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The use of the ketogenic diet for the treatment of drug-resistant
epilepsy in children in the Republic of Belarus: the first experience

Peslome

B cTaTbe oTpaxeHbl pe3ynbTaTbl NEPBOro onbiTa NpuMeHeHusa B Pecnybnvke benapycb Keto-
reHHON AneTbl AnA neyeHna GpapmakopesnCTEHTHOM SNKencumn y AeBOYKIN NATY NIeT, CTpagatoLlei
bapMakopesnCcTeHTHON 3nunencren, 06yCcNOBNEHHON cMHAPOMOM PeTTa. M3noxeHa KNUHUKO-
reHeTUYecKan xapakTepucTuka cmHapoma Petra.

KnioueBbie cnoBa: fetu, bapMakopesnCTeHTHas SNUeNcrs, KeToreHHas aneTa, CuHapom PetTa.

Abstract

The article reflects the results of the first experience of the ketogenic diet treatment for the five years
old girl suffering with drug-resistant epilepsy caused by Rett syndrome in the Republic of Belarus.
The clinical and genetic characteristics of Rett syndrome has also exposed.

Keywords: children, pharmacoresistent epilepsy, ketogenic diet, Rett syndrome.

®m BBEJEHWE

MexpgyHapogHaa nura no 6opbbe ¢ snunencren onpepensaeT ee Kak
PacCTPONCTBO rOIOBHOrO MO3ra, XapakTepusylolleecsa CTOMKOW npeapac-
MOMOXEHHOCTbIO K INMAENTUYECKUM NPUCTYMaM, a TakxKe Hepobronornye-
CKUMU, KOTHUTVBHBIMU, MCUXONOTMYECKMMA 1 COLMaNbHBIMU MOCIEACTBI-
AMMW 3TOro cocToAHmA [1].

B Mupe HacunTbiBaeTcAa okono 50 MiH ntogen, CTpagatoLwmx snunencunen.
3aboneBaemMoCTb 3TUM Hellyrom cpefin AeTell cocTaBnseT 45 HOBbIX CIly-
yaeB Ha 100 TbiCAY JETCKOro HaceneHnsa B rof ¢ MakCMMasibHON YacToToN
cpenuw geTen nepBoro ropa *usHu [2-4]. MprumepHo y 20% peTen, cTpaga-
oKX nunencreir, otmevaeTca papmakopesncteHTHaa snunencua (OP3),
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O6LIEeNPUHATBIM KpUTEpPUEM KOTOPOW ABNAETCA OTCYTCTBME TepaneBTuve-
cKoro a3¢pdeKTa OT HazHaueHUs NPaBUIbHO MOAOOPAHHbBIX U XOPOLO Nepe-
HOCKMMbIX [BYX MpoTuBo3nunentTuyeckux cpeacts (M3C), npumeHaembIx B
MOHOTEPanuu WM B coueTaHur apyr ¢ gpyrom [4, 5]. OtcyTcTBre 3ddekTa
OT NPoBOAVMON GaPMAKONOrMYECKol Tepanmm ABAAETCA NOKa3aHNEM K Ha-
3HAYEHNIO HEMELMKAMEHTO3HbIX CMOCO6OB fleUYeHNA SNUNENCUN, OQHUM 13
KOTOPbIX ABNAETCA KeToreHHaa aneTa (KA) [6, 71.

3a NpaKTMYeCKn BEKOBYIO MCTOPUIO CBOEro nNprMeHeHus K 3apekomeH-
JoBana ceba Kak HafleXHbI, JOCTYMNHbIA 1 3PGEKTUBHBIA MeTo NedeHns
®P3 B ocobeHHOCTN Y AeTel [6, 7].

Knaccnueckas K — 310 neyebHoe nutaHme, nogpasymeBatoLiee COOTHO-
LIeHMe XMPOoB K cymme 6enkoB 1 yrnesofos 3:1 unm 4:1 [6, 7]. DHepreTnye-
CKaa NoTPebHOCTb PaCcCUMTbIBAETCA NCXOAA U3 BO3PACTHbIX MOTPebHOCTEN.
B psige cnyyaeB c Uenblo ycuneHusa KeToreHesa (nmpouecca BbipaboTKM Ke-
TOHOBbBIX T€/) PEKOMEHOBAHO CHIKEHME SHEPreTMYeCcKon CocTaBnatoLen
paumoHa o 70-90% o1 pekomeHayemol HopMmbl [6]. BeCb CyTOUHbIN paLMoH
pa3gendaeTca Ha 3—4 Nnpuema NULLKM, OANHAKOBbIX MO CBOEW SHEPreTUYECKON
LIeHHOCTM 1 COCTaBYy HYTPUEHTOB, BE€lb TOJIbKO Tak MOXHO 0OUTLCA paBHO-
MEPHbIX 1 CTabnNbHbIX Yncen KeToHeMUU. OCHOBHBIM UCTOYHMKOM INMNAO0B
B paLVOHe ABNATCA boraTtble X1paMn NPOAYKTbl XKUBOTHOTO 1 PacTUTENb-
HOrO MPOVCXOXAEHUSA: CBUHMHA, GapaHVHa, CMeTaHa, CJIMBKY, CJIMBOYHOE
Macno, pblba, AL, OIMBKOBOE U MOACOSTHEYHOE MAcsio, aBOKaAo, Opexu
1 T.4. [7]. HeoTbemnemyto 4acTb KETOF€HHOro paLoHa COCTaBAAIOT OBOLUHN,
TaKkue Kak 6poKKonu, uBeTHasA 1 6enokoyaHHaa KanycTa, MOMUA0PbI, Oryp-
Lbl, Kabauku, 6akna)kaHbl, CafKUA KPacHbIN 1 enTbi nepel [7]. Hanuune B
paLMoHe OBOLLHON COCTABNAOLLEN He TONbKO 06ecrneymBaeT YyBCTBO HaCbl-
LeHNs 1 BHOCUT OpraHosienTnyeckoe pasHoobpasue, HO 1 6rnaronpusaTHO
CKa3blBaeTCA Ha NULLEBAPEHIM B LLIENOM. B He6oMbLLIOM KONMUYecTBe B MEHIO
NPUCYTCTBYIOT Ce30HHbIe Arofbl U GPyKTbl. [TONHOCTbIO 13 paLMOHa UCKITIO-
YalTCA NPOAYKTbI, HACbILEHHbIe KpaxManoM Unu ObiCTpbIMU yrieBodamMm
(uncTbiMM caxapamm): KapTodesib, MaKapOHHble U3AeNVsA, KPynbl, MyyYHble
n3genus, KoHPeTbl, cnagkne Hanutky [7]. Mpy cocTaBNeHUN MEHIO YUUTbI-
BalOTCA NMLLeBan NepPeHOCUMOCTb M KyJIMHapHbIe NPeanoYTeHna naymeHTa.
[nAa npuroToBneHnA NUWK OTAAETCA NPefnoYTeHNe BapeHUNIO 1 TYLLIEHNIO,
no3BonALWMM 061erynTb NULEeBapeHne 1 yiydlwnTb YCBOEHNE pebeHKoM
HOBbIX MO CBOEMY XUMMNYECKOMY cOCTaBy 6ntog [7].

B TeueHne nocnegHnx gecATUNETUIN aKTUBHO BeAYTCA Hay4Hble nccne-
JOBAHUSA Ha CTblke MeAWLUUHbI, BMOXUMUM U GU3MONOrUN, NOCBALLEHHbIE
He TONbKO NprKnagHoMy npumeHeHuto K, Ho 1 nsyyeHuio pyHaameHTanb-
HbIX MeXaHN3MOB NPOTMBOCYAOPOXHOrO Aenctena K [8]. ismeHeHnsA B me-
Tabonusme Ha poHe KeToreHHON AneTbl UHIMOUPYIOT BONbTaXK-3aBUCMbIE
HaTpreBble U KanbLymeBble KaHanbl 1 akTusmpytoT FTAMK-epruyeckyto cncre-
My, TeM CaMbIM 3af1eNICTBYA TOUKM NPUIIOKEHUA NPAKTUYECKN BCEX N3BECT-
Hbix M3C [8-13]. Kpome 3TOro, KeToreHHaa AueTa BK/OYaeT SHOOreHHble
NPOTMBOCYLOPOXHbIe MeXaHU3Mbl, HenogsnacTHble MN3C: Bo3aencTBya Ha
MefneHHble ABYNOPOBble Kanuesble KaHanbl yTeukn n AQT-4yBCTBUTENbHbIE
Kanuesble KaHanbl K[ npnBOAUT K 3alMTHOM rMnepnonapmsaumnm Hempo-
Ha [8, 14, 15]. Takxe npoueccol, nexawme B ocHoBe K[, CHuXKatoT Bblpa-
60TKY 3HAOreHHbIX 6MONOrMYeCcKN aKTUBHbBIX COEAUHEHNI, YCUNNBAIOLWNX
06MeHHble MPOoLEeCcChl B HEMPOHAX U CHUXKAIOLWMUX NMOPOr Cy[OPOXKHOM
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rotoBHOCTYU [8, 16, 17]. laHHbIe, NOlyYeHHbIe B XOAe U3yYeHnsA ABYX OCHOB-
HbIX FMMNOTEe3, ONMUCHIBAOLMX MEXaHU3Mbl GOPMUPOBAHNA MEANKAMEHTO3-
HOW YCTOMUYMBOCTM NPU SNUENCUN, 8 UMEHHO TapreTHOW TeEopUK 1 Teopun
6esIKOB-NMepeHOCYNKOB, MO3BOMAIOT aPryMeHTMpoBaTb 3GpGEKTMBHOCTb
KA npu OP3: pasHoHanpaBneHHOCTb MexaHn3moB felncteua KU, peanusy-
IOLLMX CBOWN TepaneBTUYECKUA MOTeHUMan B 06xo4 MeXaHM3MOB MefmKa-
MEHTO3HOW PEe3NCTEHTHOCTK, NO3BONAET [OCTUYL TepaneBTUYEeCKOro pe-
3ynbTaTa TaMm, rge okasanacb 6eccunibHa Knaccmyeckasa MegmkameHTO3Has
Tepanua [18]. K[ cuutaetca 3$PeKTUBHbIM HEMEAUKAMEHTO3HbIM Cpef-
cTtBOM NeyeHns OPS, B TOM umncne ABNAOLWENCA CneacTBUEM reHeTUYeCcKkomn
natonorun [6, 8]. Knaccnuecknm npumMepom reHeTnyeckoro 3aboneBaHus,
conposoxgatowero OP3, ABNAETCA XOPOLLO U3YUYeHHbI 1 YacTo BCTpeya-
owmnca cnHgpom PetTa.

B LIEJIb NCCNEAOBAHUA

AHanus nepsoro onbiTa npumeHerna K[ npu OP3 y naymeHTa, ctpapa-
towero OP3, obycnoBneHHoM cMHgpomom PeTTa.

B MATEPWAJIbl W METO/LbI

Mop HabnogeHnem HaxoAmnach NauyeHTKa XeHCKOro nona B Bo3pacTe
nATY neT. AKyLIepCKnin aHamMHe3: poannach ot 3-i 6epemMeHHOCTI, BTOPbIX
POAOB B CPOK 284 AHA C Maccom 3 Kr, oueHKa no wkane Anrap — 8/9, aH-
TpornomeTpuyeckme AaHHble 6binv yaoBneTsoputesnbHble. o roga pebeHok
pa3BuBasICA B COOTBETCTBUM C BO3PACTHbIMM HOpMamu. B Bo3pacTte ogHoro
roga npou3soLLes NocTeneHHbIN perpecc B ICMXOMOTOPHOM Pa3BuTMK: pebe-
HOK MepecTan nos3aTtb, Nponan UHTepec K UrpyLlKam, nepectana rosopuTb,
3aTem NPUCOeAVHUNNCH CTePeoTUNHbIE ABMXKEHNA pyKamu. C TpexsieTHero
BO3pacTa Y NaLMeHTKN BO3HUKIN perynapHble CyfOPOXHble NPUCTYMbI, B
[laHHOe BpeMs — 3TO GoKaslbHble MOTOPHbIE NPUCTYIbI C TEHAEHLMEN K CTa-
TYCHOMY TeueHuto (B febtoTe 3aboneBaHuA H6bIM MUOKIOHNYECKIE NPUCTY-
nbl). ®DapmakoaHamHes HacumTbiBaeT [M3C nATY rpynn: npenapaTbl Basibnpo-
€BOWi KMCNOTbI, TONUPamart, neBeTnpaLieTam, TaMoTPUAXKIMH, KapbamasenuH.
MonHbIi BpeMEHHbIN KOHTPONb Haf npunagkamu 6o B AebtoTe 3abonea-
HMA, Ha GOHe MOHOTEpanuK BanbnpoaTamu, Mpuem J1aMmoTpUAXKMHa Bbi3Ban
arrpasauuio NPKUCTYMNOB, a AalnbHelillee NpYMeHeHne Pas3nnyHbIX KOMOMHa-
unii NM3C XOTb 1 yNyyLwano TeyeHne 3a60/1e€BaHNsA, HO He Bbl3bIBaNO JOJSIKHO-
ro TepaneBTUYeCKoro apdpekra.

Mpv rocnutanusauuy poauTeN NaUUEHTKN NpeabaABAAnN Xanobbl Ha
NPUCTYNbl MO TUMY TOHUYECKMX CMa3MOB, C MOBOPOTOM FOfIoBbl BNEBO, 6e3
HapyLUeHNA CO3HaHWA, ANINTENbHOCTb NpUCTyna okono 1,5-2,0 MuHYT (Mme-
nacb TeHAEHUMA K CTaTycHoMy TeueHuio). CyfopoXKHble MPUCTYMbl Crpynnu-
pOBaHbl MO BpeMeHU: y pebeHKa OTMeYaeTcs YepefoBaHe «MoXUX AHen»,
B TeUYeHVe KOTOPbIX YacToTa NapoOKCM3MOB JOCTUraeT 3-5 pas B CyTKU, 1 Npo-
MeXXyTKmM 6e3 npucTynos, anawmecs 4-5 gHein. O6palyanm Ha ceba BHUMaHne
HaBA3uYMBble NOBTOPAIOLMECA ABUKEHNA PYyKaMn 1 BPpefHasA NpuBbIUKa —
coceT nanbubl. OTmeyaetca 3MNPP: oTcyTCTBUE peyun n HaBbIKOB OMPATHOCTU.
Y pebeHka HeyBepeHHas LwaTKaa noxofKa. Takxke naumeHTKa 3aMeTHO OTCTa-
€T B $pU3MUYECKOM PasBUTUN: MUKpoLedanus, pocT 102 cM — 3 LeHTUAA 1 Ma-
Nbivi BeC 15,1 Kr — 3 ueHTunA (HM3Koe rapMoHUYHOe Gpr3NYECKoe pa3BuUTmHE).
MPT-gurarHocTKa ronoBHOro Mo3ra He BbifiBUMa CTPYKTYPHbIX U3MEHEHWIA.
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Hannume B aHaMHe3e «ayTWCTMUYECKOro perpeccar, XxapakTepHoro de-
HoTtuna, ®P3 n cneunduyecknx cTepeoTUnmii MO3BOANAN 3aNOA03PUTb Ha-
NnYme y NaumeHTKn cnHapomMa PetTa. [lnarHos 6bin noATBep»KAeH MOJeKy-
NAPHO-TeHeTUYEeCKUM MeTOAOM: BbiiBNeHa MyTauna reHa MECP2 c455C>G B
reTepo3nroTHOM COCTOSIHUN. LIeHHOCTb reHeTnYeckoro BepuduLpoBaHna
[VarHo3a 3ak/ovyaeTca B TOM, YTO, 3Has TOUYHDBIN AMArHO3, MOXHO COCTaBUTb
afieKBaTHbIN MMaH Tepanun 1 peabunmTaumy NauMeHTa, a Takxe caenatb
NPOrHO3 ANA poanTenet OTHOCUTENBHO PUCKOB, COMPAMKEHHbIX C JanbHel-
LINM AETOPOXKAEHNEM.

YuuntbiBaA MeAUKAMEHTO3HYIO Pe3UCTEHTHOCTb MPUMALKOB, Hanmuve y
NauneHTKN reHeTUYeCcKr MOLATBep)KAEeHHOro AMarHo3a, yaoBneTBopuTesb-
HbIX JaHHbIX MHCTPYMEHTasIbHbIX 06CneoBaHUN 1 NabopaTopHbIX Nccieno-
BaHWUI, CBUAETENbCTBYIOWMX O XOopoLlleM GYyHKLNOHNPOBAHNUM BHYTPEHHX
OpraHoB, Y MHPOPMUPOBAHHOTO COrNacUa PoauTeneit 6bl10 NPUHATO pelue-
HMe O Hayasie KEeTOreHHOW Tepanuu.

C yyactrem Bpaya-guetornora 6biia pa3paboTaHa MeH-packnagKka Ke-
TOreHHOro paLroHa B COOTHoLWeHMK 3:1, apanTUPOBaHHOIO Noj BO3pacT-
Hble NOTPEOHOCTM MaALMEHTKM (CHUXKEHME Kansopaka He MPUMEHSNOCH).
Mepexopn Ha K[ ocyliecTBnAncA B yCnoBuUAX CTalyoHapa, Mo CTyneH4aTon
cxeme (NoAo6HBIA MoAXo NO3BONAET YCKOPUTb JOCTUXKEHVE KeTo3a): nep-
BbIl IeHb HAUMHANCA C TONIOQHOW May3bl, ANAWENCA A0 NOABMEHNA KeTo-
HEeMUW/CHUXXEHNA YPOBHA TTIOKO3bl OO HWXKHEW rpaHuubl HOpMbl. [locne
naumneHTKa HauMHana npyem NuLK: B NepBblil AeHb 1/3 oT pa3paboTaHHOro
[NA Hee CyTOYHOrO MeHI0, BO BTOPOW fAeHb 1/2, B TpeTuin feHb 3/4 cooTBeT-
CTBEHHO. HaurHas ¢ yeTBepTOro AHA 1 B fanbHelnwem pebeHok nonyyan K[
B MOJIHOW CYyTOYHOW NOTPe6GHOCTH.

HabniogeHre 3a nauveHTom, nonyyaowmm K, cocTout 13 Tpex 3Tanos:
1) o6cnepgoBaHme C Lesnbio onpeaeneHnsa NokasaHuii n NpoTUBOMNOKa3aHuii K
nposegeHuto K, 2) ctaumoHapHbIv 3Tan nHuumaumm KA v 3) nocnegyowmn
ambynaTopHbIii. B TeueHre nepBbIxX Hefenb NPONCXOAMT Nepuog agantauum
K HOBOMY pPaLMOHy, UTO AiefniaeT 3TOT Nepuog BeCbMa HeMpoCTbIM AJiA opra-
HM3Ma naumeHTa. MpouncxoanT nepeksoUYeHne sHepPreTUYeckoro obMeHa ¢
YrNeBOAHOrO Ha IMMUAHbIV U COTNTaCHO HOBOMY MaKpOUMULHOMY paLoHY,
N3MEHSI0TCA XapaKTePUCTVKI XKenun 1 GepMeHTHbIN Npodunb NaHKpeaTn-
yeckoro coka. lMpouecchl aganTauny He NPOUCXOAAT MIHOBEHHO, MO3TOMY
C uenblo npefynpexaeHna pasBUTUA MMNOMNKEMUN U/UAK KeToaumnaosa
Ha NPOTAXeHUN nepuofa ajanTaunuym HeOOXOAUM eXeOHEBHbIN KOHTPOsb
YPOBHSA TNOKO3bl B KPOBM, KETOHEMUN 1 KETOHYpUW. KOHTpONb cofepa-
HUA TIIOKO3bl N KETOHOBbIX TNl B KPOBUW OCYyLLeCTBAAETCA poautenamm/
YXaXrBawoWUM NLAMU NMOCPEACTBOM TIIOKOMETPA C AOMONHUTENIbHOW
byHKUMEN n3mMepeHUs ypoBHA KeToHemuu. LleneBoil ypoBeHb KeToHemMuu
cocTaBnAeT 2-5 MMONb/n (ONacHbI ANA XXWU3HW YPOBEHb KeTOHeMun —
20 mmonb/n 1 6onee), yAOBNETBOPUTENbHbIV YPOBEHb MNKEMUW COCTaBAA-
et 3,3-5,5 mmonb/n. CopeprkaHrie KEeTOHOBbIX TNl B MOYe onpeaenaeTca Ka-
YeCTBEHHbIM METOAOM NPV MOMOLLM CeLmasnbHbIX TeCT-MOMOCOK, LieNieBoln
AnanasoH +++/++++. Bce napameTpbl onpefenaATca nepeq efown, KeToHe-
MUA OBa pa3 B CYTKY, MUKEMUA N KETOHYPUA TPY UK YeTbipe pasa B CyTKM,
B 3aBMCYMOCTUN OT KPAaTHOCTU NuTaHWA. Pe3ynbTaTbl U3MepPEeHMNn 3aHOCATCA
B CneunanbHo pa3paboTaHHbIN AHEBHUK, MO3BONALWMIA OLEHUTb AMHA-
MUKy rccneflyembix nokasatenei. Mpu JOCTMXKEHUN CTabubHbIX Yncen
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BbllLeyKa3aHHbIX NapaMeTpoB 1 xopollel nepeHocumocTn K/, B panbHeii-
LIeM MOHUTOPWHI KETOHEMWM 1 FIMKEMIM Npou3BoamnTca 1 pas B 3-5 gHei,
n3mMepeHmne KeToHypur — 1 pa3 B 2 AHA.

B PE3YJIbTATbI 1 OBCYXXOAEHNE

KnuHuko-anekTposHuedanorpadpuueckas xapakrepucrumka. 3a tpu
MecsAla, npepwecTsyowmnx Havany KO, pogutenamu 3apukcmposaHo ¢o-
KanbHbIX 56 MpucTynoB. HEOAHOKPATHO C NPOTMBOCYAOPOXKHOW LEenblo
BBOAMWICA AMasenam, Takxke ANnA KynupoBaHWA 3NMNenTUYecKoro craTyca
OblNla roCcNyTanu3aLus B OTANEHNE peaHMaLUn U MHTEHCUBHOW Tepanuu.
Ha 12-kaHanbHom 331 perncTprupoBanacb XxapaktepHasa ana cuHgpoma Pet-
Ta aNunenTMdopMHas akTMBHOCTb B BUAE BbICOKOAMMIUTYAHbIX BCrbIWEK
MeAJIEHHbIX BOJIH C BK/OUeHreM cnaiika, anddysHo ¢ nobHbIM npeobnapaa-
HMeM, 1 3aMeaJieHMeM OCHOBHOW akTMBHOCTHU (puc. 1).

Ha momeHT Hauvana K[ naumeHTKa nonyyana Tonnpamar, neBeTupaieram
1 KapbamasenviH, B Te4eHue gueTtotepanum fo3mposka MN3C He n3meHsAnach.

3a Tpy MecALa KeTOreHHOWM Tepanumn JOCTUTHYTa ciiefytowas nonoxKu-
TeNlbHaA AMHaMKMKa: YacToTa $GoKasbHbIX MOTOPHbIX NPUCTYMNOB CHU3WMACh
Ha 66% (oTMeyeHO 19 NPMCTYNOB), 3apermcTPMPOBaHO yny4lueHne Ha D3I —
CHU3WNCA MHAEKC SNUNenTUPOpPMHOI akTUBHOCTM Ha 50% (puc. 2).

[o Hauyana gnetoTepannn NPakTUYeCKN MoCie KaKgoro CygopoXKHOro
nNpUCTyna oTMeYanca TAXKeNbli BOCCTAaHOBUTENbHbIM nepuod, ANVBLINA-
Csl OKOJIO CYTOK: MaLMeHTKa Tepssa HaBblK NepeaBuXeHus, Obina Bsnaa 1
anaTnyHas. B gaHHoe Bpems B MOCTNPUCTYMHbIN Nepuog obliee cocTosaHme
pebeHKa NpakTUYeckn He cTpagaert. TakxKe CHM3MMacb NOTPe6HOCTb B BBE-
[eHVn fnasenama 1 He BO3HMKNa Heo6XOAUMOCTb B rocnuTanusauum B oT-
OeneHvie peaHMMaunun.
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Puc. 1. 33I-KapTyHa A0 Hayana KeTOreHHoOM AueTbl

«Hesponorusa n Hepoxupyprua. Boctounaa Espona», 2017, tom 7, N2 3 403




MprMeHeHVe KeToreHHOW ANEeTbI ANA neveHunn
dapmMaKope3nCTEHTHON 3nunencum y feten B Pecnybnuke benapycb: nepsbiit onbIT

/o -x

100:30:01 | 00:01:57 | Gowosan sanmce ~ | A | Macurraé: 15 wcB/uns - | Paseeprca: 30 aw/c ~ | OB 0,504 (032¢) | OH 00T | Pexexrop: Brn. | Montaxe |Longitudinales ECG |- a2 - @ oouss #

g oim o =3 ot o = Zor o e =
e[

e [

0205

»W‘M

MMWWWMM

i

W | 1
31011001 1010 e

| 1 | OFRE 700 T | Peeecrops Be. | Oparvrros 3 s nevare 5|

Puc. 2. 33I-KapTuHa yepes 3 mecsLja OT Hayana KeTOreHHOI AneTbl

OvHamuKa nokasateneil KETOHEMUU, MUKEeMUN N KETOHYypUMN Ha
doHe KeToreHHol gueTbl. B Hauane K[ 6binn 3HaumTenbHble KonebaHus
CpeAHeCcyTOUYHOro nokasaTtenid KETOHeMUW, KOTOpble CTabunM3npoBannch B
TeueHmMe Tpex Heaenb Ha ypoBHe 4 mmonb/n (puc. 3). Boixop 3a 6e3onacHble
npenenbl ana3oHa KETOHEMMN He OTMeYasicsi, 3HaUNTENbHbIX KonebaHui
rIMKeMUn 3aprKCMpPOBaHO He GbITO (MMEHHO C BbICOKOW KETOHEMMEN U HI3-
KM YPOBHEM COfIeP>KaHUA MTHOKO3bl B KPOBU Psifi aBTOPOB CBA3bIBAET 60J1b-
LUNHCTBO HeXKenaTenbHbIX peakuui, pernctprupyemol B Hayane KJ).

KoHueHTpauusi, MMOJIb/J1
w
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Puc. 3. lnHamnKa cpefjHeCyTOUHbIX YPOBHEN MUKeMUY I KeTOHEMUN B Te4YeHMe nepBbiX Tpex Hepenb K[
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Puc. 4. AinHammnKa cpejHeCyTOUYHbIX YPOBHE IMUKeMNN 1 KETOHEMUM B TeYeHNe nepBbiX Tpex mecsAues K[

Mocnegyownin AanbHENWNA MOHUTOPUHI BbIABUA CefyoLWylo AnHa-
MUKY KETOHeMUMW 1 TIMKEMUN: CPeHUI YPOBEHb 3a NepBblil MecAL, cocTa-
Bun 3,5 mmonb/n 1 4,9 mmonb/n, 3a BTopon — 2,6 mmonb/n n 5,4 mmonb/n,
2 MMonb/n 1 5,4 MMONb/N 3a TPETUI MecAL, COOTBETCTBEHHO (puc. 4). B Te-
yeHVe BCEro neprioaa AMeToTepanun YpoBeHb KETOHOBbIX TeJl B MoYe bl
B +++.

[JanbHelilwee CHMXeHVe CpefHEeCYTOYHOro YPOBHA KETOHeMUMN 1 POCT
FIMKEMUN MOXKHO O6BbACHUTb TeM $pakTOM, YTO 3a HECKONbKO MecALeB Au-
eToTepanun npomvsowna NosiHaa ajantauma opraHusMa naumeHTkn K KO
W, KaK cieficTBMe, BO3POC/a CKOPOCTb YTUIM3aLUN KETOHOBbLIX TeN 1 yCu-
JIMINCb NPOLIEeCChI MIOKOHeoreHesa. Henb3a UcKnioyaTtb 1 BUSHUE Ha UC-
cneflyemMble napaMeTpbl BO3MOXKHOIO HapylleHusa aneTtbl. CTOUT OTMETUTD,
UTO, HECMOTPA Ha TEHAEHUNMIO K CHVXEHWIO COAep»KaHNA KETOHOBbIX TeN B
KPOBW, KOHTPOSb HaA MPUCTYNamu yyuyLlaeTca, YTo NOATBEPXKAAIOT JaHHble
33T, NMpu Heo6XOAMMOCTY BO3MOXKEH NepecMoTp PaLMoHa B CTOPOHY 13Me-
HeHuA cooTHoweHuna K ¢ 3:1 kK 3,5:1 n Bbiwwe.

O6wee cocToAHMe 1 No6ouHble 3pPeKkTbl Ha poHe KA. Poautenn
NaLMeHTKM MONIOXNTENIbHO OLIeHMBAIOT nepBble pe3ynbTatbl K[ 1, Kpome
yNyuLleHnA KOHTPONA Haj Npunagkamy, oTMevatloT Hopmanmsauuio obLe-
ro coctoAHnA pebeHKa, MOTOPHbIX U KOTHUTUBHbIX GyHKUMIA. Ha ¢doHe
KeTOreHHOW AMeTbl MaumMeHTKa cTana akKTUBHee, YNnyudllunacb MOXOAKaA,
YaCTUYHO CHU3MOCh KOIMYECTBO XapaKTepHbIX AnA cuHgpoma PetTa cte-
PEOTUMHBIX ABVXXEHWUA pyKaMu, MOABWICSA NieneT, HOPManr3oBasnca 3mMo-
LMOHaNbHbIA GOH.

Mo6ouHble 3¢ deKTbl: B NepBble HU Tepanumn obpallanu Ha cebs BHU-
MaHMe COHNUBOCTb 1 CNaboCTb MauUMEeHTKM, MOMHOCTbIO KynyMpoBaBLLIMeCA
yepes HeCKOJbKO AHel nocsie nepexofa Ha NMOMHOLIEHHDbIN KETOFeHHbIN pa-
LMOH. Y nauMeHTKN He OTMEYaNioCb XapaKTePHbIX ANA nepuoaa Huymnauum
K[ no6ouHbIX 9 HEKTOB, TaKUE KaK MMMONNKEMUS U ANCMENCMYECKUE ABIe-
HMA: TOLWHOTA, PBOTa, Arapen N abAOMUHaNbHbIe KOMUKN.
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Pe3ynbraTbl 06L1ero aHanm3sa KpoBu, o6LLero aHann3a Moumn 1 6uoxmmm-
YeCcKoro aHasim3a KpoBu yepes Tpu Mecsua npuema K[ 66111 conocTaBrmbl
C pe3ynbTaTaMn aHaNOMMYHbIX UCCefOBaHWIA, BbIMOSIHEHHbIX A0 Hayana
KEeTOreHHOW Tepanuun,  Haxoaunncb B Npepenax Bo3pacTHom Hopmbl. CTaH-
faptHaa JKI He BbiABUIA U3MEHEHNIA MO CPAaBHEHMIO C NpeAblayLLen.

Cungpom Petta (RTT, MIM 312750) — nporpeccupytollee Hacnea-
cTBeHHOe 3aboneBaHme, oObIYHO CMopaAnYecKkoe, CBA3aHHOE C HapyLue-
HVEM Pa3BUTUA LIEeHTPaNIbHOM HepPBHOW cucTembl [19]. 3To pacnpocTpa-
HEHHbIN 1 COLMaNbHO 3HAYMMbIN FTeHETUYECKNI CUHAPOM, MPUBOAALMNIA K
perpeccy NCMXOMOTOPHOrO Pa3BUTUA, ayTU3MY U YMCTBEHHOM OTCTaNoCTH
1 HepeaKo — K pa3BuTuto anunencum [19]. PacnpocTpaHeHHOCTb AaHHOTO
cnHgpoma coctasndaet 1:10 000 - 1:15 000 cpean geBoyek, y MaibunKkoB
BCTpeyaeTca KpanHe peako [19]. MpofomKnTenbHOCTb XU3HW Bapbupy-
eT: HeKOTopble NauneHTbl yMUPaoT B 4eTCKOM W IOHOLLECKOM BO3pacTe,
apyrvie poxusatot fo 20-30 net n 6onee [19]. BnepBble aHHbIN CMHAPOM
6bin onucaH AHgpeacom Pettom B 1960 . y iIeBOYEK C perpeccom ncmxu-
YeCKOro pasBuUTUA, ayTUYHbIM NOBeAEeHNEM, YTPATOM LeneHanpaBieHHbIX
OeNCTBUI 1 NOABNEHNEM CTEPEOTUMHbIX ABVMKEHUN B BUAE «CKMMAHUA
pyk». B 1983 r. 3a6oneBaHue 6bino BbifeNeHO B OTAENbHYO HO30M0rnYe-
CKYI0 eMHALY M Ha3BaHO B YeCTb CBOEro NepBOOTKpbIBaTeNA CUHAPO-
mom PeTTa.

B 1988 r. BcemmpHas accoumauuma no nlyyeHuto cuHapoma Petrta coop-
MynupoBana 9 06A3aTenbHbIX AMArHOCTUYECKUX KpUTepueB ANA BblsBhe-
HUA 3aboneBaHuna, 8 JONONHUTENbHBLIX U 7 nckmovatowmx [19, 20]. K oba-
3aTeNbHbIM ANArHOCTUYECKM KPUTEPUAM OTHOCAT: HOPMalibHOe pa3BuTue
B MpeHaTaslbHOM 1 MepuHaTasibHOM Mepuofe [0 Hayana 3aboneBaHus;
HOPMaJIbHOE MCYXOMOTOPHOE pa3BuTME B NepBble 6 MeCALEB »KU3HW; HOP-
ManbHasA OKPY»KHOCTb rOfI0Bbl MPY POXKAEHNN; YMEHbLUEHMEe TEMMNOB poCTa
ronosbl Mexay 5 mecauamu 1 4 rogamu; notepa NPUobpeTeHHbIX HaBbIKOB
LenieHanpaBneHHbIX ABUKEHUI PyK B BO3pacTe 6-18 mecALeB; BblpaXeH-
Hble HapyleHna GOPMNPOBAHNA SKCMPECCUBHON 1 PeLEenTUBHOW pedn 1
HannyMe OYeBUAHOrO MCMXOMOTOPHOrO perpecca; CTepeoTUrHble ABUKe-
HUA pyK (NOTUpaHWe, NOXOMbIBaHNE, NOCTYKMBaHUE, COCaHMe NasnbLeB U
Ap.), BO3HUKLUME Mocne yTpaTbl LeneHanpaBfieHHbIX ABUKEHWI; MPU3HaKM
anpakcum 1 atakcum mexgy 1 n 4 rogamu »KU3HW; yCTaHOBNEHWe npeamno-
NOXUTENbHOIO AnarHosa mexgy 2 u 5 rogamu xunsHm [19, 20]. JononHu-
TeNibHble AUarHOCTMYecKMe KpuTeprumn cMHApomMa PeTTa BKtovatloT B cebA
OblxaTeNlbHble PacCTPONCTBA: Nepuognyeckne NpUCTynbl anHOd BO BpemA
604pPCTBOBAHUS, rMNepBeHTUNALNA, GOPCMPOBAHHOE U3rHaHWe BO3fyXa 1
CIIOHbI; CYyAOPOKHbIE NPUCTYMbI; CNACTUYHOCTb, YaCTO COYeTaloLWAACA C ANC-
TOHMEN 1 aTpodueln mbiwl; neprdepuyeckrie BasoMOTOPHbIE PacCTPON-
CTBa; CKONMO3; 3aflep)KKa POCTa; MasnieHbKmMe CTYMHW; 3neKTposHuedano-
rpaduryeckune nsmeHeHna [19, 20]. K ncknoyaowmm KpUTepram OTHOCATCA:
BHYTPUYTPOOHAnA 3aflepKKa POoCTa; OpraHoOMeranua unu gpyrue npusHaku
6onesHeil HaKoMMeHWs; PeTUHONaTUs UMK aTPOdUs ANCKOB 3PUTENbHBIX
HepBOB; MUKpoLuedanus Npu poxaeHWM; NeprHaTanbHO NpUobpeTeHHoe
noBpexxaeHre MOo3ra; Hanmuve naeHTMGULMPOBAHHOIO MeTabonmnyeckoro
WM APYroro NporpeccrpyioLiero HeBponiornyeckoro 3abonesaHus; Npro6-
peTeHHble HEBPOOrMYecKre HapyLLUEHUA B pe3ynbTaTe TAXKeNoNn MHGeKLUmm
WSIN YepernHo-MOo3roBoii Tpasmbl [19, 20].
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[nAa cnHppoma PeTTa xapakTepHO CTaguinHoe TeyeHue. BoigenaioT 4 no-
CNlefoBaTeNbHO CMEHALMX ApYr Apyra ctagun 3abonesaHusa [21]. Mep-
BaA CTafMA HOCUT Ha3BaHMe «ayTUCTUYECKUI perpecc»: B Bo3pacTe oT 6 o
18 mecAuUeB MPOMCXOOUT OCTAaHOBKA NMCUXOMOTOPHOIO Pas3BUTUA, 3amep-
NIATCA TeMn pocTa ronosbl [21]. BTopas ctagus — «ObICTPOro perpecca» —
B BO3pacTe oT 1,5 40 3 neT noABNAETCA perpecc pa3BmTrA C NoTepen LieneHa-
npasBneHHbIX ABUKEHUI PYKaMy, KOTOPble 3aMeHATCA CTepeoTUNMAMK, Ha-
NMOMUHAIOLWUMM «MbITbe PYK», <MOTUPaHKEe pyKa 06 pyKy», nepuoguueckoe
JoTparmBaHue pykow fo pta u obnusbiBaHue [21]. TpeTbs cTagus — «nce.-
JocCTaumoHapHasa» — OT 3 Ao 8 IeT: COCTOAHNE JOCTUraeT TAXKEeNI0N YMCTBEH-
HOW OTCTaNOCTV C ayTU3MOM M Ha BPeMsA nepecTaeT nporpeccnposatb [21].
Ha aToln cTagnn BO3MOXHO nNpuobpeTeHme HaBblKOB COLMaNibHOro obuie-
HWA, pa3BUTNE peun, yBennyeHne aBuratesibHoOM akTUBHOCTU. B 3To Bpems
06bIYHO MaHVbecTMpYeT anunencus. YeTBepTasa CTagua — «no3aHUX 4BUra-
TeNbHbIX HapPYLUEeHWI» — HabnogaeTca nocse 8-neTHero BO3pacTa, NPoABA-
ACb HapacTaHMeM ABUraTe/IbHbIX PAaCcCTPONCTB [21].

CTOMT OTMETUTb, YTO KNMHMYECKMe NPOoABeHNA cMHapoma PeTTta ua-
CTUYHO CXOXM C KapTUHOW PasfiNyHbIX reHeTUYeCKnX 3aboneBaHunn, Taknx
Kak CMHAPOM AHrefibMaHa, NO3TOMY reHeTuyeckoe obcnefoBaHve ABNAeT-
Cs1 OOLEeNPUHATBIM MUPOBbLIM CTAHAAPTOM B IMArHOCTHKe cCuHApomMa PeTTa.
B 1999 r. 6b110 AOKa3aHO, YTO pPa3BMTME CUHAPOMA CBA3AHO C MyTaUMaMA
reHa MECP2, pacrnonoxeHHOro Ha ANMHHOM nieye XpOMOCOMbl X B yyacT-
Ke Xq28, kogupytouiero metun-CpG-ceasbiBatowmii 6enok 2 (MeCP2), koto-
PbI UFrPaeT KOYEBYIO POJIb B PEryNALUM aKTUBHOCTM FEHOB LIeHTPaibHOMN
HepBHOW cucTembl [22]. MyTaummn AaHHOro reHa obHapyxmBatotca y 70-85%
naumneHToB ¢ cuHApoMom PetTa. CaMble pacnpoCTpaHeHHble MyTaLun reHa
MECP2: R160W, R133C, T158M, R168X, R255X, R270X, R294X, R306C [22].
MopasnatLee 6ONbLINHCTBO NALMEHTOB C CMHAPOMOM PeTTa AeBOUKM, T.K.
JaHHoe 3aboneBaHue ABNAETCA X-CLEMNIEHHbIM U NPOABNAETCA B reTepo3u-
rOTHOM COCTOAHMM. V3-3a NnpoLiecca MHaKTUBaLMm X-XPOMOCOMbI B XKEHCKOM
opraHu3me 50% KNneTok nmeeT HOpMasbHYI0 CTPYKTypy reHa MECP2 u, Kak
cnefcTBre, HopMmanbHoe GYHKUMOHMpPoBaHMe mMeTun-CpG-CcBA3bIBalOLLEro
6enka 2. OcTaBLanAcA NonoBUHA KNeTok ¢ gedekTHbiM reHom MECP2 pas-
BMBAeTCA HenpaBWIbHO 1 MPUBOAUT K Pa3BUTUIO KIIMHUYECKON KapTUHbI
cmHapoma PeTTa. Y My»CKOro opraHusma Kapuotumn 46 XY n myTaumsa reHa
MECP2 aBnaeTcAa netanbHol: 60OMbWNHCTBO MIOAOB MNornbaet BHYTpU-
yTpo6HO. OnuncaHbl ClyyYan Knaccmyeckoro cMHapomMa PeTTa y ManbumKoB ¢
cuHppomom KnaHdenbrepa 47 XXY [22]. Hanvnuve fononHUTENbHOW Xpo-
MOCOMbI, Hecylleln nHdopmaymio 0 NpaBuIIbHOW CTPYKType reHa MECP2,
obycnaBnmBaeT TeuyeHne CMHAPOMaA PeTTa y ManbumKkoB, aHanornyHo 6ob-
HbIM eBOYKaM.

SnunencuAa BcTpeyaetca y 70-75% naumeHToB € cMHApomom PetTa,
B CpefHeM BO3pacT AebtoTa anunencun coctaBnaeT 4 roga [23, 24]. Xapak-
TEPHO CoyeTaHne pasHbIX TUMOB MPUCTYMNOB: reHepan30BaHHble TOHUKO-
KnoHuueckue (70%), dokanbHble MOTOpHbIe (60%), TOHWYECKE MPUCTYMbI,
MUWOKIOHMYECK/e NPUCTYMbI, aTUMNYHble aBCaHCbl, aTOHMYECKMe NPUCTYMbl
1 anunenTuyeckun cratyc [23, 24]. [inAa sanunencun npu crHapome Pet-
Ta XapakTepHO TaxKenoe dapMakopesnCTeHTHOe TeueHue, a OTCYyTCTBUE
[OJIXKHOTO KOHTPONA HaA NpUnagkaMuy 3HaUUTENIbHO CHUPKaeT GU3NYeCKuii,
MEHTaNbHbI U PeabuNNTaLMOHHbIN NOoTeHUMan pebeHKa M HeraTuBHO
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BNMAET Ha KauecTBO »KM3HU MaLMeHTa 1 yxakusalowmx nuu. B cuny Toro,
YTO y 60MBLIMHCTBA NALMEHTOB, CTPAZALWMX CUHAPOMOM PeTTa, oTMevaeT-
Cs pedpaKTEPHOCTb CYyAOPOr K NMPOBOAUMON MeAUKAMEHTO3HOI Tepanuu,
MexayHapofHas rpynna, uccnefyroLlan KeTOreHHyto aueTy, pekomeHayet
KA kak cpefncTtBo Bblibopa Ansa neyeHvs OPD y naymeHToB ¢ cMHApomom Pet-
Ta [6, 25]. OgHO 13 NepBbIX NCCNe[0BaHNIA, MOCBALEHHbIX OLIeHKe BINAHUA
KA Ha TeueHne OP3 y feTei, cTpapatonx CMHAPOMOM PeTTa, BbIABMIIO, UYTO
y yeTblpex M3 NATW NauueHTOB AMeToTepanusa No3BOMWIa CHU3UTb YMCNIO
npucTynoB Ha 50% u 6onee, Takke OTMEYANocCh ynyylleHne NOBEAEHUs 1
KOTHUTMBHbIX GYHKLUMIA [26]. AHaNOrMUHbIN NONOXUTENbHbIN pe3ynbTaT Ke-
TOreHHOW Tepanuu B BUAE YCUNEHUA KOHTPONA HaA NpUnagkamm u ynyuie-
HMA O6LLero COCTOAHMA NaLMeHTOB HaXOAUT CBOe OTpa)eHue B HayuHbIX
nybnukaumax paga 3apybexHbix aBTopos [27-29].

B 3AKJTIOYEHUE

Cob6cTBeHHbIN onblT npumeHenusa KO ana neyenna OPD y pebeHKa,
ABNALENca NposBieHMeM cuHApomMa PeTTa, cBuaeTenbCcTByeT 06 addek-
TUBHOCTVM 1 GONblIOM TepaneBTMYECKOM MoTeHUuane metopa. [epsble
pe3ynbTaTbl KETOreHHOW Tepanuy MoKasaan XOPOoLyl MepeHOCMMOCTb 1
OTCYTCTBUE ABHbIX MOBOYHbIX 3pdeKToB. [lanbHelluan pa3paboTka 1 BHe-
ApeHre KeToreHHon Tepanuu B Pecnybnvike Benapycb no3BoauT ynyywmnts
OKasaHvie MeanLMHCKON MoMoLmM AeTaMm, cTpagaowmm OP3, B Tom uncne n
06YCNIOBNEHHON reHeTUYECKON NaToNIorne.
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