Onuiaencus npu CHHAPOME PerTa: kiinmHN4YecKne 0COOEHHOCTH M HOBBIE METOAbI
JCUCHUSA

JHokrop Aiidep Apayu Akuyaii
11.10.2025

BBenenue B cunapom Perra

e X-CIIEIUIEHHOE HapylIeHUE HEHPOPA3BUTHS;
e BbI3BaHO MyTanusmu rena MECP2;
e MPEUMYIIECTBEHHO MOPAXKAET JICBOYEK.

Kiannundeckne cTagnu

e Cragus I: panHsis OCTAaHOBKA Pa3BUTHS;

e Craaus II: GeicTpoe perpeccupoBaHue;

e Cragus I1I: nceBnocTaniioHapHas CTaaus;

e Craaus IV: no3nHee yxyauieHe MOTOPHBIX (DYHKIIHM.

1,2,3

Ctaguun cungpoma Petta (RTT)

Cranus I (panuss craaus, 1eGloTupyer B Bo3pacrte 6—18 mecsiuen)

e  e/Ba 3aMETHbIE (YACTO HEPACTIO3HAHHBIEC) U3MEHEHUS;

e 3aJiep’KKa pa3BUTHUS KPYMHON MOTOPUKH (IIOJI3aHUE, CHJICHNUE);
e 3aMeJUIEHHE POCTa rOJIOBBI;

e  CHIDKEHHE 3pUTENIbHOTO KOHTAKTa;

*  «(CKpYYHBAHHE» PYK.

Cranns II (cTagus ObICTPOro perpecca, HauMHaeTcs1 B Bospacre 1-4 Jjer, qaurest
HECKOJIbKO He/leJIb WJIM MecsilieB)

e yTpara LeJICHAIIPABICHHBIX JIBHKEHUN PYK U pEUH;

*  TOBTOPSIOLIMECS IBUKEHUS PYK (CKpyUYUBaHUE, KMBITHE», XJIONKHU, TOCTYKHUBAHUA);
*  CKpEeXeT 3ybamu;

e TPOOJIEMBI C JBIXaHHEM;

e 3aMETHOE 3aMeJJICHHE POCTa I'OJIOBHI.

Cranus 111 (ctagus mjiato, MM NceBAOCTAIIMOHAPHAS, B Bo3pacte oT 2 10 10 JieT)

e BbIpaXXCHHas anpakcus (HapylIeHUe 1IeJIEHAPABIECHHBIX ABH)KEHUN ), MOTOPHBIE
HapyILIECHHUs], CYJOpOTH;

*  yIy4UICHHUE MOBEACHUS, HACTOPOKEHHOCTH, KOHLIEHTPAllU! BHUMAHUS U
HeBepOaJIbHBIX KOMMYHUKATHBHBIX HAaBbIKOB;

* IIalIMEHTHI MOTYT OCTABAThHCS HA ATOU CTAJUU [0 KOHIIA KU3HHU.

Cranus IV (cTaaust mo3aHero yxyameHuss MOTOPUKH, MOKeT AJIUTHCS MHOIO JIeT)



e  TsDKEIBIC HAPYILCHUS MOTOPUKH;

e nedopmalu CycTaBOB PYK U HOT;

*  CKOJIHO3;

o MBbIIIICYHAasA CJ'IaGOCTB, PUTUOHOCTDH, CTACTUYHOCTD, IMOBBINICHUEC MBIIICYHOT'O TOHYCA,
*  CHI)KCHHE MMOBTOPSIOIINXCS JBHKCHHUH PYK;

e  CTarHauusi KOTHUTUBHBIX (PYHKINH, KOMMYHUKAaTUBHBIX HABBIKOB U MOTOPHKH PYK.

anunencus npu cuHgpome PeTTa

e pacmpoctpaH€HHOCTh: 60—90 % nanneHTos;

e 11e0r0T 0OBIYHO B BO3pacTe 2—5 JIeT;

*  TSHKECTh CYJOPOKHOTO CHHAPOMA YBEIMUUBACTCS C BO3PACTOM;

*  IIpPHW KJIACCHYECKOM CHHIpoMe PeTTa yacTtoTa cyopor oObIYHO BO3pacTacT B BO3pacTe
ot 7 no 12 mer.

Twunbl cygopor

e TIeHepalU30BaHHbIE TOHUKO-KJIOHUYECKUE CYAOPOTH;
e (oKanbHBIE CYyIOPOTH;
e a0caHChl U MUOKJIOHUYECKHE CYJIOPOTH.
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Twunbl cygopor

e Her XxapakTepHOIo THIIa IIEPBBIX CY0POr» — 3a(UKCUPOBAHBI BCE THITBI CYA0POT.

e Haubonee pacnpocTpaHeHbl CI0XKHbIE TapLUaIbHbIE U T€HEPATU30BaHHbBIE TOHUKO-
KIIOHUYECKUE CYIOPOTH.

e AOGcaHchl (aOCEHTHBHBIE CYJIOPOTH) U KIOHUYECKHE CYOPOTH BCTPEUAIOTCS PEAKO.

e debpunbHbIE CyIOPOTH (CYIOPOTH, CBA3aHHBIE C TOBBIIIEHUEM TEMIIEPATYPhl)
BCTpEYaIoTCA vale, ueM B oomien momyssiiuu (12 % npotus 2-5 %).

e Hauaino cynopor nocne 5 et — O1aronpusTHbIA IPOTHO3.

Hcrounnk: OPERTO, 2018.
anunencus npu cuHapome PeTTa

e PaHHee Hayajo CyJOpOr CBSI3aHO C MHO>KECTBEHHBIMU TUIIAMH CYyI0POT,
PE3UCTEHTHOM SMWIETICUEN U SMTHIIENTUYECKUM CTATyCOM.

e DrmIencus Yaiie BCTpedyaeTcsl IPH paHHEeM Havajie 3a00JIeBaHMS M TSHKETBIX
HapyIIEHUSIX Pa3BUTHSL.

¢ TspKecTh SIUIICIICUH TECHO CBA3aHA C O0IIEH KIMHUYECKOH TSKECTHIO COCTOSHHSL.

DaxkTOopbI pUCKA:

e mukpouedanus (yMEHbIIEHHBIH pa3Mep TOJ0BBI);
*  33/Iep)KKA PAHHEro pa3BUTHS;

*  OTCYTCTBHE CHIOCOOHOCTH XOJIUTH;

e wmytanuu rena MECP2.



anunencua npu cuHgpome PeTTa (gononHUTENbHbIE CBEAEHNS)

o Koppemsiuus Mex 1y TeHOTUIIOM U (PeHOTHIIOM OCTAETCSI HEONPEAEIEHHOM.

e VY mauMeHToB ¢ OTpULIaTENbHBIM pe3yiabTaToM TecTa Ha MECP2 cynoporu
HA4YMHAIOTCS paHbILIE.

e HalGmonaercs BapuaOenbHOCTh B 3aBUCUMOCTH OT T€HOTHUIIA: BpEMsI Hadajia Cy10por,
peakuus Ha JIEKapCTBa, KIIMHUYECKAs KapTHHA.

e Cynoporu 4acTo MpoTEKaIoT 110 THITY PEIIMIUBOB U PEMHUCCHH (TIEPHOABI 000CTPEHHIA
U yIy4lIeHHH).

e 3HAUYUTENILHOE YJIYUIIEHNE COCTOSIHUS MOXKET COXPAHAThCS /10 25 JeT.

e YacTroTa Cy1opOr 4acTO CHMKAeTCs B IOJPOCTKOBOM BO3pAcCTe.

e VY mpumepHo 8 % ManueHTOB dWIETICUs HaunHaeTcs rociie 20 ieT; KoieOaHus
COCTOSIHUS COXPAHSIOTCS BO B3pOCIOM BO3pAcCTe.

7,8,9

Cxema B3anmocBsa3sen npu cuHgpome PeTTa

N

Low body mass
index

Early
developmental
problems

Presence/severity
of epilepsy

Poorer
mobility

Greater clinical
severity

A

e  Huskmii unaexc maccnol Tesia (Low body mass index) — cBsi3aH ¢ TSKECTBIO
SIMMUIICIICUH.

e OrpanunyenHasi mnoaABM:KHOCTH (Poorer mobility) — BiusieT Ha TSKECTh COCTOSAHMUS.

e Pannue npodaemsl pazsutus (Early developmental problems) — koppenupytot ¢
SMUJIETICUEN.

e bouabmas kiuHuveckas TskecThb (Greater clinical severity) — ycunuBaer
MIPOSIBIICHUS STIUIICTICHH.

e Hanuuue/Bbipa:xkeHHOCTHh dnnjiencun (Presence/severity of epilepsy) —
LEHTPaJIbHBINA JIEMEHT, CBSI3aHHBIM CO BCEMH MEePEUUCICHHBIMU (aKTOPAMHU.



OTanbl pasBuTus cuHgpomMma PetTta (rpaduk ¢ atanamm)

age 0.5 1 15 2 3 4 5 10 20 >20
e 1 11| I I [
y7i y7i y7i
14 I 7
I
apparently nomal development
Stage | |
microcephaly, growth arrest, hypotonia
Stage Il |
autistic features
loss of acquired hand skills, speech, and social interaction
breathing irregularities
stereotypic hand movements, motor abnom alities, mental retardation
]
seizures
Stage Il _
scoliosis
autonomic disfunction
anxiety
Stage IV
decrease/loss of mobility
Parkinsonism

ITo ocu X — Bo3pacT (B roaax).
Cranus I (pannss):

e Kaxyleecs HopMasibHOE pa3BuTHe (apparently normal development);
e MuKpouedanus, ocTaHOBKa pocTa, TunotoHus (microcephaly, growth arrest,
hypotonia).

Craaunsn I1:

e ayTHCTHYECKHE 4epThl (autistic features);

e TOTeps NPUOOPETEHHBIX HABBIKOB PYK, PEYU U COIIMATIBHOTO B3aumoeicTBus (loss of
acquired hand skills, speech, and social interaction);

e HapymeHus apixanus (breathing irregularities);

*  CTEPCOTHIIHBIC IBMKCHUS PYK, MOTOPHBIC HAPYIIICHHS, YMCTBEHHASI OTCTAIOCTD
(stereotypic hand movements, motor abnormalities, mental retardation);

e cynoporu (seizures).

Cranus I11:
e ckonmno3 (scoliosis);
e BereratuBHas quchyHKIms (autonomic dysfunction);

*  TPEBOXHOCTH (anxiety).

Cramunsa IV:



e cHmwkKeHue/moreps noamwxHocTh (decrease/loss of mobility);
e mapkuHcoHU3M (Parkinsonism).

(Mcrounuk: Zahorakova, Chromatin Remodelling, 2012)

anunencua npu cuHgpome PeTta (gaHHble nccrnegoBaHns)

ABTopsI: Andreea Nissenkorn, Rachel S. Levy-Drummer, Ori Bondi u ap.
Hctounuk: Epilepsia, 56(4):569-576, 2015 (doi: 10.1111/epi.12941)

KitroueBble BBIBOIBI:
e Dnuwiencust npucyrcreyer y 68,1% nanueHTos.
e V¥ 32,6% nauueHTOB — HEKOHTPOJIMpPYeMasi MUJIeIICH.

e Cpennuii Bo3pact Hauaja cyaopor: 4,68 = 3,5 rona (amana3on 1-16 Jer).
e boJiee panHuii 1e010T CyZI0pPOTr KOPPeJIHPYeT € 00JIbleil TAXKECTHIO dNUJIENICUH.

10,11,12

BRAIN, 2017, 140; 306-318

DOI: 10.1093/brain/aww302

JoarocpouHoe TedeHue IMUIECNCHU IPU cUHApPOMe PeTTa M CBSI3aHHBIX paccTpocTBax
(ABtopsr: Daniel C. Tarquinio, Wei Hou, Anne Berg, Walter E. Kaufmann, Jane B. Lane,
Steven A. Skinner, Kathleen J. Motil, Jeffrey L. Neul, Alan K. Percy u Daniel G. Glaze)

OcHOBHBbIE BbIBO/bI:

e  BOJBIIMHCTBO MALIMEHTOB JOCTUTAIOT PEMHUCCUH MIPH CTAHIAPTHOM JICYCHHUH, OJHAKO
94acToTa CYJOPOT 4acTo KOJIeOIeTCs.

e Tonbko 16% manueHTOB ¢ KJIacCH4ecKUM cuHApoMoM Petrta ocrarorcs ¢
MIOCTOSTHHOM JICKapCTBEHHO-PE3UCTCHTHON IUJICTICUEH.

e 15,9% nanueHTOB HUKOIIA HE JOCTHTAIOT J0JTOCPOUYHOI peMuccuu; okoio 43%
He CTPAJAIoT MUJIeNCcHell W UMEIOT JIUIIb JETKYI0 CY/I0POKHYI0 HATPY3KY.

e Anomanuu Ha D3I (3nekTposHLedanorpaMme), BEISIBICHHBIE TIOCHE 3 JIEeT, He
TPeOyIOT JIeueHHsl, eCJIH CYI0POTH OTCYTCTBYIOT.

Xapakrepuctuku 991

e  MyuabsTHdokanabHbie INUIeNnTU(GPOPMHBIE pa3psiabl (Pa3psIbl, BOSHUKAIOIIUE B
HECKOJIBKHX y4acTKax MO3ra).

e  DnuiaenTudgopMHas AKTUBHOCTH, AKTHUBHPYeMasi BO cHe (YCHIICHHE
MaTOJIOTHYECKOM aKTUBHOCTH BO BPEMS CHa).

e YV HekoTopbix nanueHToB Hadaonaercs narrepH ESES (Electrical Status
Epilepticus during Sleep — snunentuyeckuil craTyc Bo cHe, ocobas popma
SMHUJIENTUYECKON aKTHBHOCTH).

13,14




CobbiTus, nMuUTUpyrowne annnencuro npm cnHapome PeTTa

e CrepeoTunHsle ABUKEHUS PYK;

e 3azep)kKa JbIXaHUS C IUAHO30M (TIOCHHEHHEM);

e ['MOepBEHTWISIUSA,

e XaoTH4yHOE JbIXaHHE B OOAPCTBYIOLIEM COCTOSIHUM;

e OkynorupHsle Kpu3bl (HEKOHTPOJIUPYEMOE ABMKEHUE TJ1a3);

e Dnu3o4sl MOpPraHus;

e DNU30/bI «3aBUCAHU» (3aCTHIBAHUS B3TJIA/A);

e Dnu307pl IU1aYa WIN CMEXA;

e OpodanunanbHble AMCKUHE3UU (HEMTPOU3BOJIbHBIEC JBUKEHHSI MBI JIUIA U PTA);
e Tpemop (apoxanue);

e JlucTtoHMS (HapyLIEHUs MBIIIEYHOTO TOHYCA);

e CpnacTU4YHOCTH (HOBBIIICHHBIN MBIILICYHBIH TOHYC);

e Dnu3oauyeckast aTOHUs (KpaTKOBPEMEHHAsI TOTEPS. MBIILIEYHOI'O TOHYCA).

AHOManbHbIE OABUXEHUS

e CrepeoTunHble IBUKEHHS] PYK: BCTPEUYAIOTCS y BCEX MAIUCHTOB (CKPYUYHBAHHE
PYK, cocaTelbHbIe BIKSHHUS, TOCTYKHBaHKE); MEAMKAMEHTO3HOE JICUCHNE HEe
TpeOyeTcsi, MOTYT TOMOYb (PUKCATOPHI/OPTE3HI.

e Iloxoaka: yacTo HaOmOMaeTCs aTakcus (HapylIeHHe KOOPIMHAIMH ABHKCHUH) 1
CHIDKEHHE TIPOTIPUOLIEIIINH (OIIYIICHHUS TTOJI0KEHUS TeJla B IPOCTPAHCTBE).



e Mbpble4Hbli TOHYC: H3HAYAJIbHO HU3KUI, 3aT€M MOXET IepeiiTh B PUTHIHOCTh
(>k€CTKOCTH) WM TMCTOHUIO; B HEKOTOPBIX CITyJasiX TpeOyeTcs JeueHrne 60TOKCOM
WA MeIMKaMEHTaMHU.

e Jlpyrue ABH:KeHHUsI: TPEMOp, XOpesl (HEMPOU3BOJIbHBIE IBHKEHUSI KOHEUHOCTEM),
MHOKJIOHYC (KOPOTKMMH PBIBKAMH COKPALIAIOTCS MBIILIIIBI), OKYJISIpHAs! TUCTOHHS
(Hapy1IeHus ABM)KEHUS TJ1a3) — IPU 4acTOM MPOSIBICHUU TpeOyeTcs
CHUMIITOMaTHYECKOE JICUCHHE.

e Tepanuu: perynspusie 3auatus ¢ sprorepanesroM (OT) u ¢puznorepanesrom (I1T)
IIOMOTAIOT COXPaHUTh AMANa30H JABMKEHUHM U QYHKLUU.

Obuwaga ctpaTternst neyeHus

e Hauarh mpuMeHeHHne MPOTUBOCYJOPOKHBIX MIPETapaToB IIMPOKOTO CIEKTpa
nevictBus (ASM) B 3aBUCHUMOCTHU OT THIA CYJOPOT.

o N30erarh JeyeHHS TOJHLKO HA OCHOBAHHU aHOMAJINH, BEIABICHHBIX Ha DT
(anexTposHIedanorpamme), 6€3 KITHHUIECKUX TPOSBICHHM.

e CooTHOCHUTh pe3ysbTaThl DI ¢ KIMHUYECKHUMH COOBITHAMU (PEKOMEHTYETCS
HCII0JIB30BaTh BH1c0-DD1" utst 6osiee TOYHOM TUAarHOCTHKH).

16,17,18

PacnpocTpaHEHHble NPOTMBOCYAOPOXHbIE NpenapaTtbl (ASMs/M30M)

CTaHI[apTHbIe MmoAX0JAbI K JICHCHHUIO:

e BaJbmOpoar (BaJabIpoeBas KUCIOTA);
L4 J'IaMOTpI/I)I)KI/IH;

e JIeBETHpAICTaM;

e Kkjo0azam.

Ba:knble 3aMeuaHusa:

e  CJIEIUTH 32 MHOKIIOHYCOM (OBICTPBIMU HEMPOU3BOIHHBIMU COKPAIICHUSIMH MBIIIIIT) —
n3berath mpuMeHeHus kapoamazenuna (CBZ) npu reHepann3oBaHHBIX CyI0porax;

* B PE3UCTCHTHBIX CiTydasx (Korja JiedeHune He AaéT a¢dekra) gacto TpedyeTcs
nouTepanus (KOMOWHAIMS HECKOJIBKUX TPETapaToB).

OrpaHunyeHns NpoTUBOCYAOPOXHbIX Npenapatos (AEDs/T3OM)

e BapualeIbHOCTh OTBETA Ha JieueHHE (3 (HEKTUBHOCTD Y Pa3HBIX MALlUEHTOB MOKET
CHJIBHO OTJIMYaThCA);

e BBICOKAs YaCTOTA JIEKAPCTBEHHOUN PE3UCTEHTHOCTH (MHOTHE MAIUEHTHI HE pearupyroT
Ha CTaH/JapTHBIEC IPEnapaThl);

e B OOJBIIMHCTBE CIIy4aeB TpeOyeTCs MOIUTEPAIHs.



NceneposaHue: «lpoTnBoCcyqopOXHbIE NpenapaTtbl Npu CUHAPOME
PeTtta»

ABTopbl: Mapus [Tuartaynu, Mapus ['panus Kaneso, Armas Burnonu, Mapus JIxy3zenmnuHa
barnuerro, FOced Xaek, Mapus Tpasepco, Tea [I>xakomunu, Jlyuno JxopnraHo,
Aneccannpa Penvepu, CunbsBust Pycco, Mapus [1aona Kanesunu, Dnsur Benesemmm.

Pe3yabTaTsl ucciaenoBanus (Ha BbIOOpKe U3 130 nanueHToB):

e Haubonee yacTo ucnosib3yemble NIPOTHBOCYA0POKHBIE MPeNnapaThbl NepBoil
JIMHUM:
o Bambempoat — 44,3 %;
o kapbOamazernnH — 25,4 %;
o (enobapouTanm — 13 %.
e Ilpu TMIMYHOM BO3pacTe HayaJja 3abosieBaHus (45 JieT): BaIbIpoaT u
KapOaMa3enuH MoKa3aiy 0ANHAKOBYIO 3 (PeKTUBHOCTD.
e Ilpu 3nuiencuu ¢ 60jee MO3AHUM HAYAJOM: JTy4dias YQpPEeKTUBHOCTD
IIPOJEMOHCTPUPOBAHA Y JJAMOTPHIKMHA.
e MoHoTepanus (JiedeHHe OJHUM NpenapaTom) ObuI1a Hanbojee pacpOCTPaHEHHBIM
MIOJIXOJIOM.
e Ilo6ounbie 3¢ exThHI HADTIOAAINCH PEAKO, B OCHOBHOM MPOSBIISIIUCH B BUJIC
JIETKOW pa3ApakKUTENBHOCTH U COHJIMBOCTH.
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Tepanua kaHHabuHomgamn (CBD/CBDV) npu cuHgpome PeTtTta

CBD

Cannabiciol

e MuorouneneBas moxysius (5S-HT1A, TRPV, sunokanHaOnHOMAHAS CUCTEMA).

e [lepBoHayalbHBIC TaHHBIC: XOPOIIO MEPEHOCUTCS, UMEIOTCS IPU3HAKYA CHUKCHHUS
YaCTOTHI CYI0OPOT.

e Heo0Oxomumsbl 6onee MacTabHbIE KOHTPOJIUPYEMBIE UCCIICTOBAHMS.



¢ PeKTUBHOCTDH M ePEeHOCUMOCTh KaHHa0uAnoaa (CBD) npu JiedeHnu 3nuJIencuu y
NanueHToB ¢ cuHApoMoM Perra

(Béatrice Desnous, Thibault Beretti, Nathan Muller, Julien Neveu, Nathalie Villeneuve, Anne
Lépine, Géraldine Daquin, Mathieu Milh)

e VYXyIIIEeHUs COCTOSHUS WM MOOOYHBIX 3((EKTOB HE HAOIIOIANIOCH.

e VYV 5u3 10 nanueHToB yay4qIlIMINCh COCTOSTHUS, CBSI3aHHBIE C aXKUTAIIUEH
(BO30y>KA€HUEM) U IPUCTYIAMU TPEBOTH.

* VY4 u3 10 manueHToB CHU3MIACH CIIACTUYHOCTD (TTOBBIIICHHBIN MBIIICYHBIN TOHYC).

e Kannabunuon (CBD) — 3¢ pexTHBHASA M XOPOLIO NepeHOCUMAasi 10NOJTHUTeIbHAS
Tepanus Npu JEKapCTBEHHO-PE3UCTEHTHOM amtenicuu npu cuaapome Perra (RTT).

e Pannee Hayano npuéma CBD MoxeT OBITh MOJIE3HBIM.

e Kom0Ounanus ¢ k100a3aMOM MOKET JIONOJHUTENBHO YIyUIIUTh KOHTPOJIb HaJ
CyJIOpOTraMHu.

BapuaHTbl neyeHus pedpakTepHbIX (He NoAAaLLMXCSA NTIEYEHNIO)
crny4yaes

e JlekapcTBeHHO-pe3UCTEHTHAs nuierncus — npuMepHo y 30—40% nanueHTos.
e Kerorennas nuera / MoguguIUpOBaHHas [ueTa ATKHHCA.

o Crumynsmus 6myxnaromiero Hepa (VNS — vagus nerve stimulation).

e Xupyprudeckoe Jie4ueHUe MPUMEHSIETCS PEeNIKO.

22,23,24

O peKT KeToreHHoOW AneTbl NPy cnHapome PeTTa

e CHmxeHue 4acTtoThl cygopor Ha 50-70%.
i YnqueHI/Ie COOUAJIBHBIX BSaHMO}IeﬁCTBI/Iﬁ, PEUYCBBIX HABBIKOB W ITIOBCACHUAA.



Ketogenic Diet Epilepsy Chart

125gm

TOTAL CALORIES
(kcals/Day)

2000

JAunarpaMMa KeTOreHHOH JMeThl NPU MUJICIICHI
(YKa3aHbI IPUMEPHBIE CYyTOYHBIE HOPMBI):

obmree komudecTBo kKajgopuii: 2000 KkaJj B IeHb;
oOmiee konmuecTBo *Hpos: 133 1;

kanpnuii: 600 mr;

xkene3o: 17 mr;

Hatpuit: 125 r;

oenok: 75 r.



Ctumynaumus ényxgatowero Hepea (VNS) npu cuHgpome PeTtta

Vagus nerve

The wires send electrical
pulses through the vagus
nerve to the brain

Generator

e C momonrsio VNS K KOHITYy IEPBOro roja JiedeHusl yaAaloch JOCTUYb CHIKEHUS
4acTOTHI Cyopor 6oJiee yemM Ha 50%, a K KOHILy BTOpPOro roga — 110 90%.

e Crumynsnus OJTyKIa0IIero HepBa MOBBIMIAET YPOBEHb 0OIPCTBOBAHMUS, TIPH STOM
AbIXaTeJbHBIX MO00YHBIX 3¢ exToB He Hab0aaeTcst (uccinenoanne Wilfong,
2006).

e OtrMedaeTcsi CHUKEHHUE TAKECTH U MPOIOTAKUTEIHLHOCTH CyT0POT.

e VYiydmiaeTcs 3pUTEIbHBIA KOHTAKT U CHUKAETCSI KOJIUYECTBO CTEPEOTUITHBIX
aBuakenmii (nccnenosanue Topcu, 2008).

IIpunuun padorsr VNS:

*  DJIEKTPOJIBI MOCHUIAIOT JIEKTPUICCKHIE UMITYJIbCHI Uepe3 Oy KIAroIIHii HEPB K MO3TY;
e reHepaTop obecrnieunBaeT paboTy CHCTEMBI.



Cneundonyeckoe neyeHne cuHgpoma Petrta

Tpodunerun (Trofinetide):

e 0700peH YIpaBieHHEM IO CAHUTAPHOMY HaJ[30py 3a Kau€CTBOM IMHIIEBBIX
npoayktoB u MeaukameHToB CLIIA (FDA) B mapte 2023 roja AJis MaliMeHTOB OT 2
JIeT M cTapiie ¢ cuHapomoM Perra.

e I¢¢eKTHBHOCTB: 3HAUUTEIHHOE YJIyULlIEHUE IT0Ka3aTelei 10 ONPOCHUKY
noBeneHus pu cuaapome Perra (Rett Syndrome Behavior Questionnaire) u mo
mkase obmeit kimauaeckoit onenku ynyumenus (Clinical Global Impression-
Improvement scores).

e IlonoxurtenbHblii 3pdeKT: yaydieHne MOTOPHBIX QYHKIUH, KOMMYHUKAIIUH U
COLIMAJIbHBIX HABBIKOB.

e BozpaeiictBue Ha opranmusMm: BiausieT Ha perentopst NMDA, GPE, IGF-1 u npyrue
MEXAHU3MBI, CBA3AHHBIC C JbIXaTCIBHBIMU PACCTPOMCTBAMM, SIIUIICIICUEH,
HapyLIEHUSIMH CHA, IIOBEIEHYECKUMHU paccTpoiicTBamMy, yanuHeHueM narepsaia QT,
MoTepel KOCTHOM MacChl U MEPEIOMaMH.

Breathing disorder Trofinetide
Epilepsy —r ol
Sleep disorder — »@ ] g
Behavior disorder V¢ rece
QT elongation —"‘. \'%\
| '\

IGF-1
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nepCI'IeKTI/IBHbIe MeTOoObl JiTe4eHn4A

Tpodunerun (Trofinetide)

e Amnanor tpunentuna IGF-1 (GPE); oka3bsiBaeT cuHanTuieckoe u
IIPOTUBOBOCHAIUTEIILHOE JICVCTBUE.

e IloOounbie 3¢pPpeKThI: HaACTO BOZHUKAIOT CUMIITOMBI CO CTOPOHBI XKEITy10YHO-
KHMILIEYHOI'O TPAKTa; PEKOMEH/IyEeTCsI IPEBEHTUBHOE YIPABIEHUE COCTOSHUEM.

e He npuBOAMT K yBEIMUYEHUIO YaCTOTHI CyIOPOT; COBMECTUM C IPOTUBOCY IOPOKHBIMHU
npenapatamu (ASM).



MepcnekTnBHble MeToAbl NedeHusi: FaHakconoH (Ganaxolone)

e HeiipocTepoun — moaynsatop peuentopoB GABA-A.

e Opo6pen misa nedenuss CDKLS; kmuHMYecKre UCTbITaHus ipu cuHaApome Perra
MIPOJIOJIKAKOTCSL.

e OOmangaet MOTeHIHATHLHBIM 3(h(HEKTOM B KOHTPOJIE CyIOPOT.

Opyrue nccrnepgyemble MeToAbl NeYeHns

e Amnanoru IGF-1;

e ANAVEX 2-73 (6napkame3uH);

e CapuzoTas;

e Jlpyrue HEMpOaKTUBHBIE COCIUHEHUS.
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lNogxodbl K reHHOW Tepanun

e TSHA-102 (xomnanus Taysha Gene Therapies);
e NGN-401 (komnanus Neurogene);
e Crpareruu peaktupaiuu rena MECP2.

Bonpockl 6esonacHocTu

e Tpodunerua (Trofinetide): mo6ounbIe 3((HeKTH CO CTOPOHBI KETYJOUHO-
kumedroro Tpakta (Gl AEs) — TpeOyercs KOHTpoIb (oOecrieueHne THIPaTaIliH,
NpUMEHEHHE TIPOTUBOAUAPEHHBIX CPENICTB);

o Tanakcosion (Ganaxolone): BBI3bIBacT ceaTUBHBINA A((HEKT / COHITUBOCTh —
HE00XO0/IMMO TUTPOBATH (PETyJINPOBATH) A03Y;

e TpeOyercs MOHUTOPHHT:

o OKT (Bkmrouast untepan QTc);



o (yHKIHMHU JbIXaHUS;
0 YYHTBHIBaTh PACIPOCTPAHEHHOCTh MHOKECTBEHHBIX COITYTCTBYOIIUX
3aboneBanuii (multi-morbidity).

TeyeHne 3aboneBaHus n pesynbTaTthbl NNIe4YeHn

e AKTHBHOCTB CyJOPOT MOYKET CHIKAThCSI BO B3POCIIOM BO3paCTE;

e CVYJIEII (SUDEP — Sudden Unexpected Death in Epilepsy) — BHe3annas
HEO)KUJIaHHAsI CMEPTh MIPH JIHJICTICHHY;

e OOyueHHe CeMbHU M NOJICP)KUBAIOIINI YXOJl HIMEIOT KPUTUYECKU BaKHOE 3HAYCHUE.
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IIporuocTuyeckue coodpakeHus

e bpewms cynopor BIMseT Ha KAYECTBO KU3HU.
o [Ilossimen puck CY/JIEII (BHe3amHOM HEOXKUTAHHON CMEPTHU TP ITHIICTICHH ).
e Heo0xoaum 10ATOCPOUHBI MOHUTOPHHT.

MyabTHAMCHUIIIHHAPHOE BeleHHe

e Hesponorus, reHeTHka, ICUXUaTpus.
e Jloroneauueckas u puznOTEpAIHS.
e [lonnepka ceMbu U JIUI, OCYIIECTBISIOUINX YXO/I.

Pe3rome

e JudpdepeHuuaaIbHBIA IUATHO3: CI0KHO OTIIMYUTD CyJOPOTU OT «IIPUCTYIIOB
Perray.

e HaoluaroaeHnue: noceiieHne HEBPOJIOra Kaxk/aple 6 MecsleB U yalie (mpu
pedpaKkTepHOM TECUCHHH).

e JIlmarHocTH4ecKHe HHCTPYMEHTbI: BEICHUE CEMEMHBIX THEBHUKOB + BUICO3aIIUCH
00s13aTeIbHBI.

e Bugeo-93I': nosie3HO TOJNBKO MPU YACTHIX MPUCTYTIAX.

e JleyeHue: aHANOTUYHO APYTUM (OpMaM SMHIIETICUU; BRIOOp MPEnapaToB 3aBUCHUT OT
COITyTCTBYIOIIUX 3200JI€BaHUH.

Pe3rome

e Dnuiencus MMPOKO paclpocTpaHeHa npu cuHapome Perra; Heo6xonumo
COIIOCTABJIATH CEMHUOJIOTHIO (KJIMHUYECKHE MTPOsABIIEHUS) ¢ pe3ysibratamu D01,

e Tpodunerna: npopsiB B TEpaMH.

o ['ennas Tepanus: MHOrooOeIaroIee HapaBJICHUE B OyayIIeM.

e HoBble METO/BI JIEUEHUS B HACTOALIEE BPEMsI JIOMOJIHSIOT IPOTUBOCY I0POKHBIE
npemnapatsl (ASM — anti-seizure medications).

e MyJIbTUANCIUIIMHAPHBIN MOAXO0] KpaliHEe BaykeH, HEOOXO0AUM YXOJI,
OPHUEHTHPOBAHHBIN HAa CEMBIO.
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