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Beepenue: [vncaputMus npOSIBMSETCS  XaOTWYHBbIMM ~ HECWHXPOHHBIMW  CMaiikamMu C  BbICOKOW — aMnauTygon,
NPeNMyLLEeCTBEHHO C MEIEHHO-BOTHOBON aKTUBHOCTLH. [laHHbIN 3nekTposHuedanorpaduyecknii naTTepH Bnepable Bbin
OTMeYeH cpeay 6OrbLIOrO KOMMYECTBA MAUMEHTOB C MHGAHTUIBHBIMM Crasvami. Tpuaga CUMNTOMOB: MHGaHTUIbHbIE
cnasmbl, 3afepkka NCMXOMOTOPHOMO Pa3BUTUSt M TUNCAPUTMKS HA dneKkTposHLUedanorpadun Obina HasBaHa CUHAPOMOM
Becra, KOTOpbIi MMEET MocTeneHHoe pasBuTUE, Kak Yy 3[4OpOBbIX AETeit, Tak U Ha (POHE MCUXOMOTOPHOM 3afepKi.
CuHapom BecTa 0THOCUTCA K TSKENbIM BapuaHTaM 3nunenTuyeckux 3abonesaHni eTen BBUAY CNOXKHON TepaneBTU4ECKOM
TaKTUKM M HapYLIEHHOTO YMCTBEHHOTO passuTus. OnpegeneHne 3TMOMOMMYECKMX MPUYMH M PaHHWUX AMArHOCTUYECKMX
MpU3HaKoB cnocobCTBYET Bonee TOYHOMY NPOrHO3y 1 BbIOOPY Tepaniu.

Llenb: npoaHanuanpoBath 1 c1cTeEMaT3NpoBaTh NybnukaLmy, MOCBALLEHHbIE BOMPOCaM M3YYEHUs STUONOMM 11 PaHHUX
AMarHoCTUYeCKuUX Npu3HakoB cuHapoma Becrta.

CrpaTterusi noucka: nouck nurepatypbl Bbin OCyLWecTBReH B 3nekTpoHHbIX 6a3ax PubMed, The Cochrane library,
Google Scholar u e-library no kntoyeBbiM cnosam (cuHapom Becta, aeTckuit Cnasm, CUHAPOM MHMAHTMILHBIX CMA3MOB,
9NeKTpo3HLUedbanorpadus, aNUENTUYECKME CnasMbl, MPOTHO3, PeLManB NpucTyna, AeTu, Tepanus). PenesaHTHble paboThl,
OTpaxatoLme xapakTepucTuki Npobnembl BbInv NPUHATLI ANs onucaHus B 063ope.

PesynbTatbl: B HayyHoil nuTepaType Hapsigy C AMArHO30M «CWHAPOM BecTa» MpUMEHSIOTCA Takue TepMUHbI, Kak
WHaHTUNBHBIE CNa3Mbl UK SNUMENnTUYeckue cnambl. 3a nocnegHne rogbl GbINK JOCTUMHYTHI 3HAUMTENbHBIE YCNEXW BO
BCEX 3HaYNMbIX 1 MeHee PacnpoCTPaHEHHbIX acrnekTax JaHHOro paccTpPONCTBa, BKIOYAs €ro HOMEHKNaTypy, aTMONorui,
CBA3aHHbIE TeHeTUYecKMe (hakTopbl, pasHooBbpasne KIMHWUYECKUX MPWU3HAKOB W CIOXHbIE (PEHOTMMbI, a Takke MeTogbl
neveHuss u nporHo3. CuHAopom Becta xapakTepusyeTcsi COYETaHWEM KMacTepHblX CMasMoB, UNCapUTMUM  Ha
3NeKTpoaHLedarnorpaMme 1 NCUXOMOTOPHOrO perpecca. Tepanuio cneayeT HauMHaTb Kak MOXHO CKOpee Mocne BbiSBNEeHUs
[VMarHo3a, B 0CODEHHOCTH B MIafieHYeCKOM BO3pacTe, Ans AOCTUKEHUS MAKCUMaTbHOTO KOHTPOSS MPUCTYNOB 1 YyYLIEHMS
OTAANEHHbIX UCXOJ0B.

BbiBoabI: [Npegukropamu HebnaronpuaTHOrO 1cxoda cuHapoma Becta MOXHO CuMTaTb: CTPYKTYPHYIO M TEHETUYECKYHO
chopmy 3aboneBaHnsi, HeOHaTanbHble CyLOPOrM, HamMuMe 3NWUNENTUOPMHON aKTUBHOCTW Ha SNEKTPO3HLEedanorpaduy,
HapyLLeHWe HepPBHO-NCUXUYECKOrO Pa3BUTUA W HanNW4Me OT 04aroBOM NaTonorMu 40 CNasMoB, HanU4yMe Apyrix NpUCTYnoB
KpOMe Crna3MOB, COXpaHeHWe 3NUNenTUPOPMHOIA aKTUBHOCTU B ANHAMUKE, He3(h(EKTUBHOCTb Tepanuu Nepeoi MUHWK.

Knroyeenie criosa: cuHdpom Becma, 0emcekuli cna3m, CUHOPOM UHGhaHMUbHBIX CNa3Moe, 31ekmposHueghanoepagus,
anumenmuyeckue cna3mbi, NPO2HO3, peyudus npucmyna.

Abstract
VESTA SYNDROME: ETIOLOGY AND EARLY

DIAGNOSTIC SIGNS. LITERATURE REVIEW

Bibigul A. Abdygalyk1, https://orcid.org/0000-0001-8171-6112
Nazira A. Zharkinbekova?, https://orcid.org/0000-0002-5069-1562
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Introduction: Hypsarrhythmia is manifested by chaotic asynchronous spikes with a high amplitude, mainly with slow-

wave activity. This electroencephalographic pattern was first noted among a large number of patients with infantile spasms.

157


https://orcid.org/0000-0001-8171-6112
https://orcid.org/0000-0002-5069-1562
https://orcid.org/0000-0001-8171-6112
https://orcid.org/0000-0002-5069-1562

Reviews Science & Healthcare, 2022 (Vol. 24) 1

The triad of symptoms: infantile spasms, delayed psychomotor development and hypsarrhythmia on electroencephalography
was called West syndrome, which has a gradual development both in healthy children and against the background of
psychomotor delay. West's syndrome is a severe variant of epileptic diseases in children due to complex therapeutic tactics
and impaired mental development. Determination of etiological causes and early diagnostic signs contributes to a more
accurate prognosis and choice of therapy.

Objective: analyze and systematize publications devoted to the study of the etiology and early diagnostic signs of West
syndrome.

Results: In the scientific literature, along with the diagnosis of West syndrome, terms such as infantile spasms or
epileptic spasms are used. In recent years, significant advances have been made in all significant and less common aspects
of the disorder, including its nomenclature, etiology, associated genetic factors, clinical diversity and complex phenotypes, as
well as treatment and prognosis. West syndrome is characterized by a combination of cluster spasms, hypsarrhythmia on an
electroencephalogram, and psychomotor regression. Treatment should be started as soon as possible after diagnosis,
especially during infancy, to maximize seizure control and improve long-term outcomes.

Conclusions: Predictors of an unfavorable outcome of West syndrome can be considered: the structural and genetic
form of the disease, neonatal seizures, the presence of epileptiform activity on electroencephalography, impaired
neuropsychic development and the presence of focal pathology before spasms, the presence of seizures other than spasms,
persistence of epileptiform activity in dynamics, ineffectiveness of the first therapy lines.

Key words: West syndrome, infantile spasm, infantile spasm syndrome, electroencephalography, epileptic spasms,
prognosis, seizure recurrence.

Tyninpgeme
BECT CUHAOPOMbI: 3TUOJIOMMNACDI XKXOHE EPTE
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L «KOCXM» KasakctaHabik MeanumnHa YHuBepcuTteTi, Anmathbl Kanacsl, KazakctaH Pecnybnukacbil;
2 OHrycTik KasakcTtaH MeguumHa Akagemusicbl, Anmathl Kanacbl, KaszakctaH Pecnybnukachl;
Kasak MeguuuHanbik Y3gikcis Binim Bepy YHuBepcuTteTi, AnmaTbl Kanachbl, KaszakctaH Pecny6nukachi;
Meanatpusa FbiNbIMU-3epTTEey UHCTUTYTbI, Peceit yNTTbIK FbiNbIMUM MeguuuHanblk yHuBepcuteTi. H.U.
MuporoB, ncuxoHeBponorus xaHe anunentonorus kacdeapacsl, Mackey K., Pecen ®eaepauuscol.

Kipicne: Mmncapntmuns xofapbl aMnamTyganbl XaoTUkanblK CUHXPOHAbI EMEC CnalkTapMeH, HerisiHeH 6asy TONKbIHAbIK
OencenginikneH kepiHeai. byn anekTposHuedanorpadusnblk Genri (naTTepH) anfaw peT MHaHTUMbAi cnasmbl Gap
naumMeHTTEpAiH kenwinirivge 6aiikanabl. CuMATOMAAPABIH, YLWTiM: WHAHTUNLAI ThIpbICYNap, NCUXOMOTOPILIK AaMydblH
TEXenyi XoHe anekTpoaHuedanorpadmsanarsl runcaputMns BecT cuHapombl gen atangel, on cay Oananapga Aa,
ncuxoMoTopnbiK Texenyi 6ap Gananapga ga GipTiHoen gamwabl. BecT cuHopoMbl-Dyn Kypaeni Tepanusnblk TakTukara
XOHe aKbIN-oi JamybiHbiH Oy3binybiHa OannaHbICTbl BananapabiH SNUNenTukanbikK aypynapblHbiH, ayblp HyCKanapblHa
Xatagbl. dTvonorusanbik cebenTep MeH epTe AMArHOCTMKanblK Oenrinepai aHbiKTay TepanusHbl ganipek bomkayFa xoHe
TaHgayFa MymkiHgik Gepeai.

XyMbICTbIH MaKcaTbl: BECT CUHAPOMBIHBIH, 3TUONOMUSICHI MEH €PTe AMarHOCTMKanNbIK BenrinepiH 3epTTeyre apHarnFaH
GacbinbiMaapabl Tangay XaHe xyieney.

CrpaterusinbiK i3peHic: agebuetTepai isgey PubMed, Cochrane library, Google Scholar xaHe e-library anektpoHabl
GasanapbiHga kyprisingi  (Becta cuHgpombl, GamanapgblH  Cna3mbl, HOpECTENiK  KypbiCynap  CMHOPOMBbI,
anekTposHuedanorpadus, snunenTukanblK Kypeicynap, OGomkam, yCTamaHblH Kautanauybl, Ganmamap, Tepanus).
MaceneHiH cunaTtamanapblH KOpCETETIH TUICTI XyMbICTap Lonyaa cunatTay YLiH KabbingaHabl.

Hoatnxeci: foinbimm apebuettepae "BecT cuHOpoMbl" auarHo3bIMeH KaTap MHaHTUNbAI cnasmpap Hemece
anunenTuKanblK cna3maap CUsiKTbl TepMuHOep KongaHbinaabl. COHfbl Kbingapbl Oyn OysbinbiCThiH 6apnblk MaHbI3Ab
XOHe a3 Kes[eceTiH acnekTinepi, OHbIH HOMEHKNaTypackl, 3TMONOrMsChl, OaiinaHbICTbI reHeTUKanbIK  aktopnap,
KnuHWKanblK OenrinepaiH, opTypniniri xaHe Kypaeni deHOTUNTEP, emaey xoHe Gomkay CUAKTbI MaHbI3Obl KeTiCTikTepre
Kon XeTkisindi. BecT cuHApOMbI KnacTepnik cnasmpapAblH, 3neKkTposHuedanorpaMmagarbl TMNCapUTMUSHbIH, XoHe
NCUXOMOTOPNbIK PErpeccusiHblH, yineciMiMeH cunatTtanafbl. TepanusHbl AvarHo3fbl aHblKTaFaHHaH KemiH, acipece
HopecTe KkediHeH b6acTan, ycTamanapgsl 6apbiHla Gakpinayra xaHe y3aK MepsiMai HOTKeNepai XakcapTyFa KoM XeTKisy
Kepex.

KopbITbiHAbINap: Bect CuMHAPOMbIHBIH, KOMaichbli3 HaTWXECH Oomkaywbinap gen caHayFa 6onagbl: aypygbiH
KYPbIbIMAbIK XSHe reHeTukanbIK opmackl, HeoHaTanbbl Kypbicynap, anekTposHuedanorpadusaa anunentudopmansIk
BenceHnainiktiH, bonybl, Helponcuxukanblk 4amyablH, Oy3binybl XeHe Kypbicynapra AeiiH hoKyCTbIK NaTonorusiHbIH, 6onysl,
KypbicynapgaH 6acka 6acka yctamanapgsiH 6onybl, AnHamMukaga anunentudopmansik 6enceHainikTii caktanybl, GipiHLi
KaTapAarbl TepanusHblH, TUiMCi3giri.

Tyuindi  ce3dep: Becm  cuHOpombi,  6ananaplbiH  KypbiCybl, — HOpecmesnik  Kypbicy — CUHOPOMbI,
anekmposHyeghanoepagus, anunenmukanbiK Kypbicynap, 6omkam, ycmamaHbiH KalmanaHyb.
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Beepenue

B cBoeit Hay4HoM paboTe, onybrMKoBaHHO! B XypHarne
«Lancet» B 1841 rogy W.J.West BnepBble aaeT onucaque
WH(AHTUMBHBIX CNa3MoB, KOTOPLIMU CTpagan ero CbiH. Emy
yOanocb akLeHTMpOBaTb BHWMAHWE Ha HENpepbIBHOM
nporpeccupoBaHuu, 0COBEHHO B MCUXOMOTOPHOW Cdepe
[76]. PaHee 3aboneBaHWe CUMTANOCh HEU3NEYMMbIM [0
MOMEHTa  OTKPbITUA  JEWCTBMA  Ha  MpUCTYMbl
aZpeHOKOPTUKOTPONHOrO ropMoHa. I'uncaputmust (hypsi — ¢
FPEeYecKoro «BbICOKMIAY, a arrythmia — «oTCyTCTBME pUTMAn)
NPOSIBNAETCS XaOTUYHBIMU HECUHXPOHHBIMW CMankamn ¢
BbICOKOW aMNAMTYAON, NPEUMYLLECTBEHHO C MEAEHHO-
BOMTHOBOW aKTMBHOCTBH. [aHHbIN
anekTpo3HLUedanorpaduyeckuii NaTTepH, Bnepable Obin
OTMeYeH cpeas BOMbLIOrO KOMMYeCTBa MaLMEHTOB C
WHaHTUNBHBIMKA  cna3vamu ewe B 1950-x rogax [6].
Hanee, cnycta 10 neT wu3ydeHus, Takyl Tpuagy
CUMNTOMOB, KaK WHMaHTUMbHbIE CnasMbl, 3afdepxka
NCUXOMOTOPHOTO ~ PasBUTUA U TUNCApUTMUA  Ha
anekTposHuedanorpacgouu  (33)  pewunu  HasbiBaTh
cuHgpomom Becta [24]. BobisBneHue y4acTkoB nOpaxeHus
rOrI0BHOMO mo3ra npu (DYHKLIMOHANLHON
HelMpoBM3yanuW3auMM  MPUBENO K AOMOMHUTENbHOMY
M3yyeHnio  popMbl  ANunencuu,  kotopas  paHee
onpefensanacb kak reHepanusoBaHHas [12]. OueHka
3 (PEKTUBHOCTH npUMeHeHuns BurabatpuHa 7
MONOXMTENbHBIA Pe3ynbTaT B AWHAMUKE NeYeHus panu
HOBbIA CTApT B MW3y4yeHUM U Tepanuu NaLMEHTOB C
cuHgpomom Becta [11], [28]. B 1984 rogy S.Ohtahara B
cBoel paboTe oxapakTepu3oBan passuTHe W B3aUMOCBA3b
Tpex  opM  INUNEnTUYeCKUX  SHuedhanonatun B
3aBMCMMOCTW OT BO3pacTa: paHHAs  anunenTuyeckas
SHuecbanonatns — cuHapoMm Becta, a 3aTem CuHApOM
NeHHokca-lacto [53]. CuHapom Becta, nposiBnsiowmiics
TpUaZoi NpU3HAKoB, MMEET MOCTENEHHOE pasBuUTUe, C
BO3MOXHOCTBIO MOSIBMEHUS MEPBbIX CUMMTOMOB Kak Y
300pOBbLIX JeTeN, Tak U Ha POHE NMCUXOMOTOPHON 3aAEPXKKM
[2].

CuHopom Becra Takke W3BECTEH KaK MH(AHTUMbHbIE
cnasmbl (MC), n 310 BO3pacTHOe pacCTPOMCTBO, KOTOpOE
06bI4HO BO3HMKAET B TEYEHME NEPBOTO FOAA XKU3HM C MUKOM
Mexay 4 u 7 Mecsauamn. HekoTopble criyyan BO3HUKAKOT B
BospactTe g0 14 neT, O 4YeMm CBUAETEMNLCTBYET
MexnyHapogHas nura npotus anunencuu (ILAE), kotopas
LEMOHCTPUPYET, 4YTO COCTOSIHUE He OrpaHuyuBaeTcs
nepBbIM roaoM Xm3Hu. 3aboneBaemocTb BCTpeyaeTcs B 2—
5 cnyyaes Ha 10 000 HOBOPOXAEHHBIX, MpUYeM yallue
Bonetor manbunkn [5], [79], [61]. Cnasmbl sBnsioTCs

OCHOBHbIM KIMHUYECKUM NPU3HAKOM AAHHOTO COCTOSIHUS.
Cnaambl — 3TO BHe3arHble 1 KOPOTKME COKPALLEHNS MbILLL
e, TYNoBULA W KOHEYHOCTEN, KOTOpble MPOMCXOAAT B
pasHoe BpeMsi, OT goneit cekyHabl Ao 1-2 c. Cna3smbl
00bl4HO  BO3HMKAKOT —rpynnamn 1 konebnwTcs  OT
HEeCKOMnbKUX A0 COTeH B TeyeHue 1 aHs. Cnasmbl YacTo
BO3HMKAOT MpW NPOBYXOEHUN WNM 3acbinaHun. PbiBkK
00bl4HO  crubaTenbHble, HO  Takke  MOryT  ObiTb
pasrnbaTtenbHbIMM N cMellaHHbiMM. Cnasmam uHorga
NpeawecTsyeT nnay WNM KUK, M OHM  MHOrOa
accouumpyeTcs C ApYIMMUA  KIMHUYECKUMU  SIBREHUSMU,
TakKUMKM Kak LnaHo3, OneaHOCTb, OTKMOHEHWE rna3 u
M3MEHEHWE YaCTOThI AbIXaHWs UNK cepaeyHoro putMa [79],
[77], [48].

CuHgpom BecTa oTHOCUTCS K TsKenbIM BapuaHTam
anunenTuyecknx 3aboneBaHWn [eTen BBWUAY CROXHON
TepaneBTUYECKON TaKTUKM " 3Ha4NTENbHOro
HEeNpONCUXMYEeCKoro perpecca. Onpepenenue
STUOMOTMYECKMX MPUYMH M PaHHWUX  OWarHOCTUYECKUX
Npu3HakoB cnocobcTByeT Oornee TOYHOMY MPOTHO3y U

BbIbOpY Tepanuu.

Llenb: npoaHanu3MpoBatb W CMCTEMATWU3MPOBATH
nybnukauum,  MOCBAILYEHHbIE ~ BOMPOCaM  W3yYeHWsl
3TMOMOTMM U PaHHUX  OMArHOCTUYECKUX  MPU3HAKOB
cuHapoma Becra.

Crtpateruss noucka. [lomck nutepatypbl  6bin
OCyWeCTBMEH B 3nekTpoHHblx 6asax PubMed, The

Cochrane library, Google Scholar u e-library no knouesbim
cnoeam (cuHgpom Becrta, [peTckuit cnasm, CUMHOPOM
MHGAHTUMBHBLIX cna3moB, J3I, aNUNEenTUYECcKUe Cnasmbl,
NporHo3, peuuaus npuctyna, AeTW, Tepanus). [nybuHa
noucka coctasuna 10 neT, ogHaKo AN XapaKTepucTuKu
9BOIIOLMM AMArHOCTUKM BbinK B3sTbI U Bonee OTAaneHHbIe
patbl uHaekcauun. OcHoBHas nuTepatypa Habupanach 3a
nepuog ¢ 1919 no 2020 rr, 3a WCKNKOYEHWEM cCTaTen,
XapaKTepuayoLLMX 3BOMIOLMI0 AMATHOCTUKA. PeneBaHTHble
paboTbl, OTpaXarLlme XapakTepucTuku npobnembl Obinu
MPUHSATBI 41151 ONnCaHns B 0030pe.

MCTOYHMKM 0TOGMpanMcb B COOTBETCTBMM C 6a3oBbiM
KOHTEKCTOM MCCNeaoBaHus. [penmyLLecTBO 0TAaBanoch
nybnukaunsm B peLeH3vpyeMbix u3faHusx. Ha nepsom
atane 6bin oTOBpaH obLWMn MaccuB cTaTel, U3 KOTOpOro
Obinn - oTcunbTPOBaHbl  Haubonee  noaxogslwme Mo
KMKOYEBbLIM CMOBAM W KOHTEKCTY.

Kpumepuu eknto4eHus:; 0T4eTbl 0 paHLOMU3NPOBAHHBIX
W KOTOPTHBIX WCCNEAOBaHMsX, NPOBEAEHHbIX HA OOMbLINX
nonynsumusx, nNOnHble Bepcun  CTaTel, AuccepTauum,
MPOTOKOSIbI AMATHOCTUKN HA PYCCKOM M aHTIUIACKOM S3blKax
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C  OTKpbITbIM  goctynom.  [Mouck
OCYLLIECTBIANCS MO KMOYEBbIM CI0BaM.
Kpumepusmu uckmiodeHus cTaTbl, aBTopedepatsl u
Hay4Hble NyGnuKaLyMM, ONUChIBAOLLME €AMHUYHBIE Cyyan,
pestome [OKNaAoB, NiYHble COOBLIEeHNs 1 Teauckl. B xone

WHhopmauum

noucka OblMM  MCMONMb30BaHbI  CrEAyKLWME  MOUCKOBbIE
3anpocbl:  cMHApOM Becta, AeTtckuit  cnasm, CUHOPOM
MHGAHTUMNBHBLIX cna3moBs, A3I, aNUNenTUYeckne cnasmbl,
NporHo3, peLnans NpucTyna, 4eTu, Tepanus.

Tema vccnenoBaHUs BbIMOMHEHA B paMKkax MpOeKTa

novcka Obino HalgeHo 151 WUCTOYHMK, M3 KOTOPbIX AN [OKTOPCKOM auccepTaumm no OfHOMMEHHOMY
bonee nogpobHoro uM3yuyeHWss Obino  0TOOpaHO M HampaBNEHWIO.
npoaHanuauposaHo 80 wuctouHukoB (PucyHok 1). [Ons
MonHoTeKkcTOBbIE Ny6NMKaLMKM, OPUTMHANBHbIE UCCNEA0BAHMA:
Cochrane Library Google Scholar Pud Med Ciberleninka
24 craren 43 craren 65 craren 19 crareii
CoOTBETCTBOBANMN KPUTEPUAM BKIIOYEHUS:
Cochrane Library Google Scholar Pud Med Ciberleninka
5 cTatent 21 cTatbfl 46 crtaTei 8 crareit

PucyHok 1. Mounck n oT60op nUTepaTypHbLIX MCTOYHWKOB ANA aHanu3a no cuuapomy Becra ¢ 1979 no 2020 rr.

Pe3ynbTaThbl ccnepoBaHus n obeyxaeHue

3Bontouuns usyveHna cuHapoma Becta

B HayyHOM nuTepaTtype, a Takke B KIMHUYECKOW
npakTMke Hapsgy C [AuarHosom «cuHapom Becrtan
MPUMEHSIOTCA TaKne TEPMMHBI, KaK MHQAHTUMbHBIE CNa3Mbl
(WC) B cooTBeTCTBMM C HaMbONEE 3HAUUMBIM KITMHUYECKUM
cobbiTem, u anunentuyeckue cnasmbl (3C), Tak Kak
[aHHOE  pacCTPOMCTBO  MOXET HayaTbCi W BHe
mrageHveckoro Bo3pacta [13], [66].

TepmuHbl  cuHgpom Becta n UC  otHocaTtes K
KnaccuyeckMm 1 MO-NPEeXHEMy 4acTo LWTUPYIOTCS B
nutepatype. TepmuH OC 6Obin BkmtoveH B obuee
onpefeneHne «CUHAPOMA MHPaHTUNBHBIX cnasmosy (UC),
MOCKOMbKY  pasnuuHble  TWMbl  npuctynos, 33
0CODEHHOCTW pasBUTUS UMEKOT TEHAEHLUMIO MPOMCXOANTb
BCe BMeCTe 1 ofHoBpeMeHHo [41], [22].

WC oTHocMTCS K rpynne «paHHUX SMUMENTUYECKNX
SHUedbanonatuiny,  XapaKTEPU3YIOWMXCA  TSKENMbIMMU,
NeKapCTBEHHO-YCTONYMBBLIMI 3NUNENTUYECKUMM
paccTpoicTBaMM C HayanoMm B paHHEM Bo3pacTe,
CBA3AHHBIMA  CO  CTOMKAMM  aHomanuamu 33 u
KOrHWUTMBHBIMU AedeKTamu.

Mo onpegeneHwo, B 3TOW rpynne paccTPoOMNCTB
cypoporv camu no cebe MOryT BHOCUTb BKNag, MOMUMO
MPUYNHHO-CNEACTBEHHBIX CBSA3EW, B MPOrpeccupoBaHue
LepebpanbHon auctyHkumm [22, 64, 44, 8]. WkTanbHbli
eHoTMN  SBNSIeTCS  pesynbTaToM  KNeTouHoro  /
MOMEKYNSAPHOTO Kackafa, KOTOpbIiA, B CBOK 04epefnb,
OTBEYAET 3a aHOManuu pPa3BUTUS HEPBHOM CUCTEMbI.
Takke, B nuTepaType €CTb [aHHble O CyLlEeCTBOBaHUM
MKTanbHOro heHomeHa 6e3 cBsi3aHHbIX aHomanui 3 [9].
B pspe wccnepoBaHuid TepMuHbl — cuHApom Becra,
WHAHTUMbHBIE  CMa3sMbl, SMNUNENTUYECKME CMasMbl U
CMHOPOM  WHMAHTMMBHBIX — CMA3MOB  MO-TPEXHEMY
MCMONb3YHTCS Kak B3aMMO3aMeHsIEMbIE.
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3a nocnegHve rogbl ObIMM JOCTUMHYTEI 3HAYMTENBHBIE
YCMEXM BO BCEX 3HAYUMbIX W MEHee pacrpoCTpPaHEHHbIX
acnektax  [aHHOrO  pacCTpOMCTBa,  BKMYas  ero
HOMEHKNATypy, 9TWOMOTMI0, CBSA3AHHBIE TEHETUYECKUE
(bakTopbl, pasHoobpasMe KIMHUYECKUX MPU3HAKOB U
CNOXHble (heHOTUMbI, @ TakKe METOAbI IEYEHNUS N NPOrHO3
[44, 8, 9].

Mo pasHbiM  OUEHKaM, WH(aHTUMbHBIE  CMA3Mbl
BCTpeyaetcs npumepHo B 0,249 cnyyaes Ha 1000
XuBopoxaeHui [35] ¢ obLuel pacnpocTpaHeHHOCTbIO 1 Ha
10 000 geten B Bo3pacte 10 net [43], [18]. Yucno geten,
CTpajalwmx AaHHbIM  3a00oneBaHMeM, OTHOCUTENbHO
MOCTOSHHO MO [aHHbIM MOMYNSLMOHHBIX WCCNELOBAHMIA
[35]. Oba mona noaBepeHbl OTHOCUTENbHO OAMHAKOBO
noaBepxeHbl  3ab0MneBaHMIO, OfHAKO psif  aBTOPOB,
OTMEYaET He3HAUYUTENBHOE NpeobnagaHne Myxckoro nona
B rpynne naumeHToB.

C nepeoHayanbHO ObinK  KnaccuuUMpOBaHb!  Kak
MamonaTuyeckie, KPUMTOTEHHbIE WM CUMNTOMATUYECKMe Ha
OCHOBaHMM KIMHNYECKOM OLeHku. epeas u BTOpas rpynnbl
BKIIOYAKOT MAUMEHTOB C HOPMambHbIM W HapYLUEHHbIM
HEBPOSOTMYECKMM  Pa3BUTUEM,  COOTBETCTBEHHO, A0
MOSIBNIEHUS CUMMTOMOB 1 6e3 YCTAHOBMNEHHON NpUYnHLL. B
MOCINESHIOK rPyNNy BXOZAT AETU C HApYLLEHNEM Pa3BUTUS W
MpW3HaHHOM aTonormen [23].

HekoTopble ~ Cryyanm  CUHTETUYECKM JEnsaTcs  Ha
CKPUMTOTEHHBIE» W «CUMNTOMATMYECKMe». Kommceus no
knaccucpukaumm - TepmuHonorun ILAE B 2010 rogy
3aMEHMNa «KPUMTOTEHHBIE» U «CUMMTOMATUYECKME» Ha
«KPUNTOTEHHBIE» W «CUMMTOMATUYECKME» TEHETUYECKME,
CTPYKTYPHble, MeTabonmyeckme 1 HeW3BECTHbIE 3TMONOMM
[48].

Ponb reHeTHKM Kak aTuonornyeckoro aktropa

Mo paHHbiM LE. Scheffer et al. [64], GONbLUMHCTBO
reHoB,  yuactBytowmux B WC,  [emoHCTpupytoT
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TEHOTUMMYECKYI0 TeTEePOreHHOCTb, Kak 310 MpOMCXOOMT C
ApyrimMm HEBPONOTUYECKMMM paccTpocTBamm.
eHeTMYeCKas NpeapacnonoXeHHOCTL BbidbiBaTh MC Gbina
BblasuHyTa O.Dulac et al. [19] u K. Hemminki et al. [33], Ha
OCHOBaHWM HabnKOeHus, 4TO BEpPOATHOCTb Hanmuma MC
noBbILWanach B CEMbSX, B KOTOPbIX Apyrie YneHbl BObinm
3aTPOHYTbI 3NUMENTUYECKUMI Mpunagkamu. [eHeTnyeckas
npeapacnonoxeHHocts B cnyyasx WC noprsepxaaetcs
Takke cooblweHuamm o6 WUC y 6nusHeuos. B aTtom
oTHoweHun L. Pavone et al. [55] Bnepsble onucanu
BO3HWKHOBeHMe WC y MOHO3WrOTHbIX Onn3Heuos, y
KOTOPbIX CUMMTOMbI Hayanucb B TEYEHWE KOPOTKOrO
NPOMEXYTKa BPEMEHM (HECKOMBKO YacoB) Apyr OT Apyra.

MopoBHble pesynbTathl Obinn  3admkcupoBaHbl  G.
Coppola et al. [15] B Tpex He3aBUCUMbIX rpynnax
MOHO3WrOTHbIX GNW3HELOB: B Kaxaoi rpynne 6nusHeLos
aNUNenTUYECKIe CnasMbl BO3HUKANW B OQWH W TOT Xe [eHb,
B TEYEHME HECKOMbKMX 4YacoB Mexay GnmsHeuamu. 3ToT
(hEHOMEH TPYAHO OBBACHWTL: BO3MOXHO, YTO CBSA3AHHOE CO
BpEMEHEM,  MPEeABapUTENbHO  3anporpaMMMPOBaHHOE
MoneKynspHoe / KNeTo4YHoe cobbiThe MOXET [eNCTBOBATD,
Bbi3biBas y [aHHOTO YernoBeka Havano u obuiee
BO3HWKHOBEHWE CMasmoB, 4TO B HEKOTOPOW CTEMeHu
NMOXOXe Ha 3anporpamMMWUpOBaHHbIE SIBMEHUS anonTosa 1
knetouHoro passutus [55], [56]. [pyroe, BepoOSITHO,
LOMOMHUTENBHOE 0OBACHEHNE MOXKET 3aKM4aThCs B TOM,
YTO TPUITEPbI OKPYXKatoLEei cpeabl OGHOBPEMEHHO BMMSIOT
Ha TEHETUYECKU MPEApacronoXEHHbIX MOHO3MIOTHbIX
BrmsHeLoB [56].

HenocpeacTeeHHoe yuactue reHoB B atuonorim MC
ObIno cBs3aHo ¢ 0bHapyxeHreM MyTaLuin reHa romeobokca
(ARX1), u reHa umKknMH-3aBUCUMON KuHasbl 5 (CDKLD5),
NoKanM30BaHHbIX B 061acTu Xp22 XxpoMOCOMbI YENOBEKa, Y
NaLMeHTOB CO CMOXHbIMA (PEHOTMNAMM MOPOKOB Pa3BUTUS
m UC u 3C [43], [56], [54]. O pgBa reHa LWMPOKO
9KCMPECCUPYIOTCA B FOMOBHOM MO3re Mnoga, U Ux ponb B
passuTMM  Mo3ra  ybeguTenbHo  fdokasaHa  [41],
[56,54,37,74,29,75,20].

B ob3ope A.R.Paciorkowski et al. [54], myTaum B
reHax, He CBA3aHHbIX C X XPOMOCOMOW, BKMOYas
PAFAH1B1 / LIS1, DCX 1 TUBA1A, Takxe 4acto cBsi3aHbl
¢ UC [56]. 31u reHbl akcnpeccupytotcs B MAMK-epriyeckix
WHTEPHENPOHAX, W MX MyTauunW paccMaTpuBatoTCs Kak
npsMas npuymHa WC, BTOPUYHBIX MO  OTHOLIEHMO K
Pa3pyLLEHWI0  HEMPOHanMbHbIX  KNETOK BO  Bpems
ambpuorenesa [8], [54], [29].

HenasHue wccnenoBaHus pacluvMpuni CrEKTp FEHOB,
cBA3aHHbIX ¢ MC, 3a cyeT BknoveHus mytauuin 8 WDR45
[47], [49], KCNQ2 R198Q [46], SLC1A4 (BapuaHT) [14],
RARS2 [52], UBA5 [16], IARS2 [67], reHbl hCDKL5 [34] u
PHACTR1 [32]. WUccnegosanue KoropTbl U3 56 KuTamckux
cement ¢ VC, BbisiBUNo 17 HOBbIX reHoB-kaHauagaTos UC:
ATP2A2, CD99L2, CLCN6, CYFIP1, CYFIP2, GNBH1,
GPT2, HUWE 1, KMT2D, MYO18A, NOS3, RYR2, RYR1,
RYR1 RYRS, TAF1, TECTA n UBA [58].

[HononHutenbHble NPUYMHHBIE haKTOPbI

CTpYKTypHble HapyLWeHWsi FONIOBHOrO MO3ra

K CTpyKTypHbIM  aHOMamnusim  TONOBHOTO — MO3ra,
ABNSIOLWMMCA XOPOLIO WM3BECTHbIMM npuimHamn AC n 3C
OTHOCATCS:  NUCCaHUedanusi,  okanbHas — KopkoBas
aucnnasus,  NonuMuKporupuarugpaHsHuedamus  [51] w
remumeranaHuedanus. Tem He MeHee, AaHHbIE NaTonorum

TakKe SBMAKTCA TEHETUYECKM accoLMMpoBaHHbIMK. Tak,
Hanpumep, reHsl PAFAH1B1 / LIS1 un DCX, cBs3aHbl ¢
Knaccuyeckon nuccaHuedanuei, no-BuguMomy, CBs3aHbl 1
¢ WC npumepHo y 80% nopaxeHHbIX OeTei.
l'eTepoanroTHas MyTauwms de novo reHa KIF2A, Takxke 6bina
onncaHa y pebeHka C NMCCaHUedanuen, 3amepxKon
pasgutus u WC [70]. Mpu 3TOM, HegaBHO 6bino
oBHapyxeHo, uto y pebeHka ¢ UC 1 nepnBeHTPUKyNSpHON
Y3MoBOi  retepoTonuer Obina Takke OOHapyxeHa
HecbanaHcUpoBaHHasi ~ XpOMOCOMHas  TpaHCchokaumst
3p26.2-10p15.1 n gynnukaums 6922.31 [36]. EcTb Takke
[aHHble, YTO Yy [eTel C HOBOW TOMO3WrOTHOM HOHCEHC-
myTaumeit B reHe B3GALNT2 Obinu  obHapyxeHbl
KNWHUYECKNe npu3Hakamu, COBMECTUMblE C AMarHo3om
cuHopoma  Yokepa-Bapbypra, WIC u  HeitpoceHCopHOM
Tyroyxoctu [3].

CnoxHble CUHAPOMbI NOPOKOB Pa3BUTUS

CuHgpombl  [layHa,  Mannuctepa-Kunnuana
Bunbsmca-bépeHa uacto accouyumposanuce ¢ WC. Mo
faHHbiM - S. Tapp et al. [69], pacnpocTpaHEHHOCTb
3NUNEeNTUYECKUX MPUCTYNOB Y MaLMEHTOB C CHUHAPOMOM
HayHa konebnetcs ot 1 go 13%: cpeau AaHHOM rpynnbl OT
6% 0o 32% 310 naumeHTsl ¢ MC.

Mosanumsm npu  TETPACOMWW  XPOMOCOMbI  12p
SIBNSIETCA OCHOBHOW MpUYMHOA cuHgpoMa [lannuctepa-
Knnnuava: 'y mopaxeHHbIX nauueHToB Habniogaetcs
NUrMeHTaLMs Koxu, GutemnopanbHass anoneumsi, rpyboe
NMLO,  JNWMENnTUYeCKMe  MpWUNagkM W YMCTBEHHas
oTcTanoctb. [lpumeyatensHo, 4TO y 9TUX MNALMEHTOB
HabnogaeTcs nosgHui 3C [10].

CvHgpom  Bunbsvca-bépeHa (CBB) cBsisaH ¢
XPOMOCOMHOM  MUKpOAENeuMen,  nposiBRsLencs B
XapakTepHbIX 4epTax Nuua W npobnemax C cepauem,
CBAA3aHHbIX C yMCTBEeHHOW oTctanocTblo. C.R. Marshall et
al. [45] B cBoen pabote coobwmnm o nauueHte ¢ CBb ¢
MC, vmetowmm B reHeTYeCkOM TecTe GomblUyo Aeneuuto
Ha xpomocome 7q11.23-921.11, Bkntoyatowyto reH MAGI2.

BpoxzaeHHble HapylweHWs o6MeHa BellecTB

OeHunketonypus  (PKY) — ato  BpOXAEHHOE
HapylueHne obmeHa BeLLecTB, BbI3BaHHOE MyTaLWen reHa,
Kogupytowero  depMeHT  dbeHMnanaHuHiapoKeunasy
(PAT), koTOpbIN NPeBpaLLaeT aMUHOKACIOTY (heHUnanaHuH
B TUPO3WH W pYrie KOMMOHEHTbI. B JOCKPUHWMHIOBYIO 3MoXy
3aboneBaemocTb (heHunkeToHypueln gocturana 1 Ha 5000
HOBOPOXZIEHHBIX 1 XapakTepu3oBanach runonurMeHTaumen
KOXMW, TSXEeNon 3afepxkod passutus U Cygoporamu,
Bkniovas WC. Y  HemeyeHHblX NauMeHToB Tsxenas
MO3roBast JEMUENMHW3ALMS 1 aHOMaM CEPOro BeLLeCTBa
SBNAOTCS NPUYMHON TSXENon LepebpanbHo
HepocTaToyHoCcTH. Pefdkuit, Ho Oonee TsbKenbId MOATMM
OKY - ato 3abormesaHue, CBA3aHHOe C OeduUUTOM
TeTparugpobuonTeprHa (BH4), KochepmeHTa
NPOMEXYTOYHOr0 0OMeHa apoMaTMYeckux aMMHOKMCHOT. Y
HemneyeHHbIX MaLMEHTOB C AaHHOM NaToNoMen JOCTaToMHO
4acTo eCTb COMYTCTBYIOLLME CUMMTOMbI 3a4EPXKKU Pa3BUTUS
n anunenTuyeckux npuctynos Tuna UC [26].

PaHHWe BpoXaeHHble HapyLeHns metabonuama moryT
nposiensitect C B KayecTBe NepBOrO  MPOSIBIIEHUS.
M.T.Alrifai et al. [5] B rpynne u3 80 petem c WC
3aperucTpupoBanM  auarHo3  HelpomeTabonmyeckux
pacctpoiictB y 10 (12,5%): B CTPYKType OTMEYanuch Takue
COCTOSHUS, KaK STUNMaNOHMKaLMaypus,
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HEKEeTOTUXMMEPrMUUMHeMUs:  (Bbi3BaHHas reHom GCSH),

rMnepuHcynuHemMmyeckas rUNornuKeMus (HHF17),
HapyLLeHus OyHKLWK KOPOTKOLIEMOYEYHOro
auunkodepmeHTa A peduuut  gernaporeHassl

(accoummpoBaHHbIii ¢ reHom ACADS), necdmumt kodaktopa
monnbaeHa (noatunsl MOCSH), Bbi3BaHHbIN HapyLLEHNEM
B reHe SLC22A5 u HeoHaTanmbHas MMOTMMKEMUS,
BTOPWUYHAS MO OTHOLUEHWKO K MMMONMUTYMUTapuamy (MoLTvN
CPHD15). UC Tarke MOryT BbITb KIMMHNYECKUM NPU3HAKOM
y [peTeil ¢ rMUUMHOBOM 3HUedanonatuen (Bbl3BaHHOM
HapyweHusmu B reHax GLDC u GCST); DEND (3agepxka
pasBUTUS, ANUNENCUs, HEOHaTanbHbIN AnabeT, BbI3BaHHbIN
reHom KCNJ 11); meTunmanoHukauuoypus (Bbl3BaHHas
reHom MUT), 6onesHb Moum kneHOBOro cupona (Bbl3BaHHas
reHamn BCKDHA, BCKDHB, DBT u DLD) » nponuoHoBas
auuaoemus (BbissaHHas reHamm PCCA n PCCB).

Coobwanoce Takke o6 WC 'y petem ¢
HelpogereHepaTUBHbIMM  PAcCTPOMCTBAMKM,  BKMKOYas
neikogucTpodmio rnobouaHbix knetok, 6onesHb Kpabbe
(BbisBaHHyl0  reHom GALC) wn  6ornesHb MeHkeca
(BbisBaHHyl0 reHom ATP7A) [30, 68, 65]. Pegkve
3aboneBaHus, cBssaHHble ¢ WC, Takke BKknKOYaloT
LiepebpOTEHANHHBIN  KCAaHTOMATO3 (BbI3bIBAEMbIA  [EHOM
CYP27A1) [27]; pedmuut TpaHcnopTa rmokossl 1
(BbI3BaHHLIN MyTaumaMn B 3k3oHe 9 rena SLC2A1) [40];
HapyLLeHWsl rnuko3unupoBanust [59] (Bbl3BaHHbIE rEHaMu
ALG1,6,11: nogtunbl CDG n CDG 1x).

CrenyeT OTMETWTb, TaKke NMPULOKCUH-3aBMCUMAS
anunencus (MO3) MoXeT NPosBNATLECA PA3NMUHBIMK TUMAMN
TSKENbIX MPUNaAKoB, NapuManbHbIX M reHepann3oBaHHbIX
MpUNagKoB, aTOHWYECKUX W MMOKMOHWYECKUX NPUMagKoB,
CYAOpOXHOro anunenTyeckoro ctatyca u UC [71], [57].

OTBeT Ha Tepanuio, Kak OAVH M3 NPEeAUKTOPOB

Takum obpasom, cuHapom Becta umm B nutepatype
TaKkke MOryT BCTpeyaTbCsl Takue onpegenexuns, kak AC nnn
OC 9710 BO3paCTHas anunenTuyeckas dHUedanonaTus
MITaAEHYECTBA, XapaKTEPU3YIOLLAAC  3NWMENTUYECKAMM
cnasmamu crubatenbHoro /  pasrubatenbHoro  Tuna,
KoTopble OObIMHO BO3HWKAKOT Kractepam, rMncapuTMuent
Ha 3l n 3agepxKoi Unu perpeccom pa3sntus. Kak bbino
OnMCaHo Bbille, 3abornesaHne YacTo MMEET reHeTUYecKku-
accouUMMpOoBaHHY0 3TUOMOMNIO, Hapsgy CO CTPYKTYPHOM
naTonoruei LEeHTpanbHOM HEPBHOW CUCTEMbI. Tepanuio
crefyeT HauMHaTb Kak MOXHO CKOpee Mocre BbISBMNEHUS
CnasMoB B MIafeHYeckOM BO3pacTe [N MakCUMarbHO
ObICTPOrO AOCTUXKEHUSI KOHTPONS MPUCTYMOB U YNyYLLEHNs
OTHaneHHbIX pe3ynbTaToB 3abonesaHus.

Ha ocHOBe Hay4yHO OBOCHOBaHHbIX MPaKTUHECKMX
peKOMeHZauWA C MofHbIM  0630poM  nuTEpaTypbl  Ha
CETOAHSILIHNNA JeHb cunTaeTcs, yTo
afpeHoKOPTUKOTPONHbIN  ropmoH  (AKTT) w  BurabaTpuu
SBNAOTCA €OWHCTBEHHbIMM MpenapaTtamu C [oKasaHHOM
3(PEKTUBHOCTLIO ANS NEYEHNS NEPBOA NUHUN CHHAPOMA
Becta [44], [26]. OgHako AONrocpouYHble MCCneaoBaHus
MOKa3sbIBalOT, YTO Yy 3HAYUTENBHOTO YMCNa MaLlMeHTOB,
npuHumaswmx  AKTT  wmm  BurabatpuH, Habnioganuch
PeLMamBLI 3NUMENTUYECKUX CMA3MOB UMK pasBuTUE LPYruX
npucTynos [44].

B npeabigywux uccnenoBaHusix Takke C€oobLlanoch
kak 06 MHOMBMOyanbHbIX (haKTOpax NaLWeHToB, Tak W O
napameTpax I€YeHWs, KOTOpble, MO-BUAMMOMY, Takke
BAMSIKOT Ha MPOTHO3 Pa3BUTUS HEPBHOW CCTEMbI M CyAOpOT.

Xotd 9TM  wuccregoBaHus  gamM MPOTMBOPEYMBbIE
pesynbTathl [50, 62, 4, 39, 27, 42, 31], cywecTtByeT obulee
MHEHWe, YTO UCX0odbl B HaUboMbLLeln CTENEHN 3aBUCAT OT
OCHOBHbIX ~ 3aboneeaHmit 1 MoryT  ObiTb  6onee
OraronpusiTHBIMM ~ NpU  KPUMTOTEHHOW  3TMONOMMK
3abonesaHus. PaHHee pacno3HaBaHue 1 ObICTpoe neveHne
MOrYT YNYYWWTb WCXOObl Y HEKOTOPbIX MaLMEHTOB,
0COBEHHO Y NaLMEHTOB C KPUNTOreHHbIM CUHAPOMOM BecTa
[26], [39].

MporHocTnueckue npusHakn A

[ToMAMO,  MEpeyMCieHHbIX  Bbille  MPM3HAKOB
BO3MOXHbIE MPOTHOCTUYECKWNE WHAMKATOPbI, CBA3aHHbIE C
BraronpusTHLIM  MPOrHO30M,  BKIKOYAKT  HOpPMAarnbHoOe
passuTME 00  Hayana  AnuMenTUYeckMx  CnasMmos,
HOpManbHble pesynbTathbl BM3yanuanpyoLmx
“ccrefoBaHWi, OTCYTCTBME APYrMX TUMOB Cydopor U
YCTON4MBLI OTBET Ha Tepanuio 6e3 peuuansos [60].
BOMbLIMHCTBO ~ AETCKMX  HEBPONOrOB  CHATAKT,  YTO
adekTMBHOE  neyeHne  cuHgpoma Becta  gomxHO
NPUBOANUTL KaK K NMPEKpaLeHno 3nunenTuyecknx cnasmos,
Tak M K paspeleHuo runcaputmum Ha 3l OpHako
MPOTHOCTUYECKOE ~ 3HayeHue pesynbratoB I3 ans
KOHTPONS  3NWMEnTMYecKkMx  cnasmoB  popMarbHO
OL|eHMBArOCh NNLLb B HECKOMbKWX paboTax [80].

TunnyHbiM natTepHoM 331 NpU GAHHON MATONOTMM
SIBNAETCA runcapuTMus, Kotopyto Mb6c onpegenun kak
XaOTWYECKYI0O M [e30praHn3oBaHHylo  6asanbHyio
aKTMBHOCTb C ME/JIEHHBIMU BOMHAMM BbICOKOW aMniuTyabl
W oKanbHbIMM MW  MYNbTU(OKANbHBIMY - BCMNECKaMY,
KOTOPbIE SBMSKOTCH ACUHXPOHHBIMU U HEPUTMUYHBIMK [45].
luncaputmust  0ObIMHO BO3HMKAeT BO BpeMs CHa C
MeANeHHbIM [ABWKEHWEM [Ma3 W Wc4Ye3aeT BO Bpems
fogpcToBaHMs, cHa C ObICTPbIM ABWXEHWEM [fia3 W
cnasma.

OueHka Q03I, 6e3ycrnoBHO, BaxHa AN AWArHOCTUKM
MC, npu Tom, Jaxe B Tex cryyasx, rae rancaputMus MoxeT
otcytcTBoBath. R.N.Caraballo et al. [9] npoaHanuanposanu
16 nauweHToB C Krmactepamu CMasMoB U OTMETMNU
hokanbHble cnanku Ha cemu O3, ABYCTOPOHHWME Cranki
WNW Cnayky 1 BOMHbI B 4BYX MyIbTUdOKambHbIX craikax Ha
natm O3l M HopManbHble pesynbTatbl Ha AByx OOl
HopmanbHast O3l uckniovaeT AuarHo3 cuHapoma Becta
[21].

CrnepyeT Takke OTMETUTb, YTO 3aJepkKka HEPBHOrO
pasBUTUS WUrpaeT BaXHY POMfb B MNEYEHUN CUHOPOMA
Becra. 3Ta 3agepkka cuMTaeTCA CTPOTUM KpUTEPUEM
AVArHOCTUKA U BaXXHOW KOHEYHON TOYKOM ANst AOCTUKEHMS
XopoLuero pesynbrarta. [auueHTbl 06bI4HO AEMOHCTPUPYIOT

COOTBETCTBYIOLLYIO  MCUXOMOTOPHYK  OTCTANOCTb,  HO
HekoTopble ~ Gomee  nerkve  OpMbl  COXPaHSIOT
OnpefieneHHble  KOTHWTWBHbIE — mpocunn.  3apepkka

pasBUTMS MOXET NMPUCYTCTBOBAaTb A0, BO BPEMS UMM nocne
Havana cnasmoB [72]. [lpu 3TOM, XapakTepuCTMKK
WHAHTUNMBHBIX  CMNA3MOB  OTIIMYAKOTCH  OT  TUMMYHbBIX
CYOOPOXHbIX CMa3MoB, W 3TU Cna3Mbl MOryT ObiTb He
pacno3HaHbl M3Ha4anbHO. HegaBHee MHOrOLEHTPOBOE
peTpocnekTuBHoe uccrnegosaHue S. Auvin et al [7]
NPOAEMOHCTPUPOBANO  CIOXHOCTb  MPaBUMBHOTO W
CBOEBPEMEHHOTO BbISIBIEHNS OETCKUX CnasMoB. ABTOpbI
BKMtoumnM 83 nauueHTa C LOCTYMHbIMA A@HHBIMA O
3agepkke AMArHOCTUKM W MPOLEMOHCTPUpOBanM, 4To
BONbLUMHCTBO OMPOLLEHHBIX NpakTUKytoLmx Bpaden (83%)
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He MOIMM OOBACHWTL KMWHUYECKYID KapTWHY B 3TWX
crnyyasx. lMpepgnaraemble  AMarHo3bl BKMOYaNM
NOBEJEHYECKMe  pacCTPOCTBA  WNM  OpraHuyeckue
3aboneBaHusi, Takne Kak racTpoasodarearntHblit pednioke
(7%), 3anop (7%) wnn konmT (3%).

B apyrom wccnepoBaHuu [74] 6bina npeanoxeHa
ncyepnbiatoLLas 6rok-cxema Ans yCTaHOBNEHUs AMarHo3a
MC, Bkniovas aHamHe3 U ¢mandyeckoe obcnemoBaHue ¢
nocnegyouien Buaeo-3307, KOTOPYD MOXHO MPOANUTL Ha
24 vaca wnu nOBTOPUTL Yepe3 1-2 Hedenu, ecnu
TUNCapUTMUA UMW LpYrue SNeKTPUYECKUe aHoManuu He
HanaeHbl.

Ecnm no ucteyeHun atoro BpemeHu Ha A3 HeT
CBWAETeNbCTB Cydopor, cneayeT paccMoTpeTb [Apyrue
ycnosus. [Insg BbISBMEHUSt NOTEHUManbHbIX CTPYKTYPHBIX
aHOManuin, WWEeMWYeCKUX MOPaXEHWA WM  O4aroBbIX
MopaxeHnn HeobXoaMMO NMPOBECTU MarHUTO-PE30HAHCHYHO
Tomorpadmo  (MPT) ronosHoro Mmo3ra. [lauyneHTsl ¢
HOpMarbHbIMM pesynbTatamm MHCTPYMEHTAMbHbIX
obcnenoBaHuMin MOTYT NPOWTH FeHETUYECKOE MCCnenoBaHne
OLHOHYKNEOTUAHbIX MONUMOP(U3MOB TEeHOB-KaHAMAATOB,
Habop CpaBHUTENbHOM TEHOMHOW  rMbpuansaum 1
TUNWYHYIO  NaHenb  TEHOB  3NWnencuu, a  Takxe
MeTabonuueckne TECTbl NS BbIACHEHUS WX COCTOSHWS.
Haubonee BaxHbIM acnekTom nporHo3a cuHapoma Becta
SBNAETCA Tepanus, KoTopas AOKHa YCTPaHUTL Cnasmbl 1
Hopmanu3oBaTb I3l naTTepH, C LUenblo perpecca
3a[1ePXKN HEPBHOIO Pa3BUTUS.

MporHos

CocpenoTouMBLIMCE Ha pesynbTaTax passuTus, Y
naumeHtoB ¢ MC BaXHO yuMTbIBaTb MHOMVE acmekTbl.
OCHOBHOE 3HaueHe MMEIT Nexallas B OCHOBE 3TMONOrUs
W Bpems OT Hayana nepeblX CUMNTOMOB [0 Hauana
nevenus [79]. Jlydwwue pesynbTathl pasBuTUS OTMEYAIOTCS
y naumeHToB 6e3 yCTaHOBMNEHHOM 3TUONOTUM U Aake nyyLue
y TeX, KTO IeYurncs ropMOHanbHOW Tepanuen, a He
BUrabaTpuHom [7]. B 4acTHOCTW, KPUNTOreHHble NauUeHTbI
MOryT UMETb XOPOLUMIA MMM MOYTWU XOPOLIWMA pesynbTaTr B
54,3% cnyyaeB [38], B TO Bpems kak Tonbko 12,5%
NaLMeHTOB C CUMNTOMaMI UMEKOT HOpManbHbI ucxog [78].
3HayeHe OTNOXEHHOW Tepanuu MrpaeT 3HAYUTENbHYIO
ponb B MPOrHO3e W MOTBEPXAEHO B psfe WCChneaoBaHuM.
Tak, B pEeTPOCNEKTUBHOM UCCreLoBaHUM, B KOTOPOM
y4acTBOBanM  TOMbKO  MauWeHTbl  C  KPUMTOTEHHOM
atvonorven, S.Kususum u coasm. [39] npeanoxunm
AnUTENbHOE NeYeHme BbICOKUMI J03aMW TETpako3akTuaa ¢
nocnegyoLumM nepopanbHbIM NPUEMOM KOPTUKOCTEPOUAOB
B TeyeHwe npumepHo 9 MecsueB. OHM nokasanu, 4to
HOpMasbHbIA KOTHUTMBHBIA pe3ynbTaT Obin JOCTUTHYT Y
BCEX MaUMeHTOB, MOMyYaBLUMX fleYeHne B TeyeHue 1
Mecsiya nocne Havana UC, v tombko y 40% u3 Tex, Kto
Hayan nedveHue noaxe. BnaronpUATHLIA  KOrHWUTUBHLIN
pesynbTat ¢ 6onee KOPOTKMM MHTEPBANOM [0 NleyeHust (<3
Hepenu, <4 Hepenu) Takke Oblm OUEHEH B HeOABHMX
nccregoBaHusX, B KOTOPbIX COOMpanuch MaumeHTbl Kak C
KPUNTOTEHHBIMU, TaK W C CUMMTOMATMYECKMMK Crasmamu
[17].

Mo paHHbIM uccnegosanus [MpsieyHosol T.M. u dp. [1]
MO3UTUBHOE MPOTHOCTUYECKOE 3HaYeHWe Ans KynupoBaHus
CNasmMoB  MMENM:  HOpManbHOE  HEepBHO-MCUXMYECKOE
pa3suTue 0o gebloTa cnasmoB, OTCYTCTBME SNUAKTUBHOCTY
WK HanWyne pPervoHanbHOW 3NMAKTMBHOCTM Ha I3l B

OVMHaMuKe, Hamuume AWdQY3HbIX W3MeHeHWd Ha MPT.
HeraTuBHOE  MPOrHOCTWYECKOE  3HAYeHWe  UMenu:
HeoHaTanbHble CyA0POrk, Hanuume anNMakTUBHOCTY Ha I3
W 04aroBOro geduuuta A0 CNasmoB, Hanmnuue ApYrux
MPUCTYNOB, KPOME CMa3sMmoB, NATONMOTMs 3peHMs M cryxa,
HeoOXoaMMOCTb  MpUMEHeHWss =2 npenapatoB. Y
nawyueHTOoB, AOCTUTLLMX peMuccui, Obina oTMeyeHa nyJias
KOMMEHCcaLmMs MOTOPHOTO W NCUXOPEYEBOrO Pa3BUTUS.
3akntoyeHue.

Takum 0oOpasom, npeaukTopamu HebraronpusITHOro
ncxoga cuHapoma Becta MOXHO cuuTaTh: CTPYKTYPHYHO U
reHeTMdyeckylo  qopmy 3aboneBaHusi, HeOHaTanbHble
CyZlOporu, Hamuume 3nunenTMOPMHON aKTUBHOCTU Ha
OO, HapylleHue HEepBHO-MCUXMYECKOr0 Pa3BUTUS U
HanWuMe 04aroBOW NAaToONorMM O CNasMoB, Hannuue
OpYrMX  MPUCTYMOB  KPOME  CMasMOB,  COXpaHeHue
anUnenTMOpPMHOA  aKTMBHOCTM B AMHAMUKE W
HeaeKTMBHOCTbL Tepanuu nepsol nuHun. Onpepenexve
9TUOMOTMYECKNX MPUYMH M PaHHWX  GWarHOCTUYECKUX
npu3HakoB crnocobcTeyeT 6onee TOYHOMY MPOTHO3Yy U
BbIGOpy Tepanuu.

Bknapg aBTOpOB: Bce asmopb 6HEC/U NOCUMbHBIL 8K1ad npu
HanucaHuu cmamau.

Korgpnukm unmepecos - He 3as6/1eH.

®uHaHcupoeaHue — [pu nposedeHuu daHHOU pabombi He
Obi10  (hUHAHCUPOBAHUSI  CMOPOHHUMU  OpeaHu3auusmu U
MeduyuHcKuMU npedcmagumensmu.

[LaHHbIl Mamepuan He 6bin 3asieneH paHee, ns nybraukayuu
8 Opyaux U30aHUsIX U He Haxodumces Ha paccMompeHue OpyaumMu
usdamesnbcmeamu.
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