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Pesiome

BeepeHue. MMepuseHTpuKynapHasa retepotonua (MBI cocTomT M3 KpyrnbiX y3enKoBbiX
MacC HOpPMasbHbIX HEMPOHOB 1 FNaNbHbLIX KNeToK 6e3 namnHapHOWM opraHu3auuu, pac-
NONOMEHHbIX 6NM3KO K NepVBEHTPUKYNAPHOMY 3apopblieBoMy MaTpuKcy. OCHOBHbIM
KNUHUYeckum npossneHuem MBI agnaetca papmakopesncTeHTHasA anNnnencus.

Liennb. /13yyeHne TeueHna anunencnn y naumeHToB AeTckoro Bo3pacta c 1BI.
Matepuanbl n metopgpl. [poaHann3npoBaHbl JaHHble 0 24 nayuweHTax ¢ ['T, npoxoaus-
LUINX JleyeHre B HEBPONOrMYeCKOM OTAeNeHnn ana geten B PecnybnnkaHCKOM HayuyHo-
NpaKkTU4YeckoMm LieHTpe HeBponoruu u Hempoxupyprm (MuHck) ¢ 2014 no 2021 r. Cpep-
HWI BO3pacT naumeHToB coctaBun 14 [8; 15,25] net.

Pesynbratbl. 1Bl 6bina BbiABneHa y 12 (50%) uyenoBek: 3 (25%) — »keHcCKoro nona,
9 (75%) — my»ckoro nona. B 2 (16,7%) cnyuasx Bl 6bina gByctopoHHei, B 10 (83,3%) —
yHunatepanbHon. ConyTcTaytowas LepebpanbHasa natonorus 6bina BoiasneHa B 4 (33,3%)
Ciyyasnx: acMMMEeTPUYHasA BEHTpUKYnomMeranus (2), dokanbHasa KopTuKanbHaa ancnnasunsa
(2), nonumunkporupma (1), aHomanua Oenan — Yokepa (1), runoreHesns 3agHUX OTAEN0B
MT (1). Snunencuio nmenun 9 (75%) venosek. CpeaHUin Bo3pacT AebioTa anuaencum —
3[3,0; 6,0] roga. ®apmakope3ncTeHTHOE TeueHue Obino y 4 (44,4%) YenoBeK, TPOE 13 HUX
6bIIM NalUMeHTamMy C ConyTCTBYOWMMU LepebpanbHbiMM aHoManuaMn. UHTennektyanb-
Hble HapyLlLeHMA NpucyTcTBoBann y 4 (33,3%) uenoBek, HapyLleHe peyeBoro pasBuTrA —
y 3 (25,0%), pacCTPONCTBO ayTUCTUYECKOTO crnekTpa — Y 2 (16,7%), ABUraTesibHble HapyLue-
HUA -y 1 (8,3%). Y 6 (50,0%) naumeHTOB 66N BHELepebpanbHble NPOABIEHUSA: NATONO-
rma opraHa 3peHus (4), SHOOKPUHHbIE HapyLeHUA (2), YentoCTHO-NULEBbIE N CKeNleTHble
aHomanum (2). NauuenTol ¢ MBI, umelowme conyTcTayOLWYIO LepebpanbHyio NaTonoruto,
LEMOHCTpMpOBany bonee TAXenoe TeueHne SNuencum n bonee BblpaXKeHHbIE KOTHUTMB-
Hble 1 NoBeAeHYeCKNe paccTponcTaa. [ns neyeHns anunencum 2 (22,2%) naumeHtam 6bin
UMMNJIAHTUPOBAH CTUMYNATOP Gny»aatoLlero Hepea € HU3KOM 3$PEKTMBHOCTBIO B KaTaM-
He3e CBbiLe 2 neT.

3akntoueHune. OCHOBHbIM KNnHMYeckum npossneHuem MBIy geten apnaetca snunencus,
KoTopas BCTpeyaeTca y 75% naumeHTtos. ConyTcTByoLme LepebpanbHble Manbpopmarmu,
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nomumo MBI, noBbIWaloT BEPOATHOCTb GapMaKOPE3NCTEHTHOIO TeUYEHNA SNUIENTUYECKNX
NPUCTYMNOB U KOTHUTUBHBIX HapyLleHW. Xnpypruyeckoe neyveHune snunencum, o6ycnos-
nenHowm MBI, ABnAeTCA cNoXHOM 3agadvei. AfbTepHaATMBHbIM MeToA Tepanuu — CTUMYNALUA
6nyxpatoLiero HepBa — He Nokasan 3gpdeKTUBHOCTY B HabNIOJAaEMbIX HAMU CITyYanX.
KnioueBble cnoBa: neprBeHTPUKYNAPHAA reTepoTonus, y3/10Bas reTepoTonus, Hogynap-
Has reTepoToNUA, reTepoTONUA CePOro BELLEeCTBa, SNUNENCUs, CTUMynauma bny>xaatoLue-
ro HepBa
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Abstract

Introduction. Periventricular heterotopia (PVH) consists of round nodular masses
of normal neurons and glial cells without laminar organization located close to the
periventricular germinal matrix. The main clinical manifestation of PVH is drug resistant
epilepsy.

Purpose. To study the course of epilepsy in pediatric patients with PVH.

Materials and methods. Data of 24 patients with HT treated in the pediatric neurology
departmentatthe Republican Research and Clinical Center of Neurology and Neurosurgery
(Minsk) from 2014 to 2021 years were analyzed. The mean age of the patients was 14
[8; 15.25] years.

Results. PVH was detected in 12 (50%) people, 3 (25%) females and 9 (75%) males. PVH was
bilateral in 2 (16.7%) cases, unilateral in 10 (83.3%) cases. Concomitant cerebral pathology
was detected in 4 (33.3%) cases: asymmetric ventriculomegaly (2), focal cortical dysplasia
(2), polymicrogyria (1), Dandy — Walker anomaly (1), hypogenesis of the posterior parts of
the corpus callosum (1). Epilepsy had 9 (75%) people. The mean age of the onset of epilepsy
was 3 [3.0; 6.0] years. A drug-resistant course was observed in 4 (44.4%) patients, three
of whom were patients with concomitant cerebral anomalies. Intellectual impairments
were present in 4 (33.3%) people, speech development disorders — in 3 (25.0%), autism
spectrum disorder —in 2 (16.7%), movement disorders —in 1 (8.3%). 6 (50.0%) patients had
extracerebral manifestations: pathology of the organ of vision (4), endocrine disorders
(2), maxillofacial and skeletal anomalies (2). Patients with PVH and concomitant cerebral
pathology demonstrated more severe epilepsy, cognitive and behavioral disorders. Vagus
nerve stimulator was implanted in 2 (22.2%) patients for treatment of epilepsy with low
efficacy in the follow-up for more than 2 years.
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Conclusion. The main clinical manifestation of PVH in children is epilepsy, which occurs
in 75% of patients. Associated cerebral malformations, in addition to PVH, increase the
likelihood of drug-resistant course of epileptic seizures and cognitive impairments.
Surgical treatment of epilepsy due to PVH is a challenging task. An alternative method of
therapy — vagus nerve stimulation — did not show effectiveness in the cases we observed.
Keywords: periventricular heterotopia, nodular heterotopia, gray matter heterotopia,
epilepsy, vagus nerve stimulation

B BBEJEHWE

[eTepoTonuU ceporo BelecTBa NPeAcTaBAT cob0 CKOMMeHNs HOPMasbHbIX Hel-
POHOB B aHOMaJlbHbIX MeCTaX, BO3HMKalowWwme B pe3sysbTaTe HapylweHUA HelpOHabHOW
MUrpauun BO BHYTpuyTpob6HOM nepuoge. lNepuBeHTpukynapHaa retepotonus (MBI)
COCTOUT M3 KPYTJIbIX Y3€NKOBbIX MAacC HOPMaJibHbIX HEMPOHOB U MKMANbHbIX KNETOK 6e3
NaMUHapHOW OpraHu3aLmu, PacnonoXKeHHbIX BIN3KO K MePUBEHTPUKYISPHOMY 3apofbl-
LIeBOMY MATpUKCY (OTcClofa Ha3BaHMe — NepPUBEHTPUKYNAPHAA, UNKn cyb3neHaumanbHas,
y3noBas retepotonus) [1, 2]. OCHOBHbIM KNUHUYecKMM nposisneHnem MBI ssnsetca dap-
MaKOpPEe3NCTeHTHasA aNunencus.

Ha cerogHAWHWIA AeHb NMEETCA Uenblid pAg AOKA3aTeNIbCTB PO reHeTUYeCcKnx dak-
TopoB B pa3suTuu MBI JaHHbI BUA ManbdopmaLmy onmcaH y naumMeHToB ¢ AynimKaLm-
amn 5p15.1 n 5p15.33, peneunamn 627, 4p15, 5q14.3-q15, 1p36.22-pter, npn cMHapome
Bunbamca ¢ geneumein 7q11.23, cuHgpome $parvibHON X-XPOMOCOMbI, Y MALMEHTOB C
MyTauumamu B reHe FLNA n ARFGEF2 [3, 4].

OcHoBHbIM MeTogoM AnarHocTuKu MBI aBnaetca MPT-uccnegoBaHue. BoigenaoT yHu-
n 6unatepanbHyio MBI, OAVHOUHYIO NN MHOXECTBEHHYIO, @ TakXe MPenmyLlecTBEHHO
nepegHioto (B 06nacTv nepefHUX poroB 60KOBbLIX »KENYLOUKOB) UK 3afHI00 (B obnactu
3aflHMX pPOroB) nokanusauuio. MpenmyliecTBEHHO NepefHee 6unaTtepasbHOE Pacnoso-
XeHre TUNUYHO AnA X-CUensieHHOro Trna HacnegoBaHus, 0byCoBAEHHOrO MyTaLUAMHA
B reHe FLNA, B TO BpemsA Kak nauueHTbl C MpeumyLLecTBeHHO 3afiHel NloKanm3saunen He
UMeIOT MyTaL i B 3TOM reHe. 1Bl, nokanu3oBaHHble B NEPUTPUTOHaNbHOM PErnoHe, Ya-
CTO COYeTaTCA C APpYrumn LepebpanbHbiMy aHOManuaAMmN — GoKanbHOWM KOPTUKasbHON
AVCnnasven, gucrupmrei, noiMMMKpPOrnpuein, aHomansamm runnokKamna, Konbnouedanu-
e, aHoManven Mo3euKka 1 NOKPbILWKN cpeaHero mosra [5].

B LIESIb NCCNEAOBAHUA

M3yuyeHwne TeueHna anunencun y nauymeHTos ¢ MBI,

B MATEPWAJIbI U METObI

[MpoaHanu3npoBaHbl faHHble 0 24 nauuneHTax ¢ ['T, NpOXoAMBLUUX fIeYeHne B HEBPO-
Nornyeckom oTaeneHUn ana petert B PecnybnnmkaHCKOM Hay4yHO-NPakTUYeCckoM LieHTpe
HeBponorun n Henpoxmnpyprmum (MuHck) c 2014 no 2021 r. CpegHuin BO3pacT NauneHToB
cocTtaBun 14 [8; 15,25] ner. MBI 6bina BbisiBneHa y 12 (50%) yenosek — 3 (25%) nuu »xeH-
ckoro nona un 9 (75%) nuu my>ckoro nona. CpegHun Bo3pacT Ha MOMEHT aHanm3a JdaHHbIX
coctasun 15 net [8,0; 19,25]. Bepudukauus gnarHosa ocywecTsnanacb Ha OCHOBaHUM
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JaHHbix MPT mowHocTbio 1,5-3 Tn. Bcem nauueHTam 6bina BbIMONHEHA PYTUHHAA neK-
TpoaHuedanorpadus (33r), 4 (33,3%) — CYyTOUHbIN II-MOHUTOPUHT. [1nA cTaTUCTUYECKON
06pPabOTKM AaHHbIX MPUMEHSANN onucaTeNibHble MeTOAbl CTaTUCTUKMU.

B PE3YJIbTATHI

CornacHo gaHHbiM MPT B 2 (16,7%) cnyuasx MBI 6bina aByctopoHHeis, B 10 (83,3%) —
YHUNaTepanbHOM (6 — NeBOCTOPOHHASA, 4 — NPaBOCTOPOHHAA). B cnyyae aBycTOpOHHEN
nokanusaummn B ogHom HabnogeHun MBI 6bi1a CMMMETPUYHON C MPenMyLLEeCTBEHHOW
nokanmsaumen B nepefHnx otaenax O60KOBbIX KenyJouKoB, B APYroM — aCUMMETPUYHOW.
Mpwn yHunatepanbHon Ty 8 yenoBek nmenca OANUHOYHbIM NEPUBEHTPUKYIAPHDIN y3en,
y 2 — MHOXKecCTBeHHble (puc. 1 n 2). ConyTcTBytoLlan LepebpanbHaa natonorus 6bina Bbl-
ABneHa B 4 (33,3%) HabnoaeHuaAXx. Y nayneHTa ¢ bunatepanbHoli MBI umenacb aHomanua
JeHan — Yokepa, acuMMeTpuyHaa BEHTPUKYNIOMEranua 1 rmnoreHesnsa 3agHnx otaenos
MT. Mpwn yHnnatepansHon MBI conyTcTBytoOWMe ManbdopMaLmn HaXo4MINCb Ha CTOPOHe
I'T n 66NN NpeacTaBneHbl aCUMMETPUYHOW BEHTPUKynomeranuen (1), dokanbHom KopTu-
KanbHou auncnnasuen (OKM) (2) n nonumukporupuen (1).

Snunencuio nmenn 9 (75%) yenosek, YTO M NOCAY>KUO NOBOAOM ANA NpoBefeHnA
MPT. B 3 gpyrux cnyyasax naumeHTbl He UMeNn 3NUNenTUYeCKUX NPUCTYNoB, N HENPOBU-
3yanusauma 6bina npoBefeHa Mo NpUUYNHE reMUrnnonasun TynoBuLia B OAHOM Cllyyae,
OTpaBneHWA HeN3BECTHbIM BELLeCTBOM — B APYroM, MUTPEHUN — B TPETbEM.

CpepHun Bo3pacT gebtota anunencumn coctasun 3 [3,0; 6,0] roga. Y 8 (88,9%) ueno-
BeK anunencua 6oina dokanbHon, y 1 (11,1%) — ¢ HeyTOUHeHHbIM aebioToM. Vimenuch
cnepylolime BUAbl SNMeNTUYECKUX NpUCcTynoB: GokanbHble — 8 HabnogeHun (88,9%),
TOHMKO-KNoHuNYeckmne — 7 (77,8%), debpunbHo-nposouupyemblie — 1 (11,1%). Snunentu-
yeckuii cTaTyc B aHamHe3se 6bin y 1 (11,1%) nayueHTa, y kotoporo nomumo MBI nmenacb
OKA. Y 2 (22,2%) nayneHToB NPUCTYNbl ObiNK exeHEBHbIE, Y 2 (22,2%) — exxeHeAesbHble,
y 5 (55,5%) — HeckonbKo pa3 B rog. MakcumanbHaa YacToTa NPUCTYNOB (eXkedHeBHbIe)
Habniopganacb y nayMeHTOB C COMYTCTBYOWMMM LepebpanbHbiMn aHomanuamn (DK B
OAHOM cilyyae 1 aHomanua leHam — Yokepa, runoreHesua MT — B gpyrom). VIHTeprKTanb-
Hasa anunenTudopMHan akTMBHOCTb NpucyTcTBoBana y 7 (77,7%) uenosek: B 3 (33,3%)

A - Axial, T2-WI B - Axial, T2-WI C-Ax FSPGR BRAVO D - Axial, T2-WI

Puc. 1. MepuBeHTpUKynApHas rereporonus. A, B - nesocropoHnHue MBI + ®K[l BucouHoi gonu +
BeHTpuKynomeranus; C, D - yhmnarepanbHas MBI B 3agHem pore nesoro 6K B Buge ognHo4Horo ysna
Fig. 1. Periventricular heterotopia. A, B - left-sided PVH + FCD of the temporal lobe + ventriculomegaly;
C, D - unilateral PVH in the posterior horn of the left lateral ventricle in the form of a single node
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A - Coronar, T2-WI B - Axial, T2-WI C - Sagital, MPR

Puc. 2. IByCTOPOHHAA CMMMeTPUYHaA NepuBeHTpUKynapHasa rereporonna. CHumku A, B, C
NpuHaanexar ofgHOMY NaLyneHTy
Fig. 2. Bilateral symmetrical periventricular heterotopia. Pictures A, B, C belong to the same patient

ciyyasnx pervoHanbHas, B 2 (22,2%) — pervioHasnbHas ¢ BTOPUYHON BunatepanbHOM CUH-
XpoHu3auuen, B 2 (22,2%) — andodysHan. PermoHanbHaa akTUBHOCTb Y BCEX NaLMEHTOB
pervucTpupoBanacb Ha ctopoHe MBI AnddysHaa snunentndopmHas akTUBHOCTb 3aperu-
CTpPUpPOBaHa y NaumMeHTOB C ABYCTOPOHHeN cummeTpuyHol MBI B ogHOM cnyyae 1 yHuUna-
TepanbHoii MBI - B gpyrom. B o6oux cnyyasnx O6binm 4OCTYNHbI faHHble TONIbKO PYTUHHOW
33T, oTcyTCTBOBANU AaHHble 6bonee ANMTENBHONO MOHUTOPVPOBAHMA.

Mapmakope3sncTeHTHOe TeueHue 6bino y 4 (44,4%) uenoBek, Tpoe 13 HUX Bbinn nauu-
eHTaMy C ConyTCTByOWMMM LiepebpanbHbiMK aHoManuamu. MNpenapaTbl BanbnpoeBol
KNCNOTbI IPUMEHANNCH B 7 cnyyasx (77,7%): B 1 cnyyae 6bin JOCTUTHYT NOJMHBIA KOHTPOIb
Haj NpucTynamu, B 3 — YacTUYHbIR, B 3 cnydanx adpdekTa He oTmeyeHo. KapbamazenuH
6bI1 Ha3HaueH Takxe 7 (77,7%) naumeHTam: B 1 ciydae OTMEYEH MNOJHbIN KOHTPOSb Haj,
npucTynammu, B 2 — YaCTUYHbIN, B 3 — apdeKTa He oTMeUeHo, B 1 HabnogeH NPUCTyNbI
CTanu yawle, nosBMNachb arpeccus. JJamotTpuaxuH npuHnmanu Tonbko 3 (33,3%) nauuneHTa:
B 2 CNyyYasnx C YacTuuHom 3bdeKTnBHOCTLIO, B 1 — 6e3 sddekTa. Tonnpomat ncnonb3osanu
B 4 (44,4%) HabnogeHuax: B 1 clydae OTMEYANOCh YaCTUYHOE YMEHbLUEHKE NPUCTYIOB,
B 1 — addeKkra He 6bI1O, B 2 — yxyalweHue. JleBeTrpaLleTam npuHumanu 6 (66,6%) nauu-
€HTOB: B 1 cjlyyae — NOMHbIA KOHTPOSb, B 3 cilyyasnx Obl1o YaCTUUYHOE CHUXEHMe YacToTbl
npuctynos, y 1 naumeHTa — 6e3 addekra, y 1 - arrpaBauus.

WHTennekTyanbHble HapylweHua npucytcTBoBanu y 4 (33,3%) uenoBek: nerkne -
y 1(8,3%), ymepeHHble -y 2 (16,7%), BbiparkeHHble — y 1 (8,3%). B 8 (66,7%) HabntogeHunaAx
WHTeNNEKT 6bin1 COXpaHHbIN. Y 3 NaLneHToB C HapyLleHeM nHTennekTa nomumo MBI nve-
nncb conyTcTByoWMe LiepebpanbHble manbdopmarmmn. Hanbonee Bbipa)keHHble HapyLue-
HVA VHTenneKTa NPUCYTCTBOBaNAM y nauuneHTa c MBI B couetaHnn OKJ neBoii BUCOYHOM
0o6nacTn ¢ papmakopesnCcTeEHTHOM anunencuen. B uenom, Bce NaymMeHTbl ¢ KOFHUTMBHbBIM
CHUKEHUEM UMeNV 3Nunencuio, 3 n3 HUX — GapMakope3nCTEHTHYHO.

PaccTpolicTBo peun 6b110 BbiAiBeHO Y 3 (25,0%) uenosek: no 1 cnyyato Nerkux, yme-
PEHHbIX W BbIPaXeHHbIX HapylleHW. PaccTpoicTBO ayTUCTMYeCKoro cnektpa 6biio
y 2 (16,7%) peteir, B 060MX Cilyyasax C CONYTCTBYOWMUMY LiepebpanbHbIMM aHOMANAMM.
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XapakTtepuctuka nauuneHTos c MBI B 3aBMCMMOCTY OT CONYTCTBYIOWMX LiepebpanbHbix Manbdopmaumi

Characteristics of patients with PVH depending on concomitant cerebral malformations

MBI 6e3 conyTcTBYIOWMX MBI ¢ conyTcTBYIOWMMHN
MpusHak Lepe6panbHbIX Lepe6panbHbiMu

manbdopmayun manbdopmaymnammn
Yuncno nauneHToB 8 4

Bospact ot 7 net go 21 ropa oT 7 po 22 net
Hanuuwne snunencun 5 (62,5%) 4 (100%)
SnunenTUYecKnii cTaTyc 0(0,0%) 1(25,0%)
(QapmakopesncTeHTHasA anunencma 1(20,0%) 3 (75,0%)
NHTenneKkTyanbHble HapyLleHna 1(12,5%) 3 (75,0%)
HapyweHuve peun 1(12,5%) 2 (50,0%)
PacctpoictBo aytnctnyeckoro cnektpa | 0 (0,0%) 2 (50,0%)
[lBuratenbHble HapyLleHnA 0(0,0%) 1(25,0%)

[lBuratenbHble HapyLeHUA NPUCYTCTBOBaNY ToNbKo B 1 (8,3%) cnyuyae 1 6binn BbipaxkeHbl
B JIEFKOW CTEMEHN.

MNMomrMo HeBposornyeckux npossneHnii y 6 (50,0%) naumeHToB 6biIv BHeLlepebpasnb-
Hble HapyLweHuA: y 4 — NaTonorua opraHa 3peHus (BpoXaeHHan KaTapakTa; BpOXAeHHas
MMOMNUSA, XOPUOPETMHANbHAS; YacTUUYHasA aTpodus 3puUTeNbHbIX HEPBOB; BPOXKAEHHbI
HUCTarm), y 2 — SHOOKPUHHbIe HapyLeHWA (HU3KOPOCSIOCTb, FMNepnponakTMHeMms, rmno-
TUPEO3), Y 2 — YeNIOCTHO-NLEBbIE U CKefleTHble aHOManuu (reMmrunonnasna TynoBuLla,
nporHaTus).

B uenom, naymeHTsl ¢ MBI, Metowmne conyTCTBYOLLYIO LiepebpanbHyto NaTonoruio, ie-
MOHCTpUPOBan bonee TaxKenoe TeyeHne 3NUNencMm N 6osee BbipaXkeHHbIe KOFHUTUB-
Hble 1 NoBefleHYecKne paccTporcTaa (cm. Tabnuuy).

Xnpypruyeckoe neyeHue sanunencum 6ui1o BbinosiHeHo Tonbko y 1(11,1%) nauneHTa —
pe3eKLma BUCOYHOW oMM Mo NOBOAY CONYTCTRYOLEN ManbdopmaLmy KOPKOBOro pa3Bu-
A (OKM) 6e3 pesekuwnu MBI 3bdekTnBHOCTL NeueHna oueHeHa Kak Engel Il c neprogom
KaTamHe3a 6onee 1 roga. Y BToporo nauueHta, umetowero MBI u OKL, xupypruyeckoe
neyeHune He BbINOJHANOCH BBUAY OTCYTCTBMA GpapMaKopesnCTeHTHOCTU.

Crumynatop Gnyxxpatowero HepBa AnsA feveHusa snunencuy Obin MMNAAHTUPOBaH
2 (22,2%) naumeHtam. B ogHom cnyyae y nauyueHTta umenacb C3-T B coueTaHmm ¢ no-
numMmmnkporupuen, B gpyrom — C3-I'T B coueTaHmm ¢ aHomanuen [leHan — Yokepa v rmno-
reHesuen 3agH1UX OTAENOB MO30MCTOro Tena. Bo3pact gebioTa anunencum 611 6 neT n
3 ropa cootBeTcTBeHHO. O6a umenn dapmakopesnucTeHTHY anunencuio. KorHUTnBHble
HapyLueHMA ObiNn YMepeHHble B NePBOM Cllyyae 1 nerkne Bo BTOpPOM. 1o gaHHbIM 33T
BO BCEX CJIyYasax UMeniacb pervoHasbHas anunentmdopmHan akTUBHOCTb C beHOMEHOM
BTOPUYHOW BunatepanbHOW CUMHXPOHU3aUmK. bbinun ycTaHOBNEHbI cnegyowmne napame-
TPbl CTUMYNALMK: cUia Toka — 2,0-2,25 MA, yacTtoTa curHana - 30 Iy, AnvHa nynbCcoBomn
BOJIHbI — 500 pcek, Bpema BKtoueHusa — 30 cek., Bpema BbiknoyeHna — 1,8-3,0 muH. lMe-
pvioa HabnogeHns Nocne MMNIaHTauumy CocTaBmn 2 roga n 6 NeT COOTBETCTBEHHO. B 060-
UX Cnyyvasx oTMeyeHa Hu3Kas adpdekTnBHoCTb VNS-Tepanuu — ypexxkeHrie NprucTynoB He
6onee uem Ha 25%.
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B OBCYXIEHUE

Cpepnu MBI Hanbonee yacTo BCTPeUaeTCsA BapUaHT ABYCTOPOHHENO NpenMyLLecTBeH-
HO MepefHero NepuBEHTPUKYNAPHOIO CKOMJIEHNA Ceporo BellecTBa BAOb CTEHOK 060-
nX GOKOBbIX »KelyfoYKOB. ITOT TUM FeTEPOTOMNUN ONMUCAH NPEVNMYLLECTBEHHO Y KEHLLMH 1
ABNAETCA Pe3y/bTaTOM reTepo3nroTHbIX MyTaLumin notepu ¢yHkumm B reHe FLNA, pacno-
NOXeHHOM Ha X-xpomMocome [6]. [eMU3UTrOTHbIe HOCUTENN MYXCKOTO MOona, Kak NpaBuno,
norn6atoT BHyTPUYTPOOHO UMK NpU POXAEHUN BCNeACTBE MacCUBHOMO KPOBOTEUEHN ,
O[HAKO pefKue cilyyaun B3pOCSibiX HOCUTENEN My>KCKOro Mosia B nnTepaType 6blin onuca-
Hbl [6, 7]. Y XUBbIX MY>KUMH C JOKa3aHHbIMU MyTauuamm B reHe FLNA oyHkuna prnamu-
Ha A, BEpPOATHO, YaCTUYHO CoXpaHeHa Nnbo 3a cyeT MyTaLuUi C runomMmopdHbIMU annens-
MK, Nbo 3a cyeT Mmo3auumsma. DeHOTUN Y XKEHLUUH C reTepo3UroTHON MyTaumen notepu
oyHKumn FLNA oueHb BapuabeneH. TpygHO nopaatmolimecs fevyeHuo snunentuyeckme
npvnagku ABAAIOTCA OCHOBHbIM KIIMHUYECKUM NPU3HaKoM NpuMmepHo y 90% naumneHToB
M MOTYT HauyaTbCA AaXke BO B3pOC/IOM Bo3pacTe [6]. [lononHuTeNbHble HEBPONOrnyeckue
NPU3HaKM JOBOJbHO ANCKPETHbI 1 MOTYT BK/OUYaTb HapYyLIEHUA YTEHMSA, CKOPOCTU 06pa-
60TKN MHGOPMALK 1 NCNOSTHUTENBHbBIX GYHKLMIA, 06GHaPY>KMBaeMble TONIbKO NPU TOHKOM
HelPOKOrHUTUBHOM TeCTUPOBaHUN NprumMepHo B 80% cnyyaes [6]. MPT ronosHoro mosra
npu FLNA-accouumpoBaHHo NBI, noMUMO retepotonuu, 4acTo BbiABAAET yBENMUYEHHOe
OKONOMO3XKeUKOBOE JINKBOPHOE MPOCTPAHCTBO NP HOPMasbHOWM aHaTOMMUN MO3XKeuKa
1 4-ro xenypgouka — «<mega cisterna magna». MeHee yacTble 3KcTpaLepebpanbHble Npo-
ABNeHusA, cBA3aHHble ¢ FLNA, BKNoYaloT nepcncTmpyowmin apteprasbHbIi NPOTOK Y HO-
BOPOXKAEHHbIX, XPOHUYECKMI 3anop, deHoTun Inepca — [laHnoca, NOpPOK cepaeyHoro
KnanaHa, a TakXe XpOHUYeCKyo 06CTPYKTMBHYIO 60Ne3Hb Nerkmx 1 CKeneTHble oTo-nana-
TO-HEGHbIe aHoOManuu [6].

Max Lange et al. onucanu 47 naumeHTOB (45 NKL, XEHCKOro Noma u 2 — My»CKoro) ¢
FLNA-accouumupoBaHHown MBI Ona 34 13 HuX Gbinnv JOCTYMNHbI KIUHUYECKME AaHHbIE.
CpepgHun Bo3pacT naumeHToB coctaBun 28,5 roga (ot 1 go 54). dnunentnyeckne npucTy-
Mbl Ha MOMEHT c60pa JaHHbIX NPUCYTCTBOBANM y 24 13 H1X. HeBponorunyeckuin ctatyc 6bin
HOpManbHbIf y 33 yenosek, y 1 — MbllleyHas runoToHnA. KOrHUTUBHBIN cTaTyc Obin 13-
BeCTeH Yy 24 yenoBekK — 22 13 HUX NoceLlan 06bIYHYI0 WKOMY. Y Bcex NauneHToB MMenach
ABYXCTOPOHHAA y3nosasd MBI «<Mega cisterna magna» Habntoganacb y 18 13 20 nauneH-
TOB C AOCTYNHOW caruttanbHon MPT. Mnonnasusa mo3onmcToro Tena Gbina BbiABAEHa Y
8 uenosek. B 1 cnyyae nmenach dokasnbHas KOpTUKanbHaa Ancniasma 3aTblIoYHON obna-
CTn. Y 0601X NaLMEeHTOB MYXCKOro nofna npucyTCTBOBaN Mo3anuusm, AebioT snunencum
NPUXoaNNCA Ha NOAPOCTKOBbIN BO3PACT, MHTENINEKT Oblfl COXPAHHbIN [6].

G. Battaglia et al. (2006) npoaHanusnpoBaHo 54 naumeHTa (35 UL XeHckoro nona u
19 — my»ckoro) c lBI. ABTOpbl HAMEPEHHO MCKMIOUMAN NaLUEHTOB, MMEILNX Apyrue
ManbGOPMaLNN KOPKOBOIFO PasBuUTUA (LWK33HUedanuio, NoIMMmMKporunpuio). OCHOBHOM
boKyc 6bin HanpaBneH Ha M3yyeHWe KIMHUYECKUX NPOABNEHWI C YYETOM JIoKanusauum
reTepoTonuMyecknx y3nos. B rpynny 6unatepanbHon cummetpuryHo MBI 6binm BKNtoUeHbl
9 yeroBek (8 — KeHCKOro 1 1 — My>cKoro nona). Y Bcex 6bl1 HoOpMarnbHbI HEBpPOJOriye-
CKUIN CTaTyC U KOTHUTMBHbIE GYHKLUWN. DNnencus NnpucyTcTBOBana y 7 U3 HuX, cpegHui
BO3pacT Aebrota — 19,9+4,9 ropa. TOHNKO-KNIOHUYECK/e CYQOopPOry, XOpoLo nogaatoLme-
CA NeYeHuto, NPUCYTCTBOBaNM B 5 HabnogeHusax. GokanbHble snuenTMYeckne NPUCTy-
Mnbl ObINN Yy BCEX NALMEHTOB, MPUYEM Y 5 U3 HUX CEMUONOTMYECKM OHW COOTBETCTBOBANN
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MynbTYpPernoHanbHomy Hauany. QoKanbHble MPUCTYMbI, B OTIMYME OT TOHUKO-KNOHKYe-
CKUX, UMeNnn pe3nCcTeHTHoe TeueHue B 5 ciyyasx. «<Mega cisterna magna» 6bina BbifiBNeHa
y 7 4enoBekK, acCoOLMMPOBaHHasA C rmMnonnasmen Mo3euka — B 2 ciiyyasx, C acuMMeTpuren
rmnnokamnos — B 3. QoKanbHOEe UCTOHYEHME MO30NINCTOrO Tefla NPUCYTCTBOBANO B 2 Ha-
onopeHusax [1].

B Hawwel xe KoropTe 6b11 TONbKO 1 (8,3%) NaumeHT C ABYCTOPOHHEN NpenmyLLeCcTBeH-
Ho nepepHen MBI (pnc. 2). Tako HEBbICOKUI YAeNbHbIN BeC JAaHHOIO BMAA reTepoTonunu,
B OT/IYME OT paHee OMMCaHHbIX KOrOPTHbIX NCCIefOBaHNI, BEPOATHO, 00YCNIOBNIEH BO3-
pacTom r3y4yaemor Hamu BbIGOPKU. B npeabiaylmx nccnefoBaHuax 6b110 NokasaHo, 4to
[e6ioT anunencum npu 3Tom BapuaHTe MBI npuxogutca Ha noctnybepTaTHbIA Nepuog,
a COXPaHHbIN NHTENNEKT 1 OTCYTCTBUE APYINX HEBPONOrMYECKMX NPOABAEHUI B NOAABNA-
toLem 6oNbLINHCTBE CyyaeB He TpebyloT NpoBefeHNA HelpoBU3yanu3aLmm B JETCKOM
BO3pacTe.

EpuHcTBeHHbIN HabnogaeMbll HaMy NaumeHT ¢ bunatepanbHON NPenMyLLeCTBEHHO
nepepgHer MBI 6611 My»CKOro Nona, y Hero oTCyTCTBOBaNu apyrue LepebpanbHblie Manb-
dopmaumn. ebioT anunencnn otmeyvasnca B Bo3pacte 5 neT. MNaumeHT umen pegkme (He-
CKOJIbKO pa3 B rofy) bunatepanbHble TOHMKO-KNOHUYeCKne NpUCTynbl, B iebloTe KOTOPbIX
Habnopganucb acMMMeTpPUYHbIEe TOHUYECKUE MPUCTYMbl C NPeVMYyLLeCTBEHHbIM BOBJe-
YeHVem BepPXHUX KOHeYHocCTel. dnunencusa He Obina dapmakopesncTeHTHON, NPUCTYNbI
6bIIM KyNMpoBaHbl MpreMoM fieBeTupaleTama. lMomumo snunencun y pebeHka npucyT-
CTBOBaNu MrKpouedanua, KOTHUTUBHbIE HaPYLLIEHWA CPeHe CTENEHUN TAXKECTU U Jierkas
3afiepXKKa pa3BuUTUA ABUraTeNIbHbIX HaBbIKOB (CamocTosATeNbHaA xoabba ¢ 20 mecAues).
JKcTpauepebpanbHas natoniorna 6oina npeacTaBieHa XOPMOPETMHANBHON BPOXAEHHOM
MUOMMeNn U UMMYHHOWN TpombouuToneHuen. HacneacTBeHHbI aHamHe3 Obl1 He OTAro-
weH. MaureHTy He BbIMOMHANOCL reHeTUYecKoe obcniejoBaHMe, OQHAKO Ha OCHOBaHMU
KNUHUKO-PagmNonornyeckmx aHHbIX MOXHO nNpegnosnaratb OTCYTCTBME CBA3M C MyTaLmein
B reHe FLNA. Hanbonee BepoATHbIM NpefAcTaBAAEeTCA Hanmume 3HaumTeNbHO bonee pea-
KOW romo3mnrotHon myTtaumm B reHe ARFGEF2 (OMIM 608097), roe peHoTun npeactaBneH
LBYCTOPOHHeN cummeTpuyHon MBI, 3agepKKoi MOTOPHOro pa3BUTKA, paHHUM Ae6oToM
3NMAEeNcUKN 1 NOCTHaTanbHoM MuUKpouedanmen [8].

YHunatepanbHyto Bl B uccnegosaHun G. Battaglia n coasr. (2006) umenu 14 uenosek
(12 nn »eHcKoro nona mn 2 — My»cKkoro) n3 54. Y 4 otmeyanca aHOManbHbI HEOKOPTEKC
Hag 30HOW retepotonuun. MincnnatepanbHaa runonsasna runnokamna 6biia BblABNEHA
y 8 naumeHTOB, NCTOHYEHME KNioBa MO30ANCTOro Tena —y 1. HopmanbHble NHTENNEKT U
HeBPONOrMYecKuin ctatyc Obinn BO BCeX C/lyyasx, 3a UCKNoYeHnemM 3 NauneHToB C YHU-
natepanbHoi rnyxotoii. QokanbHaa snunencua 6bina y 11 yenosek (Bo3pacT febioTta —
19,3£10,4 roga), bapmakope3sucteHTHoe TeueHne —y 9 [1].

Mo Hawwmm JaHHbIM, yHUnaTtepanbHas MBI 6bina Begywmm BapraHTom I'T. ConyTcTBy-
e uepebpanbHble Manbdopmauuu B Buae OK 1 nonmmukpornpum nprcyTcTBoBanu
B 3 HabnogeHMAX 1 Takxe pacrnonaranncb nncunatepasnbHo. Bce naumeHTbl 3ToM rpynnsbl,
3@ UCKJIIOYEHMEM TEX, Y KOro UMenucb apyrune uepebpasnbHble aHOManuu, UMenu Hop-
MaJibHbI UHTENNEKT.

HecmoTpsa Ha 1o uTo MBI nerko Bepuduumpyetca Ha MPT, Bknag MBI B BO3HMKHO-
BEHMe Cyfopor M 3NWAenTUYECKON akTMBHOCTW OCTaeTCcA NpegMeToM AUCKYCCUIM Ha
npoTsxxeHun bonee AByx pecatunetuin [5]. Y HekoTopbix nauueHToB MBI aBnAtoTca
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OCHOBHOW 3MWNENTOreHHOW 30HOW, 1 B 3TOM Cllyyae JOCTaTOUHO YAANUTb WY pa3pyLUnTb
TONbKO reTepoTonuuyeckre y3enku, Ytobbl JOOUTbCA YMEHbLUEHUA UKW NpeKpaLleHns
npuctynos [5, 9]. Y apyrux nauneHToB abeppaHTHble CBA3N, obpa3oBaHHble mexay MBI
N KOPKOBbIMUX CTPYKTypamu, NO-BMAUMOMY, MMEIOT peluatolee 3HaueHre B anunenTore-
He3e, BKIOYaA YCUSIEHNE N CUHXPOHM3aLMI0 NUNENTUYECKON aKTUBHOCTW, YTO MOXeT
notpe6oBaTb ngeHTUdGMKaLMM 1 yaaneHUs 3aecTBOBaHHbIX 0bnacTel Kopbl FONIOBHOIO
mos3ra [5].

Mo paHHbIM cKanbnoBoW I3 MHTepUKTanbHaA aNuNenTMGOPMHaAA aKTUBHOCTb, Kak
NpaBuIo, NOKanu3yeTca Hag 30HoN retepoTonuu. OfHaKo y HEKOTOPbIX NaLMeHTOB OHa
perncTpupyeTca n B APYrmx permoHax, u fake Ha NPoTMBOMONOXKHOM nonylwapun. Onu-
CaHbl CJlyyaum reHepanM3oBaHHOW CNaK-BOTHOBOW aKTUBHOCTY 1 AaXke HopmasbHon 33l
MkTanbHanA xe 23 nokasblBaeT pervMoHanbHOe Havyano Hag Tor Aonen nnmn remmcdepoin,
rae MBI nokanusyetca. [le6ioT MoXeT 6bITb KaK YHU-, Tak 1 GunaTtepasbHbIi B cnyyae buna-
TepanbHoli MBIl Tem He meHee perncTpupyemas anunenTudopmHan akTMBHOCTb He AaeT
OTBETOB Ha Lesblll pAg BONPOCOoB: 1) Kakasa 13 CTPYKTYpP reHepupyeT akTMBHOCTb — 1Bl
UM KOpa, pacnosioXeHHasa Hag Hel; 2) B CllyYae MHOXXECTBEHHbIX Y3/10B KaKOW M3 HUX AB-
nAeTca Hambonee aNUNENTOreHHbIM; 3) Kakas YacCTb KOPbl U B KaKOW CTeMNeHn reHepupyeT
anunenTnGOPMHYI0 aKTUBHOCTb; 4) HACKOJIbKO CNOXHA CYLLIeCTBYIOLAA NnnenToreHHas
ceTb [5,9-12]1?

Hanbonee nHpopmMaTNBHbBIM METOAOM B M3yYeHUM MPOLLECCOB MuenToreHesa npu
MBI saBnAetca ctepeo-33I, NOCKONbKY NO3BONAET OAHOBPEMEHHO rccnefoBaTh rnyboko
pacnosioXeHHble reTepoTonuUecKue y3enKkuy, a Takke acCoLMMPOBaHHYI0 UKW anbTepHa-
TUBHYIO MOTEHLUMNANbHYIO SMMNENTOreHHYI0 30HY B HEOKOPTEKCE MW Me3nanbHbIX BUCOY-
HbIX CTPYKTYpax [5]. Yalye Bcero npu ctepeo-33I pernctprpyeTca oqHOMOMEHTHOE Hayva-
N0 3NMNEeNTUYECKNX NPUMNAAKOB B y3nax U GYHKLMOHANbHO CBA3aHHOW C HUMK Kope. Pexe
HabniopaeTca cuTyaums, Korga 30Ha MHMLMALUM NPUCTYNOB HaxoAMUTCA TOMbKO B y3nax
MBT, ewe pexe — Tonbko B Kope [5, 13, 14].

WmetoTca nybnukauum, onucbiBatoLire manyto Koropty naumeHToB c MBI, y koTopbix
6blNa BbINMOMHEHa TONIbKO BUCOYHAA NOOIKTOMMA Ha OCHOBaAHUWN KIIMHWKM U CKaJibMOBOM
I3[, TMNMYHBIX ANA BUCOYHOrO pernoHa. Hn y kKoro 13 10 npooneprpoBaHHbIX He 6biio
[JOCTUTHYTO MpeKkpaleHusa npuctynos [5, 15]. Nocne Toro Kak BMCOYHaA Nob3KToMuUA
6blna gononHeHa yaaneHnem (MOSHbIM UM YaCTUYHbIM) FeTEPOTONUYECKUX Y3110B, 3¢-
bEKTUBHOCTb XMPYPrMyecKoro fieueHns 3HauuTenbHO Bo3pocna — oT 67 o 100% nauueH-
TOB CTanu ceo6oaHbI OT NpucTynos [5, 15, 16].

B Hawweln koropTte BUCOUYHasA No63KTOMMA Oblna BbIMOMHEHa TONbKO OLHOMY NaLMEHTY,
umetowemy nommmo MBI dokanbHyo KOpPTMKanbHyto aucnnasnio. IGPeKTMBHOCTb XUPYpP-
rMyeckoro fieyeHus, oueHeHHas Kak Engel Il, cempetenbctByeT 0 Tom, uto QK] TakxKe BHO-
CUNa CyLeCTBEHHbIN BKNaA B dNuenToreHes.

CNoXHOCTb XMPYPrmyeckoro yganeHusa reTepoTonnyeckmx Y3noB COCTOUT B TOM,
UTO OHM UMeEIOT rNyboKoe pacrnonoXKeHne 1 HepedKo MX pe3eKumsa HEBO3MOXKHa BBU-
Ly BbICOKOIO p1CKa nocneonepaunoHHoro Hesposoruyeckoro geduuyumra. Onepupyior,
KaK npaBufio, ogNHOYHble OAHOCTOPOHHUE Y3Jbl, AOCTYN K KOTOPbIM HE NEXMUT yepes
peueByio Kopy. [MoaTomy ogHUM 13 3 deKTUBHbIX 1 6e30MacHbIX METOA0B NeyYeHns 3Mnu-
nencun npu MBI Ha cerogHAWHMIA AieHb NPY3HaHa CTepeoTakcmyeckan abnauma nepu-
BEHTPUKYAPHbIX SMUIENTOreHHbIX Y3N10B, KOTOpasa BbIMNOMHAETCA HernocpencTBEHHO
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BO Bpems cTepeo-I3[ ¢ ycTaHOBNeHreM 30HbI nHUUMauum npuctynos. Khoo Hui Ming n
coaBT. 06061WKNKN faHHble 0 33 nauuneHTax, onmncaHHbIX B nuTepaTtype ¢ 2000 no 2020 .,
KOTOpbIM 6binia BbIMOMHEHA pafMovYacToTHaA TepMmokoarynauma. 19 yenosek umenu
YHUNaTepanbHyto nokanmsauuio, 1 B 7 csiydaax 6binn oguHouYHble y3nbl. B 16 Habnoge-
HUAX 30Ha MHULMALUN SNUNENTAYECKMX NPUCTYNOB Oblfla Kak B MepUBEHTPUKYAPHbIX
y3nax, Tak U B KOpe, B 6 — TONbKO B MePUBEHTPUKYNAPHbIX Y3nax, B 1 — TONbKO B Kope
rosoBHOro mo3sra. lloMmnmmo pagro4YacToTHOM TepPMOKOoarynaLmm, B 5 ciyvasax gONOIHU-
TeJIbHO BbIMNOHANACh pe3eKuna Kopbl. Y 13 naumeHToB TepMoKoarynauma 6oina Bbinon-
HeHa Tonbko B oTHoweHun MBI, y 11 — B oTHoweHuu MBIN 1 3anHTepecoBaHHON KOpbI.
M3 33 yenosek 23 (70%) oTBETMN Ha NleYeHre YMeHbLUeHeM NprucTynos Ha 50% n 60-
nee, B 16 (48%) HabnogeHUAX NPUCTYNbl NPEKPATUANCL MOMTHOCTbIO C MepUoAOM Ha-
onogeHuna 24 mec. (onana3oH 6-103 mec.) [5].

Ewe ogHMM MeTogOM nedeHna GapmakopesncTeHTHON SNunencum ABNAETCA CTUMYNA-
uua bnyxpgatoLLero Hepaa. [laHHbIA MeTo NPUMEHAETCA Kak NannnaTusHbli. Mo gaHHbIM
Hanbonee KpyrnHOro eBponenckoro nccnefoBaHns, ero 3GdeKTMBHOCTb (CHUXeHne Ya-
CTOTbl NPUCTYNOB Ha 50% u 6onee) y neTen oueHeHa Kak 43,8% [17]. B Hawem nccnepo-
BaHMM NPUMEHEHWe CTUMYNALUKN 6Ny aatolero Hepea y ABYX NaLMeHTOB He Nokasasno
3bPEKTUBHOCTU HU Y OHOTO U3 HUX.

B 3AKJTIOMEHUE

OcCHOBHbIM KNMHUYecKM npossneHvem MBI AasnaeTca anunencua, KoTopasa BCTpeya-
etca y 75% nauyuenTtos. ConyTcTyowme LepebpanbHble manbdopmaumu, nomumo MBI,
MOBbILIAIOT BEPOATHOCTb hapMaKope3UCTEHTHOIO TeYEHUA SNUAENTUYECKX NPUCTYNOB
N KOTHUTUBHbIX HapyLleHWA. Xupypruyeckoe nieyeHve anunencum, obycnosneHHoN ne-
PVBEHTPUKYNAPHON reTepoTonuei, ABNAETCA CNOXKHOWN 3aAavei. AflbTepHaTUBHbIN MeToq
Tepanuu — ctTuMmynauua 6nyxxaatolero Hepaa — He noka3san 3gpdeKTMBHOCTM B Habnoaa-
€MbIX HaMK ClyyasnXx.
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