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O6ocHoBaHMne. CUHAPOM PeTTa — peAKoe HeNporicuxmyecKoe HapylleHne, KoTopoe CBA3aHO CO CriopaanuyecKkumMmu MyTa-
uusimu X-cuenaeHHoro reHa metua-CpG-cBsidbiBatolyero 6eska 2 (MECP2). YunTbiBasi BbICOKYO 3Ha41MMOCTb PpaHHEN ana-
FHOCTMKU, HEOBXOAMMOCTb B MY/IbTUANCLMITIMHAPHOM MOAXOAE K JIEYEHMIO U MNOAAEPIKKE TaKUX AeTen, UCCAEA0BaHNE KIn-
HUYECKMX C/ly4aeB cuHapoma PeTTta umeet ocoboe 3Ha4YeHne A5 MOBbILEHMS OCBEAOMIEHHOCTHU U YYYLIEHMS KadyecTBa
KM3HU NayneHToB U ux cemen. OnucaHne KIMHMYECKOro ciay4as. B ctatbe onucaHa KAMHMYeCKas KapTMHa CMHApoOMa
Petta y geBo4ku [1., poauBLueiCcs OT BTOPbIX €CTECTBEHHbIX poAoB Ha 40-1n Heg ¢ maccou Tena npu poxgeHmmn 3200 r.
/Jlo peb6iota 3abosieBaHUsI OTKIOHEHUI B QOPMMUPOBaHUN MCUXOMOTOPHbIX HAGBbIKOB Yy pebeHKa He oTMmedasnoch. OgHaKo
K ABYM roam Hadasim nposiB/siTbCS XapaKTepHble CUMATOMbI: MOTEPS PEYM, CTEPEOTUMNHbIE ABUKEHUS, IKBUHYCHAaS NOX04-
Ka, 6pyKcu3m, obujeHune B3risgom. AnarHo3 cuHapoma PetTa 6bii NoATBEPKAEH NPU MOJEKY/ISIPHO-FreHETMYECKOM nccsie-
A0BaHmu: BbisiBeHa MyTaumns X-cLuernieHHoro reHa metna-CpG-cBsa3biBatoujero 6eska 2 (MECP2). 3akato4deHune. [aHHbin
KJIMHUYECKUI Calydal eMOHCTPUPYET HEO6X0AUMOCTb MHOOPMUPOBAHHOCTM Bpayek A4/ CBOEBPEMEHHOIO BbIsIBJIEHUS
3ab60/1€BaHNs U MYJILTUANCLMITIMHAPHOIO MoAxo4a K ero AnarHOCTMKe M Koppekumu. Mcnonb3oBaHne [HK-cKpuHuHra
/15 paHHEro BbIsIBIEHMS 3a60/1€BaHUIN 3HAYUTEJIbHO MOBbILIAET LAHChl Ha 3POEKTUBHOE JIEYEHNE U peabuauTaLmio.
Knrw4eBbie cnoBa: cMHAPOM PeTTa, cTapluni OLWKObHbIM BO3PACT, HEAPOMNCUXUYECKOE HapyLLeHne, MyTayns
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OBOCHOBAHME TaKWX KaK 3aMejsieHne pocTa OKPYXKHOCTU rofioBbl, Hapy-

CuHapom PeTTa aBnsercs opdaHHbIM NPOrpeccupyto- LeHMS NOXOAKK, MOTeps LienieHanpaBieHHbIX ABUKEHUN PYK,
UMM FEHETUYECKMM HEMPOMNCUXMYECKUM 3a60NeBaHUEM. KOTOpbl€ HYacTO 3aMEHSIOTCS CTEPEOTUMHBIMU ABUKEHUAMMU,
YacTtota cuHapoma PeTTa, MO AaHHbIM WCCNeaOBaHWUN, a TaKXXe NoTeps peyun U HapylleHns abixaHusa [2].
cocTtaBnsieT npumepHo ot 5 ao 10 cnyyaeB Ha 100 ThiC. CuHapom PeTTa KnaccuduumMpyeTcs Ha TUMUYHYI0, aTu-
AeBoYeK rno scemy Mupy [1]. 310 3ab6oneBaH1e, Kak NnpaBu- NMUYHYIO WU BapuaTMBHYO GOPMbI, YTO CBUAETENbCTBYET

110, NposiBNsieTcs B Bo3pacTe oT 6 Ao 18 mec, Korga y aeten 0 cnoXHoMm heHoTHnne 3aboneBaHns, npumepHo B 90% 3ape-
OoTMeYaloTcs perpecc paHee NPUOBGPETEHHbIX HaBbIKOB FMCTPUPOBAHHBIX Cny4YaeB 60/1€3Hb Bbi3biBAeTCA MyTaLus-
W pasBUTME MHOXECTBa crneuuPpruyecKnx CUMMNTOMOB, MU B reHe meTun-CpG-cBasbiBatowero 6enka 2 (MECP2) [2].
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MyTaumMmM NPUBOAAT K HapyLEHUIO PasBUTUS HENMPOHOB
M 06pa30BaHUI0 aKCOAEHAPUTHbIX CBSA3EN, 4YTO OObACHAET
LUIMPOKMIN CNEKTP HEBPOSOrMYECKUX M HEHEBPONOIrMYECKUX
NPOSIBNEHUN, BKIOYAs aHOMalWW [AblxaTeNbHOW, cephey-
HO-COCYAMCTON, MULWEBAPUTENbHOW, CKENeTHOW W APYrux
cuctem [3].

lNepBoe onucaHve mo3ra npu cuHapome PeTTa 6bi110 cae-
naHo K. xxennuurepom (K. Jellinger) n ®. 3antens6eprepom
(F. Seitelberger) B 1986 r. OHM OTMETWUAMU, 4TO MOS3I Obla
MafeHbKUM M YTO B KOMMAKTHOM YacTW YEepHOM cybCTaHumm
6bl1/10 MEHbLLE MeflaHMHa, YEM B MO3re 340pOoBbIX ntoaew [4, 5].

XOoTs TPaAMLMOHHO CYMTaNoCb, 4YTO 3TO 3aboneBaHue
nopaaeT TO/IbKO AeBOYEK, B HacToslee Bpems 3ape-
TMCTPUMPOBaHbI Cay4Yan nNposBAeHMs cuHApoMa PeTtTta
My ManbyuMKOB, Y KOTOPbIX OGHaPYXMUBAIOT Te e MyTaLuu,
YTO M y [OEBOYEK, OLHAKO OHU COBMECTUMbI C YMW3HbIO
npu yCNoBMKU MO3auLM3Ma XPOMOCOMHOIro Habopa npu CuH-
npome KnanHoenbstepa (kapnotunn 47,XXY/46,XY) unu coma-
TMYecKoro Mosaunuuama no MECP2-myTtauuu [6, 7].

Mpu cnHapome PeTTa BO3HMKAET HEOOXOAUMOCTb B MEXK-
OMCUMNIMHAPHOM MOAXOAE K NleYeHuto, TaK Kak 60ne3Hb
3aTparMBaet QYHKUMM He TONbKO HEPBHOW CUCTEMDI,
HO M APYrMx OpraHoB, YTO TPebyeT BHUMaHUSA CO CTOPOHbI
crneunanncToB pasHbix npodunen. BaxkHbl paHHee BbisBe-
HUE M KOMMNMEeKCcHas peabunutaums, 4ToObl MaKCUMManbHO
YAYHLWNTb KAa4E€CTBO XXU3HU MaLMEHTOB U UX CEMEN.

YHUKaNbHOCTb NPEACTaBASEMOro B CTaTbe K/AMHMUYE-
CKOro c/y4yas 3ak/loyaeTcs B CBOEBPEMEHHON AMArHOCTH-
Ke 3abofieBaHnsa y NaumeHTa co 3HauYnTebHOM perpeccuen
HaBbIKOB. Llenb onncaHmMa — npoaHann3uMpoBaTtb Te4eHue
cuHapoma PeTTa n oueHnTb 9O DEKTUBHOCTb peabunmntaum-
OHHbIX MEPONPUATHUI.

KJIMHUYECKUIA NPUMEP

O nauueHTe

NauneHtka M., 5 net. Jata poxaeHus: 29.03.2018.
M3 aHamMHe3a M3BEeCTHO, YTO peBGeHOK POoAMSICS OT BTOPbIX
CBOEBPEMEHHbIX POJIOB, OLeHKa no wKane APGAR — 9/9.
Macca Tena npu poxaeHun coctaBuna 3200 r, AnnMHaA —
50 cwm. pyaHoe BcKapMavMBaHWe MpoAosXKanocb A0 roga.
B TeueHne nepBbix 12 MeC KMU3HW [1eBOYKa pas3BuBanacb
no Bo3pacTy: cuaena ¢ 6 mec, xoamna c 1 roga 1 mec, npons-
HOCWNa NepBble NPOCTble 0CO3HaHHbIE cnoBa (Mama, nana,
6ab6a) U aKTUBHO c/lylwana YTeHue.

OpHako K 1,5 rogam y nauMeHTKM Hayanca perpecc
B pa3BUTMW: OHa MepecTana MNPOW3HOCUTbL C/IoBa, Chy-
WwaTb YTeHWe, BblOMpaTb WUIPYWKU M cobupaTb NMUPaMUAKY.
YBneyeHne orpaHnyMnoChb TONbKO MPOCMOTPOM MYNbTGUIb-
MOB. B Bo3pacTe 2 net AeBoyKa 6blnia HanpaBieHa K HeBPO-
JIOTy B CBfI3M C 3a€PKKOM HEPBHO-NCUXMYECKOTrO Pa3BUTHS.
MepBoOHa4YanbHO 6bINI0 3aN0A03PEHO PACCTPONCTBO ayTUCTH-
4YeCKOro crneKkTpa, 0OAHaKO Nocsie KOHCYNbTalMK C reHETUKOM
1 caayvn aHanu3oB Obli NOATBEPXKAEH CMHAPOM PeTTa.

dusukanbHana gUarHoCcTUKa

Mpun o6cnenoBaHnK y AEBOYKKM Habnoaanuch cneayouine
CUMMNTOMbI: MOTEPS PEYM M HaBbLIKOB OOLLEHUS, CTEPEOTUN-
Hble ABUXEHWUS PYK, 3KBWHYCHas noxofka, GPyKCWU3M; MNcu-
XOMOTOPHOE pa3BUTUE 3HAYWUTENIbHO OTCTaBaso OT HOPMBbI.
1o ocTanbHbIM OpraHam 1 cuctemam — 6e3 0COOEHHOCTEN.

MpeaBapuTenbHbli AUArHO3
CuHapom PetTa.

OuarHocTuyecKkue npoueaypbl
B Bospacte 2 neT neauatp o6patui  BHUMaHWe
Ha 3a/1ePXKKy HEPBHO-NICUXMYECKOro PAa3BUTUSA U HaNpPaBu

AEeBOYKY K HeBposiory. Hesponor 3anogo3pun paccTpou-
CTBO ayTUCTMYECKOro CNeKTpa, HanpaBui Ha KOHCYNbTaLuio
K reHeTuKy. leHeTUK Npeanonoxun cuHapom PeTta v Hanpa-
BWN Ha reHeTuyecKku aHanma. Npu MONEeKynsapHo-reHeTm-
YECKOM MCCnefoBaHUK BbiiBNEeHa MyTaumsa X-CLenaeHHoro
reHa MECP2 — wmyTtaums ¢.468C>G (p.D156E) B retepo-
3UFOTHOM COCTOSIHWM, YTO MO3BOJIMIO YCTAHOBUTL AMArHO3
cuHApoma PetTa.

20.10.2022 (B BO3pacTte 4 net) Gblna npoBeaeHa
aneKkTpoaHuedanorpadpua (33) B COCTOAHUM HOYHOIO
cHa. BbifiBneHo HapacTaHue anunenTMGOpPMHON aKTUB-
HOCTM Ha HavanbHOM cTaguu cHa. HabnwopgaloTcs napok-
CU3Mbl, COMpPOBOXAAOWMECH MNOBTOPAIOWMUMUCSA ABUra-
TeNbHbIMW CTEPEOTUNMUAMM U MNAYeM, KOTOpble TPaKTYyTCA
KaK doKanbHble aNUNenTU4yecKne NpucTynbl.

Mpn o6cnepoBaHnn Ha geduumt ButamumHa D 6bin caaH
aHanu3 Ha ypoBeHb 25-(0H)D, 3HayeHus B npeaenax HopMel.

KnuHunyeckum guarHos

CuHapoMm PeTTa, cBfA3aHHbIN CO CropagMyecKumMu MyTa-
umMsamMu X-cuenieHHoro reHa metun-CpG-cBsA3biBatoLWEro
6enka 2 (MECP2).

AunddepeHymanbHas guarHocTuKa

B AMarHocTM4yecKom acrnekTe Ba)XHO MPOBOAMTL Tlia-
TenbHyto AnddepeHLmManbHyio AMarHoCTUKY cuHapoma PetTa
W OPYrux paccTpoOWCTB, TaKMX KaK CUHAPOM AHresbmaHa,
ayTuM3M, [OEeTCKWW LepebpanbHblii napanuy, BPOXKAEHHbIe
HapylleHUs o6MeHa BELLECTB, TAXKeNbIN MHTENNEeKTyalbHbIN
neduunT 1M anunencus, oCo6eHHO NPU HaMUyuuM anunen-
TUYECKMUX MPUCTYNOB W CTEPEOTUMHbIX ABWMXKEHUH [8, 9.
TaKke cneayeT y4uTbiBaTb BO3MOXHOCTb HaNN4YMa BapuaH-
TOB B reHe VAMP2 y nauMeHTOB C MOXOXUMU KIIMHUYECKUMMU
NPOABAEHUAMM, YTO MOXKET OblTb 3HAYUMbIM AN YTOYHEHUSA
avarHosa [10].

MeauuMHCKHUE BMeLwlaTebCcTBa

MauneHTKa nony4yaeT cneayowyo Tepanuio, HasHayeH-
HYI0O HEBPONOroM: pUCNEPUAOH 1% — KpaTKOCPOYHOE CUM-
nToMaTMYecKoe NleYeHne Henpekpallalowenca arpeccuu
no 0,5 mn 2 paza B feHb Ans cTabuamsaunm NncMxm4ecKoro
COCTOSIHWS; ToNnepu3oH 50 mr 1/2 Tabnetkn npu Bo36yau-
MOCTM W MbllEYHbIX Cna3max; MaKporon no Heo6Xxo4MMo-
CTM — NpY BO3HMKHOBEHMM 3anopa.

MpoBefeHbl 3aHATMA ¢ foronegom, GuanotTepanesToMm,
Ha3Ha4yeHbl Kypcbl Maccarka. PeabunutalmMoHHble MePONpH-
ATMA NPOBOAMNUCE 3 pas3a B Hefesto B TeyeHne 6 Mec.

AuHamuKa u ucxogbl

Ha MoMeHT o6cnegoBaHMa Yy MaUMEHTKM oTMedvaeTcs
rpy6as 3afieprkka ncuxopeyeBoro pa3sutus. Mocne perpec-
ca HaBblKOB, npou3oluealwero B 1,5 roga, Habnwopaetcs
nosiHas yTpaTta peyn ¢ coxpaHeHnem HeBepbanbHbIX GOpM
KOMMYHWKaUMK (3MOLMOHANbHbIE peaKuuu, 3pUTENbHbIN
KOHTaKT). KOrHUTUBHbIE QYHKLIMKU XapaKTEPU3YIOTCH YacTUY-
HbIM MOHUMaHWEM MPOCTbIX GbITOBbIX MHCTPYKLMIA, CNOCO6-
HOCTbIO y3HaBaTb G/IM3KMX U MPOABAATb K HUM MPUBA3AH-
HOCTb, OIHAKO LieNieHanpaBneHHas Urposas AesTeNlbHOCTb
NMOSIHOCTbIO OTCYTCTBYET.

Ha ¢oHe KoMMNNeKCHOW Tepanuu AOCTUIHYTbl MONOXMK-
TeNbHble M3MeHeHUs. B HeBposormyeckom cratyce oTme-
YaloTcsl yNnyylleHWe KOOopAWHALUMK [ABWKEHWIA, NPOSABASIO-
ueecss B 6onee yBepeHHOM 3axBaTe MNpeamMeToB, a TaKxke
CHWXXEHWEe 4acToTbl CTEPEOTMMHbIX ABUXEHUN B nepuoabl
6oapcTBoBaHuMA. Mo gaHHbiM 33l yaanocb AOGUTLCS KOH-
TPONA 3ANUNENTUYECKOM aKTUBHOCTHU, KOTOpas B HacTosilee
BPEMS PErncTpupyeTcs TOIbKO B Ha4yafibHOM CTajuu CHa.
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KPATKUE COOBLUEHUSA

B amouunoHanbHO-noBegeH4YecKkon cdepe Habnwgaercs
YMEHbLUEHWE 3MWU3040B Pa3parKUTENbHOCTU WU arpeccum,
4TO CBA3aHO ¢ apdPEeKTOM pucnepuaoHa.

OfHaKO COXpaHATCS HEBPOJSIOrMYECKNE CUMMNTOMbI: CTE-
PEOTUMHbIE ABUKEHWS PYK, IKBUMHYCHAsA NOX0AKa, 6PYKCHU3M.
MpoaonkaoT oTMevaTbCsl (GOKaNbHble 3NUAenTUYecKne
npUcTynbl BO cHe. KOrHWTMBHbIE DYHKLMK OCTalOTCA 3Ha-
YUTENbHO CHUXEHHbIMU, XOTS COXPaAHAIOTCH 3N1eMeHTapHble
GOpMbl KOMMYHUKaLMK.

OvHamnKa Ha doHe NpPoBOAUMON Tepanuu LEMOHCTPU-
pyeT NONOXMUTENbHYIO TeHAaeHuulo. CumnToMaTuyeckoe
fle4yeHne B coyeTaHun ¢ peabunuTalMOHHbIMW Meponpus-
TUAMM NO3BONIUIO A0OUTLCA YNy4lleHUS MOTOPUKKU U CTa-
6UNM3aLnn 3MOLIMOHANBHOrO cocTosiHMA. B xoae 6-mecsy-
HOW peabunUTaLMOHHOW NPOorpaMmMbl OTMeYeHa cleaytolas
[MHaMKKa: B NepBble 2 Mec Habnaanncb yCuneHue ctepeo-
TUNUA U 3IMOLMOHaNbHaA NabubHOCTb KaK MNposiBNeHUe
ajlanTauMoOHHOro nepuoaa, ofIHaKo K 3-My Mec yny4lunach
KOOpAMHaALUMA M CHU3UNACcb YacToTa CTEPEOTUMHbIX ABUXKE-
HUW.

MepcneKkTuBbl AanbHenlwero HabnlAeHUs BKOYalOT
B ce6s Npojo/mKeHne MeauKaMeHTO3HOW Tepanuu c pery-
NApHbIM 33M-MOHUTOPMHIOM W KOMMJEKca peadbunuTauu-
OHHbIX MEPOMNPUATUI B COOTBETCTBUM C MHAMBUAYANbHbIMU
NoTPe6HOCTAMM NaALMUEHTKU.

MporxHos

MporHo3 Ans nauMeHTKU ¢ CMHAPOMOM PeTTa 3aBUCHT
OT HECKONbKMX GaKTopoB. B acnekTe 340p0BbS BarKHbIMU
aBnsaoTca GaKTopbl PUCKa, TakKMe KakK BO3pacT Hadvana
peabunuMTauMmn K cTeneHb perpeccun. PaHHee Bmela-
TEeNbCTBO MOXKET YIYy4WHTb UCXOAbI, B TO BPEMS KaK 6onee
Bblpa)eHHble HapyLleHWUs MOryT 3aTpyAHWTb BOCCTaHOB-
nenve. dakTopbl 671aronpUATHOrO MPOrHO3a BKJOYalOT
B cebs aKTMBHOE y4yacTne B peabuinTaLnoHHbIX Nporpam-
Max 1 NOAAEPIKKY CEMbM, YTO MOKET CNOCOBCTBOBATD YyY-
WEeHWI0O MOTOPHbIX U peYyeBblX HaBbIKOB. B acnekTe couu-
anbHOW ajanTauuu TaKXKe MMEelTCs CBOM OCOBEHHOCTH.
daKTopbl pUCKa BKIKOYAOT B ce65 coLmnanbHyo U30M9LMI0
1 BO3MOXHbl€ MCMX03IMOLMOHAbHbIE PAacCTPOMCTBA, KOTO-
pble MOTyT HeraTMBHO CKal3aTbCA Ha CoLMabHbIX HaBbl-
Kax. B 7o e Bpemsa dpakTopbl 61aronpmuaTHOr0 NpPorHo3a,
TakMe KaK yyacTue B MHKI/I03UBHbIX 06pa3oBaTtesibHbIX
nporpamMmmax u rpynnosas tTepanus, MoryT cnoco6¢cTsoBaTh
Pa3BMUTUIO COLMaNbHbIX HABbIKOB U YAYyYLEHWIO O6LLEeHHMS.
MMpPOrHo3 B acneKTe XU3HM NaLMEHTKN BapbupyeT — TaKxe
B 3aBMCMMOCTM OT pa3nyHbix GakTopoB. B faHHOM cnyyae

K daKTopaM pUCKa OTHOCHATCS CONYTCTBYIOLIME MEAULIMH-
CKMe npobnembl U ypoBeHb NOAAEPIKKM, TaK KaK Hepdo-
cTato4yHas nojaepKa co CTOPOHbl CEMbU Y MEAULIMHCKMUX
PabOTHUKOB MOXET CHU3WUTb KavyeCTBO XWM3HWU. PaKTopbl
6NaronpuMaTHOro MNpPOrHo3a BK/lOYaloT B cebs JocTyn
K cneunann3vpoBaHHOM MOMOLLM U MOSUTUBHYIO AUHAMUKY
B peabunuTauuu, 4TO MOMKET YNyYWWUTb Ka4yeCTBO KU3HMU
M yBEPEHHOCTb B ByayLLEM.

Takum 06pas3om, MPOrHo3 Ans MauMEHTKU C CUHAPO-
MOM PeTTa ocTaeTcs HeonpegeneHHbiM. BaxKHO y4nTbiBaTh
KaK PUCKOBble, TaK M 6GnaronpuaTHble MPEeAUKTOPbI, YTO-
Obl MaKcuUMasibHO 3PPEKTUBHO MNaHUPOBATb [AalibHEWN-
lwMne warn B peabunutaumMmM v couManbHOM ajanTauuu.
PerynapHbi#n MOHWUTOPUHI COCTOSIHMSA W ajanTtauusa npo-
rpaMM nevyeHns NOMOryT YNyULWKUTb Ka4eCTBO XU3HU Nauu-
EHTKM U ee UHTerpaumio B o6LwecTBO.

BpemMeHHas wKana
XpOHONornga Te4eHus 6one3Hu naumeHTku I. u ee Ko-
4yeBble COObITUA NPeACcTaBNEHbl Ha PUCYHKE.

OBCYXAEHME

KAMHMYeCKni cnyyan ¢ nauMeHTKOW, cTpaaatowen CuH-
npoMoM PeTTa, MMEeT HEeCKONbKO KJYeBbIX OCOBGEHHO-
cTein. MonoxutenbHble pesynbTaThl BeAeHWs NauueHTa
BKJ/IOYAlOT B cebs BMellaTeNbCTBO, KOTOPOE CNoco6CTBO-
BaJ0 YNYyYlIEHWNIO MOTOPHbIX M PEYEBbLIX HABbIKOB, a TaKXe
MHTEHCUBHYIO peabunutaumto, 6narogaps KOTOPOW AOCTUT-
HyTa MOJIOXKWUTENbHAA AMHAMMKA B Pa3BUTUKM MALMEHTKM,
B TOM 4YuC/le YacTM4YHOEe BOCCTAaHOBEHWE peyvyeBbIX HaBbI-
KOB. Ba)XHbIM acnekToM aBNsfeTca MnoAaepxKa CeMbM,
KoTopas nomorfia nauMeHTKe aganTMpoBaTbCs K YCI0BUAM
peabunanTauuu.

OfHaKoO MMelTCa M HeaoCTaTKM OKa3aHHOW MeaWLMH-
CKOW nomouwu. Bo-nepBblXx, Nporpamma peabunutauuu
He Bceraa 6blna UHAMBKUAYyannM3npoBaHa, YTo MOrno 3ame[-
NUTb Nporpecc. Bo-BTopbIX, OrpaHnYeHHble pecypchl B pea-
OUNUTALUMOHHOM LIEHTPE CHUMXKaNW A0CTYN K HEO6XOANMbIM
MeToaam JfiedyeHus. B-TpeTbux, HabnwoganmMcb TPYAHOCTH
B yNpaBieHWN 3MOLMOHANbHbIMU pPeaKLMAMU NaLMUEHTKM,
4yTO TPE6OBASO AOMNONHUTENBHOM NOAAEPHKKM.

O6cyaasa pesynbTaTbl, MOXHO OTMETWUTb, 4TO MONO-
YUTENbHblE UBMEHEHUA 0OBACHATCSH MeXaHU3MaMn Hen-
ponnacTMYHOCTM M ajanTauMum Mo3ra, aKTUBUPYEMbIMMU
npu paHHem BMmellaTenbcTBe. MccnegoBaHMsa Noka3biBatoT,
4YTO MHTEHCUBHAsA peabunuTaLuns MOXKeT cnocobCTBOBaTb
YAYYIIEHUIO MOTOPHbIX M KOTHUTUBHbIX GYHKLWI Yy aeTen

15-18 mec 2ropa 2ropa 4 ropga 5 ner 5,5 net
Hesponor [MpoBeaeHa
MNonoxutenbHas
3anoao3pun HOYHas UHAMUKE
PAC 9ar A
Perpecc [eHeTuKOMm Havano

B Pa3BUTUM.
3agepka HIMP

«CuHapom PetTa»

YCTaHOBJ/IEH ANArHO3:

KOMMIEKCHOM
peabunuTaunu

PucyHoK. MNMauneHTKa l.: XxpoHon0rMa TeyeHns 601e3Hu, KtoyeBble COObITUSA
lMpumeyarme. HMNP — HepBHO-Ncuxmyeckoe pa3Butue; PAC — paccTpoMCTBO ayTUCTUHECKOro cnekTpa; A3 — aneKTpoaHuedanorpadus.

Figure. Patient P.: disease course and key events

Note. NPD (HIMP) — neuropsychic development; ASD (PAC) — autism spectrum disorder; EEG (33I') — electroencephalography.



¢ cuHapomom PeTtTa [11]. OaHaKO HEAOCTATKM B OKa3aHHOM
nomouwmM noAa4YepKMBaOT HEOOXOAMMOCTb WMHAWMBWAYaASb-
HOro noaxoaa, 4To NoATBepKAaeTcs AaHHbIMW Habnoaa-
TeNbHbIX UCCNeA0BaHUN, rae ycnelHble pe3ynbTaTbl 6bilIn
CBfi3aHbl C aganTtauunen NnporpaMmm Noj KOHKPETHbIE HY XK bl
naLuueHToB.

3AK/IIOYEHHME

CuHgpom PetTta TpebyeT MynbTUMAMCLUMIMHAPHOIO
noaxoAa K Nle4yeHuto, BKAoYaLlwero paboty HEBPOOroB,
ncuxuaTpoB, noronefos n GU3noTepaneBToOB, YTO NO3BO-
naet 6onee 3PpOEKTUBHO KOHTPOAMPOBATb CUMMNTOMbI
W ynydwaTtb KayecTBO )KM3HM MNauueHToB. YTO Kacaetcs
peKomMeHAaUni, MOXHO BblAeNNTb HEOOXOAUMOCTb UHAMU-
BMAyanusaumMm peabuMTaLMOHHbIX NPOrpaMm C y4yeTom
YHWKaNbHbIX NOTPEOGHOCTEN KaxAoro nauueHTa, yBeu-
YeHUs pecypcoB Ans obecnevyeHuns JocTyna K cneuunanmu-
3UMPOBaHHbIM MeToAaM fleYeHUsl, BHEAPEHUS nporpamMmm
NCUXO3MOLMOHANIbHON MOAAEPKKM ANS NALUMEHTOB M UX
cemen, a TaKxe noBblWeHnss MIHOOPMUPOBAHHOCTU Mean-
LIMHCKOro nepcoHana B 061acT AUarHOCTUKK U NleveHuns
cuHagpoma PetTa.

Kpome Toro, no npu4mHe OoTCyTCTBUA cneunduyecko-
ro NeYeHns peKoMeHAoBaHbl cMMMATOMaTUYecKasn Tepa-
nus, a Takke KomnneKkcHasa peabunutauuna: gedexronor,
6accenH, ne4yebHas GU3KyNbTypa, Maccaxk, unnorepa-
nus.

BayXHO OTMETHTb, YTO BbIBOAbI, KOTOPbIE MOXHO cAenatb,
Onupasicb Ha [AaHHbIN KIAWMHWYECKUIA CciydYal, He cnegyet
9KCTpanonMpoBaTh Ha BCeX NaUMeHToB — 6e3 yyeTa UHAK-
BUAYaNbHbIX OCOGEHHOCTEN M KOHTEKCTa. Kaxaoe KauHu-
YyecKoe HabnogeHne AOMKHO OblTb PACCMOTPEHO B paMKax
6onee WWPOKUX UccneaoBaHUn AN NONyYeHus JOCToBep-
HbIX 1 060CHOBAHHbIX PEKOMEHAALIMM.

WHOOPMUPOBAHHOE COIJIACUE

OT pogutenen nony4eHo NMCbMEHHOEe MHPOPMUPOBAH-
Hoe A06POBONbLHOE cornacve Ha nybauKauuilo onucaHus
KJIMHMUYEeCKoro cny4yas (aata noanucanua: 12.01.2025).
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