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CuHapom Petta (CP) — Lie cnaakoBO 3yMOBEHE, NPOrPecyiode 3axBOPIOBaHHSA LIEHTPaNbHOT HEPBOBO! CUCTEMM I3 3HAUHKM NOPYLIEHHAM HeRpo-
pPO3BUTKY Ta BUpaxeHumM inoro perpecom (OMIM: 300005; MKX-10: F84.2). HaBeaeHo kiHiko-reHeTnyHi xapakrepuctvky CP Ha nigcTasi aHanisy
CyYacHUX NiTepaTypHUX AaHNX Ta BNACHUX CNOCTEPEXEHb.

MeTa — 03HaNOMNTY LIMPOKE KOO MiKapiB i3 CydacHUMM niaxoaamu A0 AlarHoCTkn CP i3 BUKOPUCTaHHAM KAIHIKO-reHeanoriyHoro aHanisy,
ornagy MEHOTUNY, Cy4aCHOro MONEKYNAPHO-TEHETUYHOrO OOCTEXEHHA Ta IHHOBALIMHWUX METOAIB NIKYBAHHA AGHOMO CKNaAHOIMO FeHEeTUYHOrO
3aXBOPIOBAHHA.

KniHiuHi BUnagku. PerensHo onmcano KNiHivHi BUnaaky, Lo AiarHoCToBaHi Ta CnocTepiranncs 0CoOUCTO aBTopamit y [NpurkapnaTchbKii nonynsui.
BUCBITNEHO OCHOBHI KNIHIKO-(DEHOTUNOBI KPUTEPIl 38XBOPIOBAHHA 3 BIAOOPAXEHHAM CTadiHOCTI ioro nepebiry Ta NnporHo3y. MNpeactaBneHo
poTorpadii oaHIEI NaUIEHTKY, SKi BIDOOPaxXaloTb XapakTepHuii (eHoTVN Ta 0COOMBOCTI Il HEPBOBO-NCUXIYHOrO PO3BUTKY. HiTKO BMKNaaeH: reHe-
TUYHI @CNEeKTN 38XBOPIOBAHHA Ta Cy4acHi NiAXoav A0 MONEKYNAPHO-FEHETUYHORO OOCTEXEHHA XBOPVIX, BIA3HAYEHO THN YCNaAKyBaHHA 38XBOPIO-
BaHHSA T@ 0COOMMBOCTI MEANKO-TEHETUYHOIO KOHCY/bTYBaHHA CiMel. B 00roBopeHHi BigoOpaxeHo N1TaHHA AndepeHUIiHOT AiarHOCTUKM, @ TakoX
CyyacHi Nigxoav Ao NiKyBaHHS, BKAOYalouUn iHHOBaLIMHI MeToaw.

BMWCHOBKM. 3HaHHA OCHOBHOIO CMMATOMOKOMMNEKCY CP, @ Takox Cy4aCHVX NiAXOAIB A0 MONEKYNAPHO-TEHETVHYHOIO TECTYBaHHS Ta IHHOBaLHIX Me-
TOAIB NIKYBaHHS CNPUSATME PaHHIi AiarHoCTUL, Oinbl ePeKTVBHIN Tepanil Ta peabinitalii AiTe i3 wieto cknagHolo Hedyroto. Slikapam NePBUHHOI NaHKK
0Cco0M1BY yBary HeoOXiAHO 3BepTaTh Ha B1NaaKM 3aTPUMKI Ta perpecy NCUXOHEBPOIOMYHOMO PO3BUTKY Y NOEAHAHHI 3 O3HaKaMu PO3M1adiB ayTUCTUY-
HOrO CNEKTPY B AITEN, AKi HE Mann yCKNaaHeHb y NeprHaTansHOMy Nepiofl, Ta BYaCHO HanpaBAaTH IX Ha KOHCY/IbTaLlo 4O HEBPO/IOra i reHeTu1Ka.
JocnigxeHHda BMKOHaHO BIiANOBIAHO A0 NPUHLMNIB [enbCiHCbKOol Aeknapauil. OTprMaHo iHhOopMOoBaHy 3rofy 6aTbkiB AiTel WLoao y4acTi y AoCi-
LDKEHHI.

ABTOPYM 3a9BAAI0TE NPO BIACYTHICTb KOHMANIKTY IHTEPECIB.

KnioyoBi cnoBa: crnaakoBe 3axBOPIOBaHHA LEeHTPanbHOI HepBOBOI crcTemn, reH MeCP2, HelipoOpo3BMUTOK, perpec, Aisyata.

Clinical and genetic features of Rett syndrome (cases from practice)
N.M. Fomenko, O.B. Synoverska, T.G. Berezna, Z.V. Vovk, K.O. Lazurkevych
lvano-Frankivsk National Medical University, Ukraine

Rett syndrome is a genetically determined, progressive disorder of the central nervous system characterized by significant neurodevelopmental
impairment and pronounced regression (OMIM: 300005; ICD-10: F84.2). Clinical and genetic features of Rett syndrome are presented based on the
analysis of current literature data and the authors’ own observations.

Aim — to acquaint a wide range of physicians with modern approaches to the diagnosis of Rett syndrome through the use of clinical-genealogical
analysis, phenotype assessment, advanced molecular genetic testing, and innovative treatment methods for this complex genetic disorder.
Clinical cases. Clinical cases personally diagnosed and observed by the authors in the Precarpathian population are thoroughly described. The main
clinical and phenotypic criteria of the disease are highlighted, reflecting the staging of the disease progression and prognosis. Photographs of one patient
are presented, illustrating the characteristic phenotype and peculiarities of her neuropsychological development. The genetic aspects of the disorder
and modern approaches to molecular genetic testing are clearly outlined, with emphasis on the mode of inheritance and the specifics of genetic coun-
seling for families. The discussion covers issues of differential diagnosis, modern treatment strategies, and innovative therapeutic approaches.
Conclusions. Knowledge of the core symptom complex of Rett syndrome, as well as modern approaches to molecular genetic testing and innovative
treatment methods, will promote early diagnosis, more effective treatment, and better rehabilitation outcomes for children with this complex disorder.
Primary care physicians should pay special attention to cases of delay and regression of psychoneurological development delay and regression in
combination with autism spectrum disorders in children who did not have complications in the perinatal period, and promptly refer them for consulta-
tion with a neurologist and a geneticist.

The study was conducted in accordance with the principles of the Declaration of Helsinki. Informed consent was obtained from the patients’ parents
to participate in the study.
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epell TeHeTUYHUX CHH/IPOMIB JIOTeTep aK-
TyaJbHUM 3JIUIIAETHCS cUHIpoM PetTa
(CP), ax y nmuiaHi 1iarHOCTUKH, TaK i MO0
mizxoiB /10 ikyBaHHs. CP — 11e craikoBo 3yMoBIie-
He, TTPOTpecyiove 3aXBOPIOBAHHS IIEHTPATBHOI Hep-
BoBOI cuctemu (IITHC) i3 3HaUHUM TTOpYIIEHHAM
HEWPOPO3BUTKY Ta BUPAKEHUM HOTO perpecom
(OMIM: 300005; MKX-10: F84.2). Ynepiiie 3axB0-

proBanHg omrcaB y 1966 poiii aBcTpilicbKuii meiaTp
Andreas Rett y aBox aiBuarox [7,10]. ¥ 1983 pori
mBenchkuil yuenuii Bengt Hadberg suzinus cun-
JIPOM y CaMOCTIHiHY HO30JIOTIUHY OJIMHUITIO i chop-
MYJIIOBaB OCHOBHI liarHOCTUYHI KpuTepii. /[0 11boro
yacy 1eil CHHIPOM BiIHOCUJIN IO PO3JIA/IiB ayTUC-
tuynoro crektpy (PAC), i BiH i chorozini 3aiuia-
eTbest B Til ke rpyni (F84). Tpeba warosocurn Ha
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CLINICAL CASE

TOMY, 1110 iCHYE€ SIK Kiaacuuaunii Bapiant CP [7], saxuii
MU GyIEMO PO3IJISIIATH, TaK 1 IHIINIA, aTUIOBUI 260
ypomxkenuii Bapiant CP, 3yMoBJIeHIIT aBTOCOMHO-
NoMiHaHTHOI MyTanieio rena FOXGI1B
(OMIM:613454) [8]. Knacuunuii CP BuHMKa€E BHa-
CJIJIOK JoMiHAHTHOI MyTaitii rena MeCP2 (meTu-
U TO3UH-3B I3YI0YHM I TPOTETH 2), 10 JIOKAJTi3YEThCS
Ha fioBromy 1iedi X-xpomocomu (Xq28). BBaxkaeTh-
¢4, 1110 X-XpOMOCOMa, sIKa Hece JOMiHAaHTHUN TeH,
MOXOUTh MaiisKe BUKJIIOYHO BiJ 6aThKa, TOMY XBO-
pifoTh repeBakHO fAiBuaTka. MyTaiis rena MeCP2
MPAKTHYHO 3aBXK/IH € MyTaIli€lo de novo, To6TO BOHA
BUHUKAE Y MPOIECI TaMeTOTeHe3y Y YOJOBIKiB
y X-xpomocomi [2,4]. Tomy 4os0BIK, IKUiT IEpes1ae
1[I0 XPOMOCOMY CBOIM JIOYKaM, He € HOCIEM I[i€l My~
Tallii i, 3po3yMiJio, He € xBopuM. OJIHAK y JTiTepaTypi
€ noBifomyenHs npo Bunaaku CP y gososikis. Ile
CTOCY€ETbCS CUTYAII, KOJIU XJIOITYUK Y CBOEMY XPO-
MOCOMHOMY Habopi Mae AK MiHiMyM aBi
X-XpOMOCOMU: OZIHY 3 HUX BiH YCIAKOBYE Bi/ 0aTh-
Ka 3 myTaiieio MeCP2, a inuty — Big marepi, To6TO
1ett xBopuit Mae mie i cunapom Kmatiadensrepa [3].
[ Bce >k Taky B JTiTepaTypi MPOJOBKYETHCS TUCKYCis
II0/I0 MOKIMBOCTI 3axBopioBarHs Ha CP ocib yoJio-
BiYOi CTATi IPU HOpPMaJbHOMY KapioTuti [7]. 3Baxka-
04U HA TeMi3UTOTHUN cTaH 3a X-XPOMOCOMOIO
Y XJIOMYUKIB, MOKHA MTPUITYCTUTH OLIBIT TSHKKUN
riepebir 3aXBOPIOBAHHS 3 JIETATbHUMU HACIIKAMI
B HUX, a TAKO’K eJIIMIHAIIIO IIJIOZIB Y0JIOBIYOI cTaTi
1ie Ha etari eMopio- Ta perorenesy. OHaK, 1151 TiTTO-
Te3a CBOEIO YEProlo MPUITYCKAE MOKINBICTh My Tallil
rena MeCP2 y X-xpoMocoMi MaTepi, OCKIJIbKH XJIOTI-
YUK MOXKe OTPUMaTH X-XPOMOCOMY TiJIbKU BiJl Ma-
tepi. [en MeCP2 — 11e myxe BaKJIUBWI TeH, SKUM i€
SIK PETYJISITOPHUIA /17151 6araTbOX 1HINNX T€HiB, 3MiHIO-
1041 IXHIO eKCITPECiio y KpUTUUHI MOMEHTH PO3BUTKY
Ta audepeHtiialii CTpyKTyp roJI0BHOTO MO3KY. ToOTO
BiH Oepe yyacTb y peryJsiiii cuaresy Oijika, Ailoun
STK 610XIMIYHUI TTEPEMUKAY-PETYIISITOP EKCITPecii
Pi3HUX reHiB, SIKi BiZIMIOBIIAIOTH 32 CUHTE3 Bi[ITOBI/I-
HUX YHIKaJIbHUX OiKiB. MyTaitist y reni Me CP2 Bu-
SIBISIETBCS Y 65—75% XBOPHUX, OKPEMi aBTOPH HaBO-
ASTh 4acToTy 710 95%. ¥ 5—10% BUIIAAKIB OMUCYIOTH
myTaiiii reHiB CDKL) (Binkputuit y 2004 p.) Ta
FOXG1 (2008 p.) [4,8]. BaxkaeTbcs, 1110 MyTaitii /1a-
HIX Te€HiB BUKJIUKAIOTh HETUTIOBI (POPMH 3aXBOPIO-
BanHs. [en MeCP2 ynepiie iieHTUhIKOBAHUH Y JIT0-
JUHY B IIOTJaHACHKIN nabopaTtopii y 1996 p.
1 CKJIQIAETHCS 13 YOTUPBOX EK30HIB.

YacroTta cuHApOMY 3a JiTepaTypHUMU JJAHUMU
cknazgae 1:10000—-1:20000 xiBuatok, TO6TO BiH HE
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€ Ha/13BUYaitHo pinkicuum [ 6]. Ilonyraniiina yacro-
Ta CUHPOMY B YKpaiHi Ha IaHUH Yac He BU3HAYeHa.
Y nepebiry 3aXBOPIOBaHHS YMOBHO MOKHA BU/LIUTI
YOTUPU CTAJII: IEPIa CTais (CTarHalis ) — CAMITO-
mu ypaxkenus [THC 3’aBisioTsest y Bitli 6 MicstiiB —
1,5 POKHU y BUTJISII CITOBLIbHEHOTO TICHXOMOTOPHOTO
PO3BUTKY, BTPATH iHTEPECY /10 iTOpP, CIIOBITbHIOETHCS
picT rosioBu (TIpH HAPOJKEHHI 0OBII TOJIOBU 3aBK/TH
HOPMAaJIbHU ); IPyTA CTAJlid — CTa/lisl MBUIKOTO Pe-
rpecy Ta ecTpykilii (Bik 1—4 poku): 3’ IBASIOThCSA
HaIa/I1 HeCIOKOIo, II1avy, ITopylieHHd cHy. liBuaTka
BTpavyatoTh HabyTi HABUYKH i I[iJIECTIPIMOBaHI PyXH,
HATOMICTBh CTIOCTEPITAIOTHCS XapaKTePHi CTEPEOTHUTI-
Hi PYXU Y BUTJIA/I «MUTTS PYK», XJIOTKIB, TiJTHECEH-
HSI PYK /10 poTa Ta ix 06ausyBanHst. MoxyTh Oyt
PO3JIa/Ii Ay THCTUYHOTO CIIEKTPY, OCOOIMBO XapaK-
TepHa BiJICYTHICTD COITi0-€MOITIITHOI B3AaEMHOCTI Ta
Bi/ICYyTHICTb peakiliil Ha eMOIlii iIHINX, HaBiTh Hali-
OJIVMKUYUX JIIOJIei, 3 BJSIOThCA TUKH, eITi30/1 alltHoe,
TiepBEeHTHUISAIT, CyZIOMU, aTAKTUYHA X014, TillePKi-
Hesu. Tpers craznis (ncesmocrabinizais, abo 1ia-
TO) — OXOILTIOE TONTKITFHUHN 1 PAaHHIT MKITBHUH BiK,
TPUBAE JIeKiJbKa PoKiB. Ha mepinii 11an BUCTYTIA€
BUPa’keHa KOTHITMBHA HE/OCTATHICTD, BTPATa MOB-
JienHst, MoKy Th OyTH cynomu (y 1/3 mireit), excrpa-
mipaMi/iHa CUMIITOMAaTUKAa Y BUTJISI IUCTOHII, Tirep-
KiHe3iB, ajie IHKOJIU JIeKOJIN JIeTI0 KPAIM BUTJISI/IA€
eMollifiHUI cTaH fiTeil. YeTBepTa cTajlid — moynHa-
€TBCS 3 KIHIISA TIEPIIOTOo JIeCATUPIUYS, TIPOTPECYIOTh
PYXOBI PO3J1a/iu: ANTUHA CTAE HEPYXOMOIO, PO3BU-
BalOThCS M'30Bi aTpodii, CHACTUYHICTD, CKEJTETHI
nedbopmaiiii i mepesioMu Ha TJ1i OCTEONoPO3Y, a TAKOK
M’30Bi IUCTOHII, BiZICTABaHHS Y POCTi. ¥ TaKOMY
cTaHi XBOpi MOXKYTh nepeGyBaTh IeCATKH POKiB, 78%
XBOPHX JIOKUBAIOThH 10 25 pokiB i Gisbine. Onucani
BUIIAJIKU HAPO/XKEHHS XBOPUMU >KIHKaMU JIiTei.
HociaxenHs BUKOHAHO BiJIITOBIIHO 0 IPUHITHU-
niB [esbcincepkoi nexmapartii. OTpumano iHdopmoBa-
HY 3ro/1y OaThKiB /IiTEl 10/10 YIaCTi Y IOCTiKEHHI.
Mema — 03HalIOMUTH NTUPOKE KOJIO JIiKaPiB i3 Cy-
YaCHUMMU Tixomamu 1o aiarnoctuku CP i3 BUKO-
PUCTAHHSM KJIIHIKO-TeHeaJI0TYHOTO aHAJIi3Y, OTJISILY
(henotumy, cygacHOro MOJIEKYISAPHO-TEHETUYHOTO
06CTeKeHHST Ta IHHOBAI THUMU METOIAMU JIiKyBaH-
H$ IaHOTO CKJIQJIHOTO TeHeTUYHOT0 3aXBOPIOBAHHSI.

Kiniyni BUnaaku

Y nomymanii [pukapnarTs CP giaraocToBano Ha
ITi/ICTaBI KJIIHIKO-TEHEATOTIYHOTO aHAJII3Y Ta XapaK-
TEPHOTO ITCUXOHEBPOJIOTTYHOTO CTATYCY Y JIeB AT
BUTIAJIKAX. 3 HUX y TPhOX BUTIA/IKaX iarHO3 Bepui-
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Puc. 1. DeHOTUN AUTUHW Ta XapaKTepHi CTePEOTUNHI pyxu pykamu (Bik 3 poku 10 mMicauiB): 3arasibHUi BUrISA

KOBAHO 32 JIOTIOMOTOI0 MOJIEKYJIIPHO-TEHETHYHOTO
aHaIi3y: O/IMH — B YKpaiHi, [Ba i — y aboparopii
Invitae, CIIIA misixoM TapreTHOTO Ta MMaHEJTLHOTO
cekBeHyBaHHs HOBOTo 1okoJiiHHSA (NGS). Kiiniko-
aHaMHECTUYHI JaHi B yCiX BUITaJKaX € abCOTIOTHO
XapaKTEePHUMMU JIJIs 1aHOTO cuHApoMY. ChorofHi
JITHK-recTyBanHs TeXHIYHO IOCTYIIHE, ajie 3 (hiHaH-
COBOI CTOPOHY He 3aBJK/IM TPUAHSITHE [JIs1 OATHKIiB
(BUKOHYETHCS Yy 3aKOPIOHHUX JIAOOPATOPISIX i € 10-
poroBapricuum). HaBoaumo aBa suniagku CP, Bepu-
(bikoBaHMX 32 10IIOMOT0I0 MOJIEKYJISIPHO-T€HeTHY-
HOTO aHaji3y B Hac B YKpaiui (Bumazmokl) ta
B 3aKOPIOHHOHHIH J1abopaTopii (BUITaL0K 2).

Kainiunwnii Bunagox 1

[Mamientka, 11 pokis. /lany IUTHUHY CyMiCHO
3 HEBPOJIOTAMU MU CIIOCTEPIraEMO IIPOTSITOM KiJib-
KOX poKiB. /[uTmHa HapoanIach Bij EPIIOI BariT-
HOCTi y 310poBOI inku 29 pokis (y 6aTbka gaHa
IUTWHA [IPyTa, epiia IUTUHA BiJl TOMepeIHbOTO
o0y — 310poBa). Ha 06s1iky 3 mpuBOLy BariTHOC-
Ti MaTH IepebyBasia 3 ' siToro TkHsL. Heogropaso-
BO ITPOXO/INJIA YJIBTPa3ByKoBe pociizkenns (Y 3/1)
i 6ioXiMIUHUI CKPUHIHT BariTHUX; OYJI0 BUSBJIEHO
JIVTIIe HU3bKY IJIAIleHTAIlif0, IHIIUX Bi[XUJIEHDb HEe
3adikcyBanu. [losmoru disiosoriuni B TepMmiHi
39 TrkHIB TecTallii, Bara IUTWHY TTPU HAPOJKEHHI —
3150 1, moBxuHa tima — 50 ¢M, 06Biz ros10BY — 34 cM,
olliHKa 32 mKajoo Anrap — 9/9 6anis. Possurok
y TIEPIIOMY TiBPivdi IPOX0aAnB Oe3 BifcTaBaHHS Bijl
HOPMM: TOJIOBY TPUMAE 3 IBOX MICSIIiB, Y TPU MiCAII
criocrepiransocs TyJiHHS, IUTUHA TOCMiXajacs,
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yTPUMYBaJIa B PyIli irpaliky, CUAAUTH i3 IeCTH Mics-
1[iB, Ha IPYAHOMY BUTOZOBYBaHHI mepedyBaJa /10
omHoro poky. [licasa piyHOoTO BiKy MaTl moMiTHIA
He3HauHe BiJICTaBaHHS Yy IICUXOMOTOPHOMY PO3BH-
TKY: Y Billi OTHOTO POKY IUTHHA BUMOBJISLIA TLIBKU
OKpeMi CKJIa/in, CJIiB He OyJI0, movYaia caMOCTiiTHO
xonutu y 1,5 poky, i ipu 1iboMy, HeBIIeBHEHO. Y Billi
1 pik 10 mic1iB 3’ IBUUTHCS TTEPIITi O3HAKH Perpe-
Cy: IiBYMHKA MoYaja BTpavyaTH IiJecnpsAMOBaHi
pPyX¥ pyKaMu, BUHUKJU CTEPEOTUTTHI PYXU TUITY
«MUTTSI PyK» Ta MiIHECEHHS 1X /10 pOTa, HeCTiKa
aTaKCUYHa X0/1a, 3yITUHUBCS PO3BUTOK MOBJIEHHS,
JIMTUHA MlepecTajia BAUKOHYBATH HAUIIPOCTIIi iH-
CTPYKIIii ¥ TTovyaJsia BTpayaTu eMOIiMHUH 3B’ SI30K
3 MaTip'to (He pearyBajia, KOJIM MaTH BUXO/NIA a0
BXO/IMJIA 10 KIMHATH ). XBOPA BIIEpIIE OTJSHYTA Te-
HETHKOM B 2,5 POKY, KOJIU HA ITiJICTaBi aHAMHe3Yy 3a-
XBOPIOBAHHS Ta XapaKTePHOI KJIiHIYHOI KapTUHU
6y 3amigospenuii CP. /IlutuHi mpoBeeHO MOJIEKY-
JISPHO-TEHETUYHUH aHasii3 (TapreTHe CeKBEeHYBaH-
HsI) B yMOBaX [HCTUTYTY MOJIEKYJIsIpHOI Giosiorii
i reretnkn (M. KuiB, BiJiTileHHS TeHOMIKH JTIOTN -
Hn). BusiBneno nmarorennuii Bapiant rena — T158M
(c.473C>T) y uerBepToMy ek30Hi rena MeCP2
y retepo3urotHomy ctani, mo Ha 100% miarBeprkye
JliarHos.

KaramuecTwani 1aHi 1mMo/10 JaHoi AUTUHA: Y Billi
3 pokiB 10 micsiB, y ¢pisuuHOMY PO3BUTKY HE Bi/I-
ctae. HasiBHi esiki 03HAKM IUCTIIACTUYHOCTI (heHo-
THUITY: MiKpoIedasbHa opMa roJoBU — 00BiL rOJI0-
Bu 48 cM (-1,7 ), rimepresiopuam, ermikanT, 36iKHa
KOCOOKICTbh, JUCIJIACTUYHI BYIIHI PAKOBUHU
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(puc. 1). ¥ 1eit nepion 3adikcoBano 3adikcoBaHo
3HayYHe Bi/ICTaBaHHA y IICUXOMOTOPHOMY PO3BUTKY:
He PO3MOBJISIE, MOBJICHHS 30epekeHe y BUTIISII
OKpeMUX 3BYKiB, y KOHTAaKT Maiixke He Bcrynae. [Ipu
11bOMY 36epiraBcst cTabKuil eMOIITHUI 3B 130K 3 Ma-
MOIO, TIPOCTI iHCTPYKIIii ANTHHA He BUKOHYBaJIa ab0
BUKOHYBAJIA 1X i3 I0NIOMOTOI0, TITIEHIYHI HABUYKY HE
Oy cchopMOBaHi, BifizHAUAIMCS MaiisKe MOCTIHHI
CTEPEOTHITHI PYXH TUITY «MUTTS PYK», XJIOTIKH, aTaK-
TUYHA, XUTKA X0O/a.

¥ Bi1i 6—7 poKiB He CIIOCTEPITaIocs BUPaKeHOTO
perpecy, JIelo KpaiuM BUTJISIIAB eMOIIMHUIN CTaH
JTUTUHU, TOOTO IUTUHA <IIepeiilia» B CTa/lilo TakK
3BaHOI «IICeBIOCTAOTi3AITT».

Cran autunu Ha ganuii yac (Bik 11 pokiB 5 mic):
Mporpecye KOTHITUBHA HEJOCTATHICTh, MOBJIEHHS
BiZICyTHE, HABUYOK OXalHOCTI HEMAE, EMOIIHOTO
3B’SI3KY 3 MAMOIO TeX TPAKTUIHO HEMAE, Pi3KO BU-
paxeHa rinepcasniBaitis. [lepecyBaerbest cama, ajie
XO7Ia XUTKA, Ha IIPOKO PO3CTaBJIEHUX HOTAX, TUTH-
Ha oTpedye MiZICTPaXOBKU; HAABHUIT [UDY3HMIT
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Puc. 2. ntnHa y BiUi 11 pokiB 5 micqauis: A — HecTillka Xo4a Ha LUMPOKO pO3CTaBNeHux Horax; b — guTnHa nigyac cyaoMHOro
Hanaay

M’SI30BUII TiIEPTOHYC, 0COOJUBO HUKHIX KiHITIBOK.
[TpoTsirom 2,5 poKy CHIOCTEPITAETHCST TOPITIAHNUI CY-
JIOMHUH cuHIpoM (pHcC. 2).

Ha esnextpoennedanorpami (EET) Busasieno
O3HAKU eMiJIeNTUYHOI aKTUBHOCTI, HA OKPEMUX
EET — 6e3mnepepBHa emiakTuBHicTb. [TocTiitHO OTpH-
MYE TIPOTHUCYIOMHI 3aCO0M ITiji KOHTPOJIEM HEBPOJIO-
ra (menakin, kapbamaserin). [Tpenapar «Kermpa»
BUSIBUBCS Hee(DeKTUBHUM, HA TAaMOTPUH CIIOCTEPi-
rajiacs ajiepriyHa peaxitis.

Kiniuynnii Bunagoxk 2

Ocranmnio narientky 3 CP Bikom 2,5 poKy Busis-
JieHo y nomyJistiii [IpukapnaTTst HAMPUKIHII JKOBTHS
2024 poky. /liBunHKa HApoAUIACS Y MOJIOAMNX 3/10-
poBHX GATHKIB, AKi 3aMEPEUYYIOTh CIOPIAHEHICTD
100y Ta MIKiINBI yMOBH Tpaiti. BaritHicTb mep-
1T1a, TI0JIOTH TEPMiHOBI, HeycKmaaaueHi. [1ix yac Barit-
HOCTI Ta ITOJIOTiB MaTH criocTepiranacd y Yexii, mo-
TiM i3 AUTUHOIO TTOBepHYyJacd no Ykpainu. Ha
HEepIIOMY POILi KUTTSA GATHKK Ta AIIBHUYIHUI JTiKap
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He TTOMIvYaJIy BiZIXujieHb y pO3BUTKY AuTUHUA. OTHAK,
y IIEPioJI BiJ{ EPIIOro 10 APYTOro POKY KUTTs OaTh-
KU 3BEPHYJIM yBary Ha epiofnIHIi HEeCTIOKIl ANTH-
HU, HAra/ (1 Ge3MPUYNHHOTO T1J1aqy, BiZICYTHICTH pe-
axkIiii Ha 3BepHEHe MOBJIEHHS Ta BiJICYTHICTb
PO3BUTKY €KCIIPECUBHOIO MOBJICHHS, & TAKOX I10-
CTiliHI PyX¥ PyKaMU 3 eJleMeHTaMU aBToarpecii (Ky-
casa cobi pyku). /lo mikapiB 6aThbK¥ 3 IUTHHOKO
y 1ieli Tepioji He 3BepPTaucs, OCKITbKY CIIO/IiBATTUCH,
Mo AUTHHA Tie iepepocte. | TibKM y Billi 2 PoKiB
S MicsIiiiB auTrHa GyJia BIIEPIIe OTJISTHYTa HEBPOJIO-
roM, KM BcTaHoBJIeHO giarHo3 PAC i jaHo Harpas-
JieHHs 7o reHeTuka. Ha mizcraBi xapakTepHOT KJli-
HiIYHOI KapTUHU (ayTUYHA TTOBE/[IHKA, Bi/ICYTHICTh
MOBJICHHS, 3HAYHE BiZICTABaHHS Y KOTHITUBHOMY
PO3BUTKY Ta HAsIBHICTb TUIIOBUX CTEPEOTUITHUX PY-
xiB pykamn ) 3amigo3pero CP. [Ipu mpoBenenHi ma-
HeJIbHOTO CeKBEHYBAHH: 3a I0TIOMOTOI0 ITaHeJli pO3-
JIaJliB PO3BUTKY HEPBOBOI CUCTEMHU, 1110 BKJIIOYAE
241 ren (;rabopatopis Invitae, CIITA), BusiBjieHo
natoreHHui BapianT rena MeCP2 — ¢.763C>T
(p.Arg235) y reTepo3uroTHOMY CTaHi, 10 OCTATOYHO
HiZITBEP/IAJIO IIaTHO3 CUH/IPOMY, SIK 1y TIepIIOMY Ha-
BE/ICHOMY HaMU BUIIAJIKY.

JliB4MHKA TTPOXOAMTH KypcH peabimiTaltii sik
B YKpaiHi, Tak i 3a kopaorHom (Uexist) 6e3 BiguyTHO-
IO MO3UTUBHOTO epeKTy. baTbku 1MyKaoTh MOXKIIN-
BicTh 3a0€e311eYeHHs JUTUHN HOBITHIM TIperapaToM
tpodinernz (trofinetide), sxuii, 3a JTaHUMU KJTiHIY-
HUX JIOCJIi/IKEeHb, 3yIIUHSIE ITPOrpecyBaHHs 3aXBOPIO-
BaHHs1. Ha xasb, BiH He 3apeecTpoBaHuii B YKpaiHi
i € my’ke 1OPOTOBAPTICHUM, TOMY OaTbKH MOKYTb
OTPUMATH HOTro TiJIbKKU 32 KOPJIOHOM 1 TiTbKU 3a
BJIACHUI KOIIT ( peTesIbHilIe Mpo mpemapat 6y e 1mo-
BiJIOMJIEHO B 0OTOBOPEHHi ).

O6rosopenHs

¥ HaBezieHMX BUTA/IKaX, 3BasKal0YM Ha XapaKTep-
HUH KJIiHIKO-(EeHOTUTIOBUIT CUMIITOMOKOMILITEKC
Y XBOPUX Ta Pe3yJIbTaTh MOJIEKYJISIPHO-T€HETUYHOTO
obcTeskeHHs (BUSIBJICHO MATOTEHHI BapiaHTH reHa
MeCP2), niarnos CP € abcomotHo poenennm. O1-
HaK, MMOMPU XapaKTePHY KJIIHIYHY KapTUHY, 1iaTHO3
CP He 3aBX/I1 € TPOCTHM, 0COOJIMBO Ha ITOYATKY Ma-
HidecTallil — /10 TPOBEJIEHHS MOJIEKYJISIPHO-TEHE-
TUIHOTO TecTyBaHH4. [leBHa (heHOTHTIOBA CXOXKICTD
€ 3 CUHJIPOMOM AHTeJIbMaHa, IPU SKOMY TeK CIIO-
CTEpIraloThCst aTaKcist, He3rpabHICTh Ta CTEPEOTHUII-
HICTh PYyXiB, cnenudiuHa Xo/a Ha MPSIMUX HOTAX
(«MapioHeTkas ), mopyieHass GopMyJiu CHY, Tile-
PaKTUBHICTD i3 /1ediIIUTOM yBaru, MporpelieHTHA
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KAIHIYHUIM BUTTAAOK

MCUXO0-iHTeJeKTya bHa JeTpaiaiis. 3 orjsay Ha
OCTaHHI JIOCJII/IKEHHS TMOPYIIIeHb CHY Ta (DYHKITi1
muxanns y xgopux Ha CP, aki mokazaam KopoTimmit
yac 3arajbHOTrO CHY, aHOMAJbHY HOT0 CTPYKTYpY
(1110 MO3Ke 3aJ1e3KaTH BiJl BiKy UM HASIBHOCTI eriJier-
cii), a TAaKOK BUSBJIEHY TSIKKY HIYHY TIITOKCEMIIO
3 arrHoe [12], kJIiHIYHO JaHi 3aXBOPIOBAHHS Iy XKe
CKJIaIHO hepeHIiioBaTh MizK c0O010. AJie 1Ist CUH-
apoMy AHresbMaHa XapakTepHa MacKa IIOCMIIITKY Ha
064l — «00INYYS MACAUBO]I JISIbKU», YaCTUH
Ge3MPUYMHHUI CMiX i GiJIbIIT BUPAsKEHMIT CYyIOMHUIN
cunapoM. [lapaktiHiuHo CHHAPOM AHTeThbMaHa TijI-
TBepKy€eThcs FISH-MeTonom (BUsIBIEHHSIM MiKpO-
meseltii ;oBroro mieda 15-1 XxpoMocoMu MaTepH-
CBKOTO MTOXO/I)KEHHSI, XapaKTePHUH ellireHeTUIHU N
IMIIPUHTHHT ), a TAKO3K 32 JI0OITOMOTOI0 MOJIEKYJISIPHO-
TeHETUYHOTO aHaJIi3Yy.

Hamu npoBesieHo MeAMKO-reHeTHYHe KOHCYJIBTY -
BaHHs ciMeil i3 CP i3 BUBHaueHHSIM PUSUKY JIJIsT Ci0-
ciB mpobaHaiB. 3Bakalouy Ha Te, 1[0 aTOreHHa
myTailig redia MeCP2, gk ipaBUio, € HOBOIO CIIOpa-
IUIHOIO TOMIHAHTHOIO MYTalli€io B X-XPOMOCOMi
6aTbKiBCHKOTO MTOXO/KEHHSI, PUBUK [1J1sT CiOCIB 1TPO-
GaH/IiB HU3bKUM 1 HAOJIMKAETHCS 10 3araIbHOIIOITY-
JAMIAHOTO (KJIaCUYHO, SIK TIPU MYTAIlisIX de 1000).
I[IpoTe HEOOXiHO BPaxOBYBaTH Bik H6aThKa, OCKiIbKI
3 BIKOM 301JIbIITYE€ThHCST HMOBIPHICTD MyTAIliil y Tame-
Tax 4OJIOBIKIB.

Haii6inbmomo mpobeMoio CboroIeHHs € JIiKyBaH-
H$ JJAHOTO 3aXBOPIOBAHHS: Hapa3i TpUBAE Oro ak-
TUBHUH MONIYK, OCKIJIBKY ChOTO/IHI BOHO MaE€ Tepe-
BaKHO CUMITTOMATUIHIH XapakTep. ONTUMaThHIM
Ii/IX0I0M /10 BejleHHs matfieHTiB i3 CP € jikyBaHHS
Ta CIIOCTEPEKEHHST 0araTonpodiJbHOI KOMAHI00
3 iHAUBIyaJbHOIO TIPOrPaMolo peabimiTarii 1st
KOKHOI XBOPOIi IUTUHM; 32 TIOKa3aHHAMU TTPOBO-
JIUTHCS TPOTHCYIOMHa Tepartist. [loBuHHa OyTH 11€-
penbadena mporpama (isioreparrii Ta KOMyHiKaTHB-
HOI1 Tepartii (3 ¢axiBiieM 3 KOPeKIlii MOBJEHHS Ta
nedeKTosoroM), y cTapiioMy Billi — 111e i TPy10BOi
teparil. Teparist Ta peabisitariist MaloTh Gy TH CIIpsi-
MOBaHI Ha BUXOBaHHS HABUYOK CaMOJIOTIOMOI'H Ta
caM000CTyTOBYBaHHSI, TAKHMX SIK TOLYBAHHSI 1 O/151-
TaHHS, 3MEeHIIIeHHS TPY/IHOIIIB TiepecyBaHH4 i fiedi-
IATY CIJIKyBaHHS (eproTeparrist) [3].

OcranniMu pokamu 3’ sIBUBCS HOBUH Tpernapar
tpodinerus (trofinetide), skuii cra neprmm dap-
MaKOJIOTTUHUM 32c000M, O(DILIHHO CXBAJTCHUM /IS
nixysanns CP [1,5]. Moro edexrusnicts i 6esmexa
MiATBEP/XKeHI CUCTEMAaTUYHUMHU OTJIgaMU Ta KJIi-
HivHUMEU BuTpoOyBanusamu. [Ipenapat amennrye
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CLINICAL CASE

Helpo3anaieHHs i MiITPUMY€E CHHATTUYHY (DyHKITI0
HElpOHiB. PEKOMEHY€E€ThCSI BUKOPUCTAHHS JJAHOTO
mperapary y IiBYaToK 3 IBOPIYHOTO BiKY. Y YaCTUHU
JIiTEN MOJKe CTIOCTEPITATUCh INCPYHKITISA KUTITIEUHN-
Ka 3 PO3BUTKOM €KCHKO3Y, ajie Y OLIBIIOCTI XBOPUX
Bi/[3HAYAETHCS MOKPAIIeHHS ICUXOHEBPOJIOTIYHOTO
CTaTyCy Ta CIOBIIbHEHHS TPOTPECYBaHHS 3aXBOPIO-
BanHs. Ha manuii yac mpemnapar B YkpaiHi He 3apee-
cTpoBaHuil. TakoxK MPOBOAATHCS TOITYKHU FreHoTepa-
MEBTUYHUX ITiXO/iB, 30KpeMa KoMmaHieio Taysha
Gene Therapies (npemapat TSHA-102) [4,7], sixi
JOCSATAIOTH KJITHIYHUX (ha3 i3 MO3UTUBHUMU TTPOMIZK-
HUMMU pPe3yJIbTaTaMu.

BucuoBku

1. 3HaHHS 0cHOBHOTO cuMIIToMOKoMILiekcy CP,
a TAaKOXK CyYaCHUX Ii/IXO/IiB 10 MOJIEKYJITPHO-TeHe-
TUYHOTO TECTYBAaHHS Ta IHHOBAIINHUX METO/IiB
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