, BMpaxeHi KpaHiodpaLianbHi ocobnu-
BOCTi, KpynTopXxi3m. OdTanbMonoriyHa NaTonoria OXornsitoe ambionito, MioMiYHNA acTUrMaT3M
Ta aTpoodito 30poBoro Hepsa. CnocTepiraeTbcs NomMipHa couianbHa ae3aganTauis. NposegeHe
KNiHIKO-reHeTUYyHe QOCNifXXeHHA NiATBePANIO ayTOCOMHO-PELeCUBHNIA XapaKTep naTonorii.
B 06roBopeHHi akLleHTOBaHO yBary Ha TpyaHowwax gndepeHuianbHOI AiarHOCTVKY, AIMOBIPHOCTI
natomopdo3y KNiHIYHOT KapTUHM Ta BaXXNMBOCTI MXKAUCUMMNIHAPHOIO Nigxody A0 PaHHbOro
BUABNEHHA cnHapomy Cekena. [oUuinbHUM € NpoOBefeHHA KOMMIEKCHUX peabinitauinHmnx
3axofiB, AKi AagyTb 3MOry MOAIMWUTK AKICTb XUTTA | 3HU3UTK PiBEHb iHBanigmM3auii, HaBiTb
3a HasABHOCTI BUPAKEHOro KOTHITUBHOTO AediuunTy.

The article presents a description of the clinical case of mental retardation associated with
Seckel syndrome in an adult patient with visual impairments. Seckel syndrome is a rare autoso-
mal recessive genetic disorder characterized by intrauterine growth retardation, microcephaly,
short stature, distinctive craniofacial features due to the specific structure of the skull and nose
("bird-headed dwarfism"), and mental retardation. The clinical manifestations of the syndrome
include a combination of neurological, ophthalmological, somatic, and skeletal anomalies. Visual
impairments are uncommon but significantly limit social functioning.

The presented patient exhibited microcephaly, pronounced craniofacial features, and crypt-
orchidism. Ophthalmological pathology included amblyopia, myopic astigmatism, and optic
nerve atrophy. Moderate social maladaptation was observed. A clinical and genetic examina-
tion confirmed the autosomal recessive nature of the disorder. The discussion emphasizes
the challenges of differential diagnosis, the possibility of pathomorphosis of the clinical picture,
and the importance of a multidisciplinary approach to the early detection of Seckel syndrome.
Comprehensive rehabilitation measures are required to improve quality of life and reduce
the level of disability, even in the presence of marked cognitive impairment.

Cunppom Cekensa (Seckel syndrome) — py»e pifkic-
He reHeTUYHe 3aXBOPIOBAHHA, AKe XapaKTepun3yeTbCA
3aTPVIMKOIO BHYTPILLIHbOYTPOOHOrO PO3BUTKY, HU3bKM
3pOCTOM, MiKpouedani€to, xapakTepHUMY prucamm ob-
NNYYA Ta IHTENEKTYyalbHOK HeoCTaTHICTI0. [locuTb Yac-
TO MOTO Llie Ha3uBaloTb «NTaxoronosicTio» (bird-headed
dwarfism) yepes xapakTepHy ¢popmy ronoBwm, WO Hara-
Aye 0306 ntaxa. CnHgpom Bnepiue onvcas 1960 poKy
amepukaHcbkui nepiatp Seckel HPG. Y cBoiin ny6nikadii
BiH onucaB KoropTy Aitei 3 nofibHMMK O3HaKamy —
MiKpouedarni€lo, KapnMKOBICTIO Ta CBOEPIAHUMUN pU-
caMm o6anyya. Xoua NOOAUHOKI BUNAAKK AiTen i3 no-
ZiGHMMYK cumnToMamm Oynu onmucaHi 1 paHilwe, came
Seckel HPG cuctemaTtnsyBaB KniHiYHi 03HaKM i 3anpono-
HyBaB Liell CUHAPOM K OKPeMY HO30J10TiUHY OAVHULO.

© OropeHko B. B., LyctepmaH T. 1., HikoneHko A. €., Maneupbkuin €. @.,
2025

CvHppom Cekens cnocTepiraeTbca NpUbAN3HO y OfHO-
ro Ha 10 TC. HOBOHAPOOPKEHNX, YacCTille PEECTPYETbCA
B Nonynauiax, e nowmnpeHi wnbn mix pogunyamu
(Hanpuknag, y geaknx perioHax bnunsbkoro Cxony
a6o MNisaeHHoI A3ii) Ta Ma€e ayTOCOMHO-peLeCcMBHUI TUM
ycnagkyBaHHaA [1].

Ina Toro, wob y AUTUHN NPOABMBCA LIEN CUHAPOM,
obuasa 6aTbKy MatoTb BTV HOCIAMW MYTaHTHOTO reHa.
Byno ineHTUdikoBaHO Kinbka reHis, myTauii B AKNX
MOXYTb CNPUYMHNTK cuHAPOM Cekensa, cepef HUX —
ATR, CEP63, CEP152, RBBP8, CENPJ Towo. Lli reHn 3a-
3BMYal 6epyTb y4yacTb Y KOHTPOSI KNITUHHOIO LUKy,
pennikauii pe3okcupunboHykneiHosoi kucnotn (JHK)
a6o Bignosiai Ha nowkoaxeHHa [HK. MatoreHes cuH-
apomy Cekena nNoB'A3aHUN came 3 MNOPYLIEHHAMM
B NpoLecax, WO KOHTPONIOWTb AiNeHHA KNITUH, penfi-
Kauito JHK i BignoBigb Ha NOWKOOXKEHHA Fr€HETUYHOIO
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matepiany. OTxe, cuHgpom Cekensa — Lie pe3synbTaT My-
Tauill y reHax, LWo peryntoioTb 30eperkeHHA cTabinbHOCTI
reHomy. MNopylweHHA B LMX MexaHi3max 3yMOBOOTb
YNOBIiNbHEHHA 3POCTaHHA Ta NOAINY KNITUH, NOPYLUEHHA
eMOpioHaNIbHOrO PO3BUTKY, WO NPU3BOAUTL [0 MIKPO-
uedanii, KapAMKOBOCTI Ta iHTeNleKTyaNbHOT HeJocTaT-
HocTi [2; 3].

OCKinbKn CMHAPOM Ma€ BPOMXKEHUI XapaKTep, BiH
NPOABAETLCA BXe Mif Yac BariTHOCTI, NPY HaPOLMKeHHi
abo B paHHbOMY AUTMHCTBI. KNiHiuHi 03HaKn oxonio-
I0Tb aHOManil POCTY, 30BHILHBbOrO BUMMALY, PO3BUTKY
LeHTpasbHOI HEPBOBOI CUCTEMM Ta MMOBIPHI CYnyTHi
Bau opraHis, 3okpema 3opy. [itn 3 cuHgpomom Cekens
3a3BMYaln MaloTb ManeHbKi Bary Tina Ta 3picT npu Ha-
poaKeHHi (Mpruyomy crnocTepiraeTbca nponopuinHa
3aTpuUMKa PO3BUTKY, TOOTO ronosa, Tyny6 i KiHLiBKYK
3MeHLWeHi piBHOIO Mipot). Kpim Toro, ona xsopux
XapakTepHi cneumdivHi KpaHiodaLianbHi 0cobnMBOCTi:
MikpoLedanis, By3bke «nTalwvHe» 061yya 3 BUNHYTUM
A3b060nofibHMM HOCOM, BYy3bKUIA 106, MiKporHarTia,
rineprenopusm, ancnnasia 3y6is. Cepesl NCXOHEBPO-
NoriyHMx nopyleHb Tpeba 3BepHYTY yBary Ha 3aTpum-
Ky NCMXOMOTOPHOIrO PO3BUTKY, PO3YMOBY BifCTanicTb
(Big nerkoi o rnnboKoi), y AeAKNX BUNagKax — CyaoMu,
noraHy KoopAuHaLitlo pyxiB, rinOTOHIl0. XapakTepHUMU
€ NeBHi CKeNneTHi aHOManii, AK-OT KOPOTKi KiHLiBKK, CKO-
nio3, nedopmadii rpyaHoi Knitky, rinonnasis abo guc-
nnasis Kictok (ocobnueo nepeannivus i cteroH). Cepep
iHWMX MMOBIPHMX aHOManii NOTPIGHO BiA3HAUNTK pi3-
HOMaHITHI 3aXBOPIOBaHHA: KaTapakKTa (pigKo) Ta Koco-
OKiCTb, FNyXOTa, rinoreHitaniam, Kpintopxiam. [HoAi
MOXYTb BUHMKAaTX iMyHHi NOPYLUEHHA, aHOManii cepus,
CYAVIH, HNPOK [4; 5].

MeTolo CTaTTi € BUCBITNEHHA KNiHIYHOrO BUMAaAKY
cnHgpomy Cekensa y JOPOCOro nauieHTa 3 po3ymMoBOI0
BifcTanicTio N Bagamm 30py Ta onuc gudepeHuianbHo-
[iarHOCTUYHKMX O3HaK L€l pigKiCHOT naTonorii.

MauieHT, K. M. C., 24 poku, He npaulog, € ocoboto
3 inBanigHicTio Il rpynu. MNepebyBaB Ha cTaLioHapHOMY
nikyBaHHi B LleHTpi nigroctpoi yonosivoi natonorii N 3
KomyHanbHoOro nignpruemctea «[JHinponeTpoBCbKa
6aratonpodinbHa KniHiYHa nikapHA 3 HagaHHA ncuxiaT-
puvyHOi gonomoru» [HinponeTpoBCbKOi 06nacHOI
pagu» (3rigHO 3 eNeKTPOHHMM HanpaBieHHAM Nikapsa-
ncuxiatpa LleHTpanbHOT MicbKoi NikapHi, M. MapraHeLb)
325.04.2025 p. no 30.04.2025 p.

AHamHe3: CnagKoBiCTb NCUXIYHUMIN 3aXBOPIOBaH-
HAMW HiBUTO He 06TsXKeHa. MaTy — HK3bKOro 3pOCTY.
Hapoaueca neplinm 3 Tpbox AiTel y poauHi pobounx,
BiZl Apyroi BariTHOCTI, AKa nepebirana 3 recto3om Ta 3a-
rpo3soto nepepuBaHHsA. MNMonoru ¢isionoriyHi, B CTpoK,
ane 3i CTUMyNALI€0 NONOroBoi AiANbHOCTI. Bara npu Ha-
poaxeHHi 2600 rpamis. 3 BiKy fBa MicALi nepebyBas
nig HarnAgoM AUTAYOro HeBpPOMaTosiora 3 AiarHO30M:
nepmHaTasbHe FiNOKCMYHE ypaXKeHHA LeHTPasbHOI
HEepPBOBOT CUCTEMU, PAHHI BiAHOBNOBaNbHUN Ne-
piog, rinepteHsinHo-rigpouedanbHUn cUHAPOM. Y Bili
NeB'ATb MicALIB BCTAHOBNEHUN AiarHO3: ANTAYUN
LepebpanbHUiA Napaniy, aTOHiYHO-acTaTh4YHa bopma,
Mmikpouedania. 3 paHHbOro BiKy BifgcTaBaB B NCUXodi-

3MYHOMY PO3BUTKY: CUAITX NOYaB NicnA ceMn MicALiB,
xoautn — B 1,4 poKu, nepwi cnoBa — NicnAa ABOX
pokiB. BinBigyBaB JOWKiINbHUI HaBYanbHUN 3aKnag
4nA JiTen 3 guTaunm uepebpanbHUM napanivyem, ogHak
Hagani 6yB nepeBeaeHW Ao cneuianbHOroO AOLWKiNb-
HOro HaBYaNbHOrO 3aKnagy AnA fditen 3 Bagamm 30py.
Micna 3akiHYeHHA gowWwKinbHOro 3aknagy 6ys opopm-
NeHn Ao AOMOMIMKHOI LUKONU-iIHTepHATY, e 3 HaBYalb-
HOIO NPOorpamolo He cnpasnAscA. [IPpOTArom HaBYaHHA
He pa3 nepebyBaB Ha CTaliOHapHOMY NiKyBaHHi B He-
BPOJIOriYHOMY BigdineHHi [JHinponeTpoBCbKOI KNiHiy-
HoOI nikapHi N2 5 3 giarHo3om: guTAuYNn LepebpanbHMii
napaniy, cnacTMyHa AuUNneria, BpoaxeHa Mikpoueoda-
nis. 2002 poKy npowwoB o6cTexxeHHA B MixobnacHo-
MY LIeHTpi MeMyHOI FreHeTUKM | NpeHaTanbHOl diarHocC-
TMKN M. Kpmnsun Pir. Ha nigctaBi KNiHIKO-reHeTUYHoro
pocnigXeHHs (kapiotun — 46, XY — HopMma; natonoria
reHeTMYHO 0b6YyMOBIEHa, TUMN yCNagKyBaHHA — ayTo-
COMHO-peLecnBHUIN, pU3nK ana cnbcis — 25 %) Ta bio-
XiMiYHOTO AOCHigXeHHA KPOBi Ta ceyi (MOpyLlWweHb
0OMiHY aMiHOKNCNOT He BUABNEHO) BCTaHOBNIEHU
piarHo3: cuHapom Cekensa. Takox nepebysaB Ha 06niKy
y nikaps-odTtanbmosiora AUTAYOro 3 AiarHo30M: 3Milla-
Ha amb6nionia 060x ouelt, MioniYHMIA acTUrMaT3M 060X
oyen, atpodia 3opoBoro Hepsa. 2002 poKy BU3HAHWI
OVUTUHOIO 3 iHBanigHicTio. MicnAa 3akiHYeHHA HAaBYaHHA
B WWKONi-iHTepHaTi Ginblie Hige He HaBYaBCA | He npa-
LtoBaB. TpyAOBOro CTaxy Ta TPYLOBOI KHVXKUN He MaE.
He oppyxeHun, fitein He Ma€, MmellKae i3 6aTbKamu
Ta IBOMa cecTpamu B rypTonTKY. CbiHrv Hopmarsb-
HOro 3pOCTy Ta 6e3 NcMXiYHUX NopyleHb. TybepKy-
Nb03, BEHEPUYHi 3aXBOPIOBAHHA, BipYyCHI renatntu,
yepernHo-Mo3KOBiI TPaBMM 3 BTPATOK CBifOMOCTi — 3a-
nepeuvye.

2007 poky Breplle nepebyBaB Ha cTalioHapHOMY
NikyBaHHi B AUTAYOMY NCUXiaTPUUYHOMY BigAineHHi
Ne 35 IHinponeTpoBCbKOI 06/1acHOT KNiHIYHOT ncu-
xiaTpuyHoi nikapHi (JOKIJT). BctaHOBNEHO AiarHos:
nomipHa po3yMoBa BifCTanicTb, MOBHE HeJOPO3BUHEH-
HS MepLIOro piBHA, reHeTUUYHO obymoBneHe. Hapani
nigTpVMyBaNibHY Tepanito He Npuiimas, NnepebyBas
nig HarnAgom cimenHoro nikapA. 2017 poKy NOBTOPHO
nepebyBaB Ha cTalioHapHoMy nikyBaHHi B JOKIJ1, Bu-
NMCaHWK i3 AiarHO30M: NOMipHa PO3yMOBa BiACTaNiCTb
reHeTMYHO obymoBneHa (xBopoba Cekens), cnacTuyHa
aunneria. 2019 poky, nicna gocArHeHHA 18-pivyHOro
BiKY, MPONLWOB aMbynaTopHy MeanKo-colianbHy ncu-
xiaTpuuHy ekcnepTtnsy B ymosax JOKIJ, e 6ys BcTa-
HOBJIEHWIA AiarHO3: pO3yMOBA BifiCTaNicTb, 06yMOBIieHa
reHeTMYHoto natosnorieto (cuHppom Cekena), CKNagHWin
Tun onirodppeHiuHoro gedekrty (cuHgpom Cekens,
ambnionia, ropu3oHTaNbHUIN HicTarm, atpodia 3opo-
BOro HepBa 060x oueir). bys BM3HaHWI 0coboto 3 iHBa-
nigHicTio Il rpynn yepes ncnxiyHnin posnag, NpuynHa
iHBanigHoOCTi — 3 AUTUHCTBA. BUCHOBOK Npo ymoBM
Ta XapakTep npaui — He3[aTHICTb A0 TPpyAoBOI fiAnb-
HOCTI. Ik peKOMeH[oBaHiI 3axoan WoA0 BifHOBNEHHA
npaue3faTHOCTI 3a3HaYeHU HarnAag Ta NiKyBaHHA 3a-
XBOPIOBaHb, WO iHBanian3ytoTb. MNepebysatoun Baoma,
NigTpUMyBanbHe NiKyBaHHA BXNBA€ HepPerynapHo.
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CamocTiliHo cebe ob6cnyroBye, ane iHoAi BUKOHAHHSA
CaHIiTapHO-TIriEHIYHMX NpoLeayp NoTpebye Npumy-
LUEeHHA maTepi. 3a MeXi JOMa CaMOCTIMHO MaXKe He BU-
XOAUTb, NOTPebye NOCTIMHOrO CTOPOHHLOIO AOrNALY
Ta Harnapy 3 60ky pigHux. MNoToyHa rocnitanisauis
30iCHEHA 33 peKoMeHaLiErn MeanKo-ColialibHOI eKC-
NepTHOT KOMICii 3 MeTOol YyTOUHEHHA dYyHKLUiOHanbHOT
YacTVHU JiarHo3y ANA YeproBoro nepeornagy.

McuxiyHMin cTaTyc: KOHTAKT 3 XBOPUM Ma€e Gop-
ManbHUI XapakTep. MeTy obcTexxeHHA Ta rocnitani-
3auii go nikapHi He po3symie. [l[pomoBa 3ma3aHa, feLo
yNoBifibHEHa 3a TeMNOM, NOAEeKYyAN CNOCTepiraETbCA
PO3MOBIAHHA MO cKnagax. [paBunbHO Ha3MBaE CBOE
im'a, BiK, JaTy HapoOXKeHHA. 3HAE, WO MelKae B Map-
raHui, ane agpecy HassaTu He B 3mo03i. [Topy poKy
Ha3BaTW He Moke. AHAMHECTUYHI BiJOMOCTi NoBigoM-
nA€ HenocnigoBHO. MUcneHHA iHepTHe, KOHKPEeTHO-
obpa3He, ynoBifibHeHe 3a TeMnoM. 3anac WKinbHUX
3HaHb — HU3bKUI. TOBEPXHEBO OPIEHTYETHCA y MO-
6yToBUX NUTAHHAX. Cya>KeHHA — HaiBHi, NerkoBakHi.
[eski npucnis’a TAymaunTb NpaBubHO, ane Ha 6inb-
WicTb Npucnis’iB fae noBepxHeBi Bigno.igi, abo B3arani
He MoXe iX po3TnymaunTu. BBaxae, WwWo nitak Ta nrax
Pi3HATbCA TUM, WO NiTak 6inbw WBUAKNIA. EMoUinHO
NPUMITUBHUIA, EMOLINHI peakLii HealeKBaTHi, iHoai 6na-
rogylwHuin. ByKBM 3HAE, 3 TPYAHOLWAMM HAMAra€TbCa Y-
TaTV NO cKnagax. ApUGMETUYHUIA paxyHOK — B MeXKax
10—20, Ha KOHKpeTHUX npegmeTax, 3 NoMUIKamu.
BBarkag, Lo AKLLO KynuTy ByNouKy 3a 15 rpueHb, oMy
3 20 rpmBeHb NoBUHHI AaTn 10 rpuBeHb pewTu. MNocTy-
NoBO Nif 4Yac 6ecian cTae 6inbw ApaTiBANMBMM, BTPayae
iHTepec OO cnifKyBaHHA. MasauyeHHA, ranoymnHaudin
He BMABMNEHO. YCBIQOMIEHHSA BNACHOMO NCUXiYHOro CTa-
Hy — dopmarsnbHe.

ComaTMuHNI CTaTyC: OKPY>KHICTb ronoBu — 51 cm,
yono ckouweHe. [epeHicca WNpoKe, HIC BEANKNUN, NO-
MITHO BUAAETHCA Ha 06nMydi. B npodinb dopma ronosu
no6igHa ronosi ntaxa. Oui BeNUKi, OYHi WinvHM BY3bKi,
BiiICTaHb MiXK oUYMMa 3aBennKa. Byxa Benuki, HU3bKo
po3TalloBaHi Ha yepeni. POT nponopuinHuin 4o pos-
Mipy o6nunyya. HixHA wenena HeJOPO3BMHEHA, 3MEH-
WweHa y po3mipi, nigbopinas By3bke (Ous. puc. 1 Ta 2).

af

Puc. 1. ®poHTanbHUi BUrNAL,
nauienTa (aHdac)

Puc. 2. bokoBuia BUrnapg,
nauieHTa (nTaxonogioHuin
npo¢inb), Lo AeMOHCTPYE

rinonnasito HUXKHbOI Wenenun

MigBnweHoOl BrogoBaHoOCTi, Bara — 77 Kr, 3picT —
165 cm, iHgekc macu Tina — 28,3. Mi3nHLi 060X pyx Bu-
KpusneHi. LUKipHi noKpueu 1 BUAMMI CIN30Bi — YNCTI,
3BUYANHOIO KOJIbOPY. Y NereHAX AMXaHHA BE3NKyNAp-
He, XpuniB HeMae. ToHW cepua NPUrAYLWeHi, PUTMIYHI,
NaToNIOTiYHUX WYMiB HeMa€e. ApTepiaibHUA TUCK —
150/80 minimeTpiB pTYTHOrO CTOBMA, YaCTOTa CepLIeBMX
CKopoyeHb — 88 yaapis Ha XBUINHY. KUBIT Npuv Nasnb-
nauii m'akni, 6e36onicHuiA. Kpuntopxiam 3nisa.

HeBponoriuHui cTaTyc: 3iHMLi ogHaKoBi 3 060x 60-
KiB, peakuia Ha CBiTNno 36epexeHa, xBaBa. CyXOXKUbHi
pebnekcn cMmMeTpuYHi. Jlerkuii HUXKHIN napanapes.
MeHiHreanbHUX CUMNTOMIB He BUABMEHO.

Y BipAineHHi: Becb Yyac NPoOBOANTb HAa CaMOTI, YacCTo
CNANTb Ha NIXKKY B OOHOMAHITHIl NO3i, He BUABNAIOUYM
3aliKaB/IeHOCTi 4O OTOYEHHA. 3 iHWKWUMM NaLiEHTaMMK
B nManaTi Ta Big4iNneHHi TpMMaETbCA HEBNEBHEHO, BU-
ABNAE feAKy po3rybneHictb i 6esnopagHicTb. Posymie
Ta BUKOHYE NPOCTi iIHCTPYKLUiT MeANYHOro rnepcoHany,
y AeAKnx Bunagkax notpebye 4OfaTKOBOrO NOACHEHHSA
abo neMoHcTpauii. HaBnuky camoobciyroByBaHHA pos-
BMHeHi B NoTpibHOMY 06cA3i, ane noTpebye NOCTIHOIO
KOHTponio. CaMOCTINIHO OJAraETbCA Ta NPUNMAE XY,
OfHaK AieHHA aKTUBHICTb OOMEXYETbCA MeXaMu nana-
TN. He BMABNAE 3aLiKaBNeHOCTi A0 XXUTTA BigdineHHs,
Ginbly YaCcTUHY Yacy MaixKe 6e3aiANbHUN, MACKBHUN.
Teneizop anMBUTbCA POpPManbHO, iIHOAI cnocTepirae
3a iHWMMK NauieHTaMK, AKI NepernagaloTb nepepaui.
Peakuii KOHNIKTHOCTI, arpeCcMBHOCTI He BUABJIAE, YacTo
6naroayLwHNin. 3aMKHYTWIA, BigocobneHnin. Kono iHTepe-
ciB o6MexxeHe 3aoBosieHHAM dizionoriyHmux noTpeo.
B TpypoBi npouecu y BigdineHHi He 3anyyaeTbca. B npo-
Lieci NikyBaHHsA TS10 HAaCTPOIO BUPIBHANOCh.

DaHi o6cTexxeHHs:

3aranbHi aHanisn kKposi (25.04.2025 p.), ceui
(26.04.2025 p.), kKany (26.04.2025 p.) — 6e3 natonoril.
AHani3 KpoBi Ha aHTUreH renatuty B (28.04.2025 p.) —
HeraTuBHMi. MociB Ha andTepito (25.04.2025 p.) — He-
raTMBHUI. AHani3 KpoBi Ha cudinic metogom imyHodep-
MEeHTHOro aHanisy (28.04.2025 p.) — HeraTuBHUN.

Oniooporpama (Ne 184668 Big 28.04.2025 p.) — BU-
CHOBOK: NlereHeBi nonsa 6e3 iHPINbTPaTUBHKX Ta BOTHU-
LLIeBUX TiHEN.

EnekTpokappgiorpama (25.04.2025 p.) — BMCHOBOK:
CUHYCOBUI pUTM, ANPY3HI 3MiHM MiOKapAy.

EnekTtpoeHuedanorpama (28.04.2025 p.) — BUCHO-
BOK: Herpy0bi 3MiHM 3 nepeBa)kaHHAM NOBINIbHO-XBU-
NbOBUX KONMBAHb B NOGOBO-CKPOHEBO-TIM'AHMX Bif-
BefeHHsAX, Oinblwe npaBopyy. HaBaHTaxyBasbHi npobu
He 3MiHIOTb MaTepPH XBWJIb. 3aly4YeHHA [0 naTonoriy-
HOro npovecy Mefio6asanbHUX CTPYKTYP.

KoHcynbrauia TepanesTa (25.04.2025 p.) — BUCHO-
BOK: eceHuianbHa rinepteHsia | ctagii. BHyTpiwHi opra-
H¥ 6e3 natonorii.

KoHcynbTauisa HeBponora (25.04.2025 p.) — BUCHO-
BOK: cnHapom Cekens. BpoarkeHa mikpouedanis, ner-
KU HMXHIM Napanapes. Po3ymoBa BigcTanicTb.

KoHcynbrauisa xipypra (25.04.2025 p.) — BUCHOBOK:
KpinTopxi3m 3niBa. IHWOI XipypriyHoi naTtonorii He BU-
ABNEHO.
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KoHcynbtauia optanbmonora (10.03.2023 p., 3a Mic-
LeM MPOXMBAHHA, AAHI 3 BUNUCKM i3 amOynaTopHOT
KapTKN) — BMCHOBOK: 3MillaHa ambsionis 06ox ouei.
MioniuHnin acTurmaTam o60ox ouein. ATpodisi 30poBoro
HepBa 060x ouel.

KoHcynbrauia ncuxonora (28.04.2025 p.), BACHOBOK
3a fAHVIMU NCUXONOTIYHOIO JOC/iAXEHHA: MOBHOMY
KOHTaKTy AOCTYMHWIA, ane BiH Ma€ ManonpoAyKTUBHUN
Xapaktep. Ha 3anvuTaHHA Bignosigae no cyTi, micnA
ZOBroi naysu, Kopotko. CIOBHUKOBWI 3anac obmexe-
HUI, moBa bigHa. CypKeHHA NOBepPXHEBI, NPUMITUBHI.
Mae 3HauHi TpygHouwi y dopmynioBaHHi CBOIX AYMOK,
He 3aBXXAW AOBOAUTb BiAMnoBiAi Ao KiHusA. Jeaki 3anu-
TaHHA 3anunwatoTbca 6e3 Bianosigi. OpieHTOBaHUIA
YaCTKOBO: He 3HAE CBIiN PiK HAPOAXKEHHA, JOMALLHIO
afpecy nam’atae BMbGipKOBO, HEAOCTAaTHbO OPIEHTO-
BaHWUN y KaleHQapHOMY 4aci, He Ha3BaB MicALb, MOpPYy
poKy. Ha micui yTpumyeTbca, noBefiHKa nacmeHa. Emo-
LinHi peakuii cnabko andepeHuUiioBaHi, HE4OCTaTHbO
afleKBaTHi, NnepiogNYHO HeJOpPEeUYHO NOCMIXaETbCA.
Bi3yanbHMN KOHTAKT HeJOCTATHIN, NALIiEHT NOraHo
6aunTb. 30BHi BUMAAE HeOCTaTHbO OXaliHO. HaBnuKnM
camoob6cnyroByBaHHA chOpPMOBaHi, ane nNoTpebyoTb
JOMNoMOruM Ta KOHTposto. BupaxeHa HefoCTaTHICTb
y NOBCAKLEHHOMY XUTTi. Kono iHTepeciB 3ByXeHo.
3i cniB nauieHTa, BoOMa Malixke He gornomarae. [Mono6b-
nAe ninuTK 3 NnactTunidy. CnifnkyBaHHA 0OMeXeHo po-
OVIHOIO, 3 IOMY He BMXO[UTb.

O6cAr 3aranbHOOCBITHIX 3HaHb BKpall 0OMeXXeHNA.
TyropyxomicTb i OAHOMAHITHICTb YCiX NCUXIYHUX NPO-
ueciB. Yntae BKpan cnabko, npouymtaHe NOBTOPUTU
He MoXe i He po3yMie. lNnLe 3 BeNMKOIO KiNbKiCTio Mo-
MUTOK. PaxyHOK TinbKu nopagkosuii, o 10-tu. Apudpme-
TUYHI Aii TakKoXK B Mexax 10-Tu. 3MICT CIOXKEeTHOI KapTUHKM
He po3yMi€, Ha3MBA€E OKpeMi NpeamMmeTu. Pi3HMLIO MiX fi-
TaKOM Ta MTaXxOM MOACHIOE KOHKPETHO. 3MiHY iHA Ta HOUi
NOACHVB NPUMITMBHO, ane npasubHo. lNoHATINHa 34aT-
HiCTb He po3BKHeHa. MycneHHA NPUMITUBHE, KOHKPET-
Ho-0bpa3He. AGCTPaKTHO-NOrIYHI NpoLecy HeJOCTYMHI.
YBara HecTinka. HaBYanbHWN eKCNepumeHT 3aCBOIE
BKpai cnabko, BUOIPKOBO, He NepeHOCKTb NOro Ha aHa-
norivyHun matepian. bangyXunn 0o cBOEl AiANbHOCTI.

Big3HauyaeTbCA HeJOCTATHICTb iHTENEKTYaNbHOIo
noteHuiany (koediuieHT iHTeNneKkTy fopiBHI0E 53 6ann)
y 0COOUCTOCTI 3 NCMXiYHUM iHdaHTURI3MOM. [MoBefiH-
KOBa Mo3uuia — nacMBHO NigKoptoBanbHa. MucneH-
HA — KOHKPETHO-CUTYaLillHe, HA3bKOI NPOAYKTUBHOCTI.
HaBnukn camoobcnyroByBaHHs, KOMyHiKaLii, couianb-
HOI aganTauil — HegoCTaTHI.

KniniyHun piarHo3s: Jlerka po3ymoBa BifcTanictb
y CTyrneHi BrpakeHoi AebiNbHOCTi BHACNIAOK FeHeTUYHOT
natonorii (cuHapom Cekensa). CKnagHU TN oniroppe-
HiyHOro fedekTy (ambnionis, ropM3oHTaNIbHUIA HicTarMm,
aTpododin 30poBoro Hepea 060x oueit), Wrdp 3a MixkHa-
pogaHoto Knacuoikadieto 10-ro nepernagy — F70.1.

JlikyBaHHA: Banbnpoat HaTpito / Ba/ibNMPOEBa KNCIIO-
Ta (750—900 mr/goby), xnopnpomasuH (50—150 mr/go-
6y), 3aranbHO3MiLHIOBaNIbHa Tepanis, BiTamiHoTepanis,
ncuxotepania (ncmxocouianbHa, NCUXOKOPEKLinHa
po60oTa) — noniniweHHs.

JlikyBanbHi 1 TpypoBi peKomeHpAaLii: ABKa o fika-
pA-ncuxiaTpa 3a micuem peectpadii. [Mpunom nigTpu-
MyBaJIbHOT Tepanii: BanbnpoaT HaTpito / BabNpoeBa
KNCIoTa NPONoHroBaHoi Aii — 750 mr Ha fo6y.

O6roBopiooUM HaBeAEHUI KNiHIYHNI BMNAOOK,
cnip 3a3HaumnTK, WO cepel TUMOBUX O3HaK, AKi Oynu
onucaHi Seckel HPG [1], y nauieHTa cnocTtepiratoTbca:
pO3ymoOBa BifCTaNiCTb B CTyneHi BUpaxeHoi gebinb-
HocTi, Mikpouedania i3 cBoepigHoto 6ynoBoto uepena
Ta 06/1MYuA («NTaxoronoBiCTby»), BY3bKi OUHI WiNNHMK,
ropV30OHTaNIbHUIA HiCTarm, rinepTenopusm, aA3boborno-
LiGHMIA BUCTYN HOCY, MIKPOTHaTIA HUXKHbOT Lienenu,
HM3bKO PO3TallOBaHi Byxa, KPUNTOPXi3M Ta KIIMHO-
JakTunia misuHuis. NprBepTae yBary, Wo B KNiHIYHIn
KapTVHiI HEMaE feaKknx TUNOBUX O3HaK (Hanpuknag,
npumMmopgianbHOI KapJIMKOBOCTI, XOUa HaABHa HUXKHA
MeXa HOPMM MacK Tifla NP HapOMXKEHHI), WO MOXe
CBiAUMTN NPO KAiHIYHMI NaToMOPHO3 CUHAPOMY Y Ha-
Woro nauieHTa. 3 aHamHe3y Biiomo, Lo 6aTbKK naui-
€HTa MaloTb HU3bKNI 3picT. He3Baxalun Ha 3HaYHUI
PU3NK PO3BUTKY cMHApPOoMy Cekens y CUONiHriB, y Ha-
LLOro navuieHTa ceCcTpy He MatoTb BifCTaBaHHA Y NCUXO-
bi3nyHOMY PO3BUTKY.

CnHpgpom Cekensa acouiloeETbCA 3 BPOLKEHUMU
aHomaniamu cepus [6], cyauH [7; 8], HepBOBOI cucTe-
mu [5; 9], wkipwu [10], cuctemn Kposi [11], 3y6is [12],
a TakoX BTpaToto cnyxy Ta 3opy [13—16]. MMpun cuH-
apomi Cekena MOXnMBI pPi3Hi aHOmanii opraHa 3opy,
X04a X HaABHICTb Ta CTYNiHb BUPA3HOCTI MOXYTb
BapitoBaTu. Y KNiHIUHIN KapTWUHI gocniagxXyBaHoOro
nauieHTa odpTanbmosioriyHa naTonoria 3Ha4YHoO BUpa-
XKeHa Ta npepfcTaBneHa ambnioni€, ropu3oHTanb-
HMM HiCTarMOM Ta aTpodi€o 30pOBOro HepBa 060X
oyen, Wo NOopywye NOro NOBCAKAEHHe couianbHe
bYHKLiOHYyBaHHA.

Bigomo npo Tpu KniHiuHi dopmu cuHppomy Cekens,
AKi NOB’A3aHi 3 reHeTUYHMMN MyTaLif MM Ha KOHKpeT-
HUX XpoMocomax (3-a, 18-a um 14-a) [13], ane Ha Xanb,
B HALWOMYy KNiHIYHOMY BUNALKY BCTAHOBUTU TaKy pop-
My HEMa€E MOXNIMBOCTI, TOMY LLO pe3yfbTaTi NnpoBege-
HOro MegunKo-reHeTUYHOro AOCNIAXKEHHA He MICTATb
B cobi iHpopMaLito WoAo TaKnx faHUX.

OT1xe, cuHgpom Cekena € HaA3BMYaANHO PiAKICHOIO
MaToNOri€l0, AKA AEMOHCTPYE CYTTEBY 3aTPUMKY ¢i3unu-
HOrO Ta NMCUXIYHOro PO3BUTKY (ak 4O PO3yMOBOI Bif-
CTasNIOCTi), @ TAaKOX Pi3Hi BpoaKeHi aHomanii. Bunagkum
cnHgpomy Cekena 4yacTo HEMPABWIIbHO AiarHOCTY0Th,
0co6MBO KONM NaLiEHTU He BUABMAKTb YCiX O3HaK
deHoTUny, TO6TO KONK, MMOBIPHO, HAABHUI KAiHIYHWIA
naToMmop$o3 3axBoptoBaHHA. KniHiuHi Ta mopdonoriuHi
0Cob6nMBOCTI MOXYTb 6YTW BUABNEHI Nif Yac BariTHOCTI,
X0Ya naTonoria He MoXe ByTV NigTBEPAKEHA KNiHIYHO,
NOKM MefMYHa KapTUHa NOBHICTIO He chOPMYETbCA, 3a-
3BUYal, B PaHHbOMY AUTUHCTBI. Ba)kKnMBrM MOMEHTOM
€ reHeTUYHe [OCNIAKEHHSA, OCKINIbK/ BOHO [a€ 3MOry
BMBYMTY iCTOPIilO POAUHU, CMAAKOBICTb, KNiHiUHY dop-
My CMHAPOMY Ta CYnyTHi NaTONOriUHi CTaHN.

Tomy BMBUYEHHA paHHIX MPOABIB i 03HaK L€l naTono-
rii, paHHE BTPYYaHHA, peTefibHe KNiHiKO-NCUXonorivyHe
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CrocTepeXeHHsA 3a XBOPMMM Ta 3aCTOCYBaHHA KOMI-
NEKCHUX NiKyBasibHO-peabinitauiiHmx 3axogis morno 6
NPU3BECTN A0 AE€AKOro MOMINWEeHHA AKOCTI XUTTA
nauieHTiB 3 cuHapomom CeKena, 3HUXKEHHA PiBHA iHBa-
nignsauii Ta NigBULLEHHA couUianbHOI aAanTOBAHOCTI
HaBiTb 3@ HAABHOCTI BUPAXXEHOrO iHTeNeKTyanbHOro
aediumnTy.

Asmopu 8UcC/108/11010Mb WUPY NOOAKY cmydeHmy
JlHinposcbKo20 OepxxasHo20 MedUYHO20 yHigepcumemy
Mukoni MukynaHu4y 3a HAOGHHA ABMOPCbKUX PUCYHKI8
nayieHma, 8UKOpUCMAaxux y nyosikayir.
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