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HoBoe B anunentonoruum

Py6puky Bepet

Bnagumup Uropesuy XaputoHoB —
3aBefyoLLMA AETCKUM OTAENEeHNEM
TMO «[MCUXUATPUSA», . Knes,
JevcTBUTENbHbBIN YNeH EBponenckon
akagemwuu anunentonoruv (EUREPA)
n MexagyHapofHon accoumaumnm
petckmx HeBposnoroB (ICNA)

Appec Ans KOpPecrnoHAEeHLMM:
vkharytonov69 @ ukr.net

YBaxxaemble KOmJiern, B JaHHOM 06-
30pe X04y 00paTuTh Balle BHUMAHUE Ha
ctatoio K. Mero n [x. Bunmxepct
«®oHA Kena: Kak cenatb KETOreHHYH0
auety 6onee AOCTYNHOW Ans [eTeil
B Acbpuke», ony6NMKOBAHHYH B XYPHa-
ne Epilepsia (2015; 56 (4): 514-516).
KeToreHHas Aneta — MeTOA JleYeHns
3MUNENCUIA, NPU3HAHHbIA N NPUMEHSIE-
MbIi BO BCEM MMUPE HA MPOTSHKEHUU
mMHorux net. B HxHon Adpuke aToT
MeTOL nonynspeH yxe 6ofiee AecAT
net. 06bI4HO K HEMY npu6eraioT B 60/b-
HULAX TPETbEero ypoBHA. K orpomMHomy
COXaneHwo, B YKpauHe KeTOreHHas
Aneta o CUX NOp He UCMONb3YeTcs.

®oHp Keina 6bin chopmupoBaH B
2013 r. ana TOro, 4T06bl OTKPbITh
JOCTYN K KEeTOreHHOW [ueTe [eTsam,
npoxusawowmum B HxHON Adpuke, u,
BO3MOXHO, B OKPY)XXAKLWNX PErnoHax.
[laHHbI METOS ABNIAETCA JOCTOBEPHbIM,
Hay4HO 060CHOBAHHbLIM BULOM NIeYeHUSs

(760 [OMONHUTENbHBIM KOMMNOHEHTOM)
Aana netei u sapocnbix. ®oHp Keitna —
970 06LLECTBEHHARA N HEKOMMEpYecKas
OpraHu3aums, npu3HawLas u yBaxar-
Llas peLleHne NnaLuneHToB BbiOMpaTh TOT
BWL Tepanun, KOTOPbIA OHU CHUTAKOT
Hanbonee noaxoaAwmM. OCHOBHbIE
KOHLEeNUUM opraHn3auum — pasBuTue,
no60Bb K NOAAM, BAOXHOBEHME. Kpo-
Me TOro, )OHA MMEeT MeAMLUHCKYI0
KOMWUCCUIO, KOTOpas OLEHWBAeT BCHO
NPOXOASALLYI0 Yepe3 Hero MeANLMHCKY0
NH(hopMaunio 1 aenaet ee LOCTOAHMEM
006LleCTBEHHOCTW. B none4yntenbckui
KOMUTET BXOAAT KaK MECTHble, TaK W
MHOCTPaHHble rpaxgaHe. OoHp Keina
HaxoguTCad B TECHOM KOHTaKTe C opra-
Husaumen «[pyspd Metbio» (Benuko-
6putanns) u ®dongom Yapnm (CLUA).
BepoATHO, YKpanHCcKUM cneymanucram
CrieflyeT npoaHannanmposatb OMbIT Npu-
MEHeHUs KeTOreHHOW AMeTbl 3apybex-
HbIMU KOMMerami C Lenbt BHEAPEHNS
JAHHOTO METO0/1a B HaLLEl CTpaHe.

(X R4

Cnepytowias ctatbs, NpuBnekLlas moe
BHUMaHMe, A. HUCEHKOPH «3nunencus
npu cuHgpome Petta — ypoku, nony-
YeHHble M3 CEeTeBON 6a3bl JAHHbIX CUH-
Apoma PetTa», ony6nukoBaHHas B Xyp-
Hane Epilepsia (2015; 56 (4): 569-576).

CuHapom PeTTa - paccTpoiicTBO
HEPBHO-MCUXNYECKOTO pa3BUTNA, CBS-
3aHHOe ¢ MyTauuenn reHa MECP2, ko-
TOPbIA pacnonoxeH Ha X-xpoMocoMme.
BcTpeyaetcs paHHoe 3aboneBaHue B
OCHOBHOM Yy fAeBOYeK. [auueHTKM ¢
Knaccuyeckum cuHpgpomom PetTta a6-
COMOTHO HOPMasbHbIE MPU POXAEHUN,
0[HAKO Ha MPOTSAXEHUN NepBoro roga
XKW3HW Y HUX 3aMefNAeTCs YBennyeHue
OKPY>XHOCTM TOJIOBbI, 4TO NPUBOAUT K
mMukpouedganuu. B TevyeHne 2-3-ro ro-
[a XWU3HWN MPOMCXOANT PErpecc Kom-
MYHUKAUWOHHBIX W MO3HABaTENbHbIX
yHKLUMA. [JeBOYKN TepaT peyb W
LeneHanpaBneHHOCTb [JBUXEHUNA py-
Kamu, 3atem MOoABAAKTCA CTEpPeoTn-
nMuU pyK No cpepHed nuuuu. Opyrue
npo6nembl, Cpean KOTOPbIX racTpo-
WHTECTUHAMNbHbIE N OPTONEAMYECKUE,
TaKXXe 4acTo CONPOBOXAAKT CUHLPOM
PetTa.

B nutepatype onucaHdbl cregywouine
moaudukaunm cuHgpoma PeTTa: paH-
HUA 3NUNENTUYECKNIA BApUAHT (C TAXe-
N0 3NUNENTNYeCKON dHLedanonaTnen
Ha NPOTSXKEHWUN NEePBOro rofa XN3Hu),
BPOX/JEHHbIA BapuaHT (60nee paHHee
Hayano Mukpouemanum u AONONHN-
TeNbHAasA CUMNTOMATUKA C POXAEHUS),
BapMaHT 3annena ¢ COXPaHHOW peybto
(6onee markas gopma ¢ yylen mMoTo-
pukon u cnosapem 6onee 10 cnos).

dnunencus — 3T0 0CHOBHOI CUMNTOM
cuHgpoma PeTta ¢ 3260/71€BaeMOCTbIO
60-90%. [aHHble UM pbl, BEPOATHO,
HECKO/NIbKO 3aBbllUeHbl, MOCKONbKY Y
nauuMeHToB 4acTto HabnwojawTca He-
ANUNENTUYECKNE NApOKCU3MaNbHble
COCTOSIHNSA, KOTOPbIE OWMBOYHO Tpak-
TYIOTCA KaK anunenTuyeckue npunag-
K. Anunencus yvaule Habnwpgaercs y
nauueHToB 6e3 myTauum reHa MECP2.
Panee Jian et al. u Glaze et al. yxe
npeacTaBuIN HEKOTOPble MPEANKTO-
pbl Pa3BUTUSA 3NUAENCUN Y NALUEHTOB
C cMHgpomom PeTTa, xapaktepusyio-
LWENCcH TAXECTbI OCHOBHLIX CUMMNTO-
MOB, npo6nemamu pasBuUTUA [0 per-
PECCUOHHOM (ha3bl, HAPYLLIEHUAMU X0 b-
Obl M OBWKEHUS DYK, BbIABNEHUEM
MyTauum reHa MECP2.

CywecTaytowas nutepatypa no AaH-
HOMY 3a060/1eBaHNI0 HEOLHO3HAYyHA B
OTHOLUEHNN KOppenaunn mMexny noka-
nn3aunein pasnnyHbiX 30H, COAEPXALLNX
myTauuto rena MECP2, n pa3HbiMu napa-
MeTpamu anuaencum (4actota, TAKECTb
W BO3pacT Hayana). Pe3ynbTaTbl Hec-
KOSIbKWUX UCCNIeA0BAHNIA NOKa3anu, 4To
C-TepMuHanbHas Aeneuus u myrayus
p.R306C o6bnamatoT npoTUBO3NUNEN-
TUYECKUMU CBOWCTBAMU, TOTAA Kak
p.T158M umeeT o06paTHbIN P eEKT.
CornacHo pasfnnyHbIM COOOLLEHUSAM,
myTaumu p.R255X, p.R294X u 6onbLine
BHYTPUTEHHbIE AeNelun 0KasblBaKT
pa3Ho06pa3Hoe BNUSAHWUE, OHAKO 3TK
CBEJleHMs NpOTUBOPEYnBbLI. B cooTBeT-
CTBMW C AAHHbIMW OAHOr0 WCCNeaoBa-
Hus, p.R133C n p.R168X nemoHcTPMpO-
Bas HM3KYI CBA3b C MOABJIEHUNEM
anunencum.

Llenb uccnenosaHna A. HuceHkKopH
cocTosna B TOM, 4T06bl Nyylle oxa-
paKkTepn3oBaTb BCe ANCKYTabenbHble
BONPOCbHI, CBA3aHHbIE C CUHAPOMOM
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PeTTa, ¢ ncnonb30BaHMeM MeXAyHa-
POAHONM 6a3bl AAHHBIX.

MexgyHapogHas 6asa LaHHbIX CUHJ-
poma PeTTa OCHOBbIBAETCS Ha COO0OLLE-
HMAX OOKTOPOB M3 11 cTpaH, 0TBEYaB-
Wwnx Ha 293 KNUHWYEeCKUX Bomnpoca
1 16 TeHeTU4ecKnX, CrpynnupoBaHHbIX
B 31 QOMeH. B Hee BOWAW AaHHble
1911 nauneHToB 0 KNMHUYECKOM TuMe
cuHApoma PetTa, reHotune, Bo3pacte
Hayana, TAXEeCTW 3nunencuu u Tune
npunagKkoB. TSHKECTb 3NUNENCUMN OLEHU-
Basiacb Npu nomoLLM Wkanl Jlankepra,
KoTOpas onpefensietT 4acToTy npunag-
KOB W WX OTBET Ha Nie4eHne. Takxe y4u-
TbIBANNCh Takne napameTpbl, KaK peyb,
X0Ab6a, HapyLIeHne AbIXaHus n perpecc.
[laHHble NaUWEHTOB, Yy KOTOPbIX He
[0CTaBano CBEAEHMIt 0 Hayane u Te-
YEHUMN 3NUNENCUM, BbININ UCKIOYEHbI.

MaumeHTbl ¢ onpefeneHHoln MmyTa-
umenn reHa MECP2 npunsanu yyactue
B MCCe0BaHMN 6e3 y4yeta KinHuYe-
CKOro dpeHoTuna (KNaccuMy4eckui Tun
unn BapuaHt cuHgpoma Perta). Jnua
6e3 BbISBJIEHHOW WM NPOBEPEHHOMN
myTaunn MECP2 6binu BKMHOYEHbI B
nccnefoBaHune, eciim KnnHUYecKnin ge-
HOTWUN COOTBETCTBOBAN KJlaCCUYECKOMY
cuHagpomy PetTa. lauueHTel ¢ myTa-
unsmmu redoB CDKL5 n FOXG1, manbyu-
KW C [MAarHOCTUPOBAHHbIM CUHAPOMOM
Petta u nuua ¢ Aynnukauuwen reua
MECP2 6b15in NCKITHOYEHbI.

CTatuctuyeckuint aHanms 6bin NpoBe-
neH Ha annapate IBM SPSS, sepcus 21
(Armonk, NY, U.S.A.). ins onpeaeneHus
BPEMEHMN Ha4ana anunencum ncnonb3o-
Banuch Kpmeble KannaHa — Meiiepa. [ins
OLIEHKN PasfinyHblX TEHOTUNOB U (heHO-
TUNOB 3NUJIENCUI NPUMEHSNACH MYNb-
TUMOLanbHasA MOAENb Perpeccun.

B uenom B uccnegosaHune 6b111 BKO-
yeHbl 1248 naunenTos, y 1135 (90,1%) u3
HUX MyTauus reHa noaTeepaunace. Bo-
CeMb Hambosiee 4acTblX MyTauum (Xot-
cnoT), C-TepMuHaNbHble Jeneunn u
60NblUME BHYTPUreHHblE Aeneuun 6bl-
nu onpepeneHbl B 860 cnyyasax. Knu-
HWYeCKUl cpeHoTUn Habnwpancs y
1098 nauyuneHToB. Anunencus 6oina gua-
rHoctuposana y 850 (68,1%) yenosek
1 vawe (78,8%) BcTpeyanace cpeau nny
C HeraTuBHbIM aHanU30M Ha MyTauuto
MECP2. Ha gpyrue napameTpbl anunen-
CUK, TaKne Kak BO3pacT Hayana anunen-
CUN, TSHXKECTb W TUM NPUNAAKOB, MyTa-
LMA JAHHOMO reHa He BuUsANa.

[laHHble MO TAXECTI 3NUNIencum 6binu
npeacTaBfieHbl y 736 mauueHTtoB: 27
(3,2%) umenn pepkue npunagku, He
Tpeobytowne nevenus (0 cteneHs), 469
(55,2%) — xopoLuo nogpatoLwmecs dap-
makoTepanuu (1-a cTteneHb) n 240
(32,6%) — HeKOHTpONMpyemble (2-9 CTe-
neHb). Bupg npuctynos yctaHoBunu y
298 6onbHbIX: y 138 (46,3%) — reHepa-
NIN30BAHHbIE TOHWMKO-KNOHMYECKKe, v 81
(26,8%) — napumnanbHbie, y 43 (14,4%) -
abcaHcel, y 36 (12,1%) — MMOKNIOHNYe-
ckue, y 27 (9,1%) — ToHmyeckue ny 12
(4,02%) — atoHnyeckue. [1ea Buaa npu-
nagkos umenn 26% nauneHTos, 6onee
aByx — 3,4%. Bospact Hayana npunag-
KoB cocTtasun 4,68 + 3,5 roga (ot 3 me-
caues £o 21 roga).

Cneayet 0TMeTUTb, 4TO 3nunencus
pa3BNBAETCA HECKONbKO MO3JHee Apy-
rTMX CUMNTOMOB cuHApoma PeTTa,
Takux Kak crepeotunum (2,43 £ 1,67),
perpecc pe4esoil hyHkuum (2,09 + 1,1)
N CHUXEeHNEe (DYHKLUWOHUPOBAHUA pPYK
(2,28 + 1,4). Havyano anunencuu Ham-
6onee 4acTto WMENO MECTO B Mepuos
MexXay 3 u 5 rogamu XusHu. Pasuuua
B NIOKaNM3aunn myTaLnm He Bimsna Ha
BO3paCT Ha4yana anunencuu B 0TanN4Me
0T (heHoTMNA.

AHanua noArpynn nauneHToB B COOT-
BETCTBUM C PEHOTUNAMM NOKA3as, 4TO
paHHee Ha4yano anunencun xapakTep-
HO NS NUL C BPOXAEHHON hopmon.
Bpemsa Havana anunencum npu opme
3annena c COXpaHHON Peyblo He3Havm-
TeSIbHO OTNUYAN0Ch OT KJ1ACCUYECKOro
(beHoTuna. PaHHee Hayano anunencuu
KOppenupoBasno ¢ 6onee TAXeNbIM Te-
YyeHuem 3a60eBaHNs.

BaXHO NOJ4YePKHYTh, 4TO pacnpocT-
PAHEHHOCTb W TAXECTb anusiencun
OT/IMYAKOTCA NPU CPABHEHMWN Pa3Niny-
HbiX (DeHoTMnoB. Inunencus 6bina
AMarHocTupoBaHa y 72,5% nauyueHToB
C Knaccuyeckum deHoTUnom, torga
Kak npu BapuaHte 3annena [aHHbli
nokasatenb coctasun 52,3%. Jluya
C BapuaHToM 3annena Takxe WUMenu
6001ee HU3KUA PUCK PA3BUTNS THKENOI
(bopmbl anunencun. XapakTepucTuku
nunencun y nuy ¢ AaHHon popmoi
cuHgpoma Petta 6binM Nofo6HbI, Kak
1y nauneHToB ¢ myTaunenn R133, 410
0TNIM4aeT 3T hopmbl 0T gpyrux. GCpean
Hanbomnee 4acTbiX 30H MyTauun (XoT-
CMOT) HauMmeHblIAs PACNpPOCTPAHEH-
HOCTb 3nunencum 6bina CBA3aHa ¢

C-TepmuHanbHoii peneunen — 58,5 vs
68,1% B 06LWen nonynayum.

MeTog noructuyeckoir perpeccun,
npu KOTOPOM O6blla UCNOJib30BaHa
C-TepmuHanbHas feneums kak pede-
PEHTHOE 3HayeHue, Mokasasn, 4YTo My-
Taumn p.R133C (0THOLWEHME LIAHCOB
[OWU] 2,46, noBepUTENbHbLIA MHTEP-
gan [OWN] 95% 1,29-4,66; p < 0,01) n
p.R255C (OW 2,07, AW 95% 1,2-3,6;
p < 0,01) cBA3aHbl CO 3HAYUTENbHON
BEPOATHOCTbIO PA3BUTUA 3NUNENCUN.
MauuneHTsl ¢ MyTaumen p.R255X nog-
BEPXEHbI BbICOKOMY PUCKY BO3HUKHO-
BEHWA TSHXKes0i anunencuu. [1se gonon-
HUTESIbHbIE MWUCCEHC-MYTauun Takxe
acCOLNMPOBAHbI C MOBbIWEHHbIM PUC-
KOM Pas3BUTUSA TAXKENON anunencun.

MoaBoas NTorM, aBTOP yKa3blBaeT Ha
TO, 4TO 3T0 — nepBoe 60NbLIOe UCCne-
LOBaHUE, XapakTepnusyrLiee 0co06eH-
HOCTW 3MWUencum, KOTopas co4eTaeT-
ca ¢ cuHapomom Petta. Koppensauus
reHotuna/peHoTNA NpuU 3NUNencum
Ha CerofHAWHNA [eHb 0CTAeTCH AUC-
KyTabenbHbIM BOMNPOCOM, NOCKOMbKY
pe3ynbTaThl Pa3NMYHbIX UCCEL0BAHMN
oTnuyatoTca. BepoATHO, 3TO CBA3AHO
C pa3mMepom BbIGOPKM WU pa3HbIMU
MeTo4aMu NONy4eHNs AaHHbIX (OLEH-
Ka COCTOSAHMA cheymanncTamm, 3anon-
HEeHMe ONPOCHMKOB BpayaMu U po-
gutenamu). Kpome 10ro, aktmsaunio
MOAMMUUUPYIOLLUX TEH NyTeiln unmn
ANUIeHeTMYeCKMX (hakTopOB, TaKWX
KaK pas3nnyHoe pacnpocTpaHeHue no-
nuMopMuama HenpoTpodPUYeCcKoro
(hakTopa nnu60 nHakTMBauua X-Xpo-
MOCOMbl MOCPEACTBOM Pa3HbIX MOMy-
NALKUA, CKOpee BCEro, MOXHO 06bAC-
HATb APYrUMU AONONHMTENIbHbIMN
MexaHuamamu.

Cnefyer OTMETUTb, YTO MOMYYEHHbIE
B XOAE WCCNeA0BaHMA AaHHble 006513a-
TeNbHO J0MXHbl ObITb UCMONb30BAHbI
B KNMHWYECKON NpakTuke. Inunencus
y naumeHToB ¢ mytauusmu p.R255X u
p.T158M fonKHa noasepratbCcs arpec-
CUBHOMY NEYEHNI0 B OTNUYME OT 60b-
HbiIX ¢ MmyTauuein p.R133C, a Takxe
C-TepMuHanbHOI aeneuuen.

Heobxoanmo npoBefeHne fanbHeii-
WNX nccnesoBaHuin LNA BbIABIEHNS B
MOJENN Ha XXUBOTHBIX POSIN MUCCEHC-
myTaumnii p.R133C n p.306C B pazsutun
SMUNENCMI, 4TO MOXET MPONUTbL CBET
Ha MeXaHM3Mbl 3NUNENTOreHe3a B
cuHgpome PetTa.




