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Pesrome

CUHAPOM «reMUKOHBYJ IbCUU-reMunaernsa-anunencus» (IM3) aBnsaeTcsa PeaKuM nocaesCcTBUEM YOKaIbHOIo INuaenTu-
yeckoro craryca (3C) B JeTCKOM B0O3pacTe. [71aBHbIM OT/INYUTENIbHbIM PU3HAKOM CUHAPOMA ABJISETCA OAHOCTOPOHHEE
10paxeHne rosl0BHOro mMo3ra Bo Bpems 9C ¢ nociaeqyoLmnm pa3Butnem remmunapesa v hapmakope3ncTeHTHON nsien-
cumn. O4HOCTOPOHHEE rnopaxkeHne moara npy 3C [0 HACTOALLEro BDEMEHN HE HAXOANT O4HO3HAYHOr0 OObSCHEHNS B CBSI-
31 C 4eM Mbl N3yY4aan KOMOPOULHOCTb y nayneHToB ¢ [T3, koTopas npeanoioXuTesIbHO MOrna ObiTb MPUYNHON FrEMUC-
hepHoOro nopaxkeHus. Llenb uccnenoBaHus — aHanam3 ComnyTCTBYrOLeNn naronorum y nayneHtos ¢ T3, sBusLielics
BO3MOXHOW MPUYNHOV O4HOCTOPOHHEr0 MOPaXXeHus rosi0BHOro mosra. Marepuasi n Merofbl. bbisiv 06C1€40BaHb! YETbi-
pe naymeHTa ¢ cuHgpomom T3, Bo3pacTHoum gnana3oH — ot 1 roga 2 mecayes [0 6 1eT; Tpu Masibynka, 0OgHa JeBoYKa.
Pesynbtarsl. Te4eHne 3ab60/1€BaHNA ¥ BCEX NaLUNEHTOB COOTBETCTBOBAIO Kputepusam [T3, ogHako obpaiyano Ha cebs
BHUMAHNE HAJIN4Me KOMOPOULHOCTH Y BCEX YEThbIPEX MAUNEHTOB. y nauneHTa A.A., 6 16T — runoTupeos, HECKOJ1bKO CO-
CTOSIHWUW C HapyLLEHNeM YPOBHS CO3HAHWUA U 3araxoM aleToHa 130 PTa, HECKOJIbKO CITOHTAHHbIX FeHEepPan30BaHHbIX
CYAO0POXHBIX NpucTynoB ¢ 11 mecayes; y nayneHTa B. C., 6 16T — a4peHOreHnTaabHbIi CUHAPOM, BPDOXAEHHAs r1ayKoma,
ynaywnenta [.LLl., 1 rog 10 mecsies — nopok cepALa, BbICOKas CTerieHb CTUrMatn3aumnu, nogo3peHne Ha cuHgpom Bosib-
a-XupLuxopHa; y nayneHtkn B.X., 3 neT — gerckuii yepeobpasnbHbivi napaam4, noctreMopparnyeckas OKKI3NOHHas
rugpoyegpanvs. 3aknodenne. C Halluen TOYKU 3PEHNUS, KOMOPOULHOCTb MOIJ1a ObITb MPUYNHON CKPbITbIX WIIN SIBHbIX
MOBPEXAEHNI OJHOA reMucepsbl, 4T0 MOXKET 00bSCHUTL OJHOCTOPOHHEE NOPaXxeHne Mo3ara npu cuHgpome 3.

KnroyeBbie cnoBa
feMMKOHByﬂbCMM-I'eMMﬂﬂeI'MFI—aﬂMﬂeﬂCMﬂ, anunericus y,aereﬁ, AnNUIenTu4ecKkum craryc.
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KoHthnukT uHTepecos
ABTOp 3asBJISeT 06 OTCYTCTBUN HEOOXOAUMOCTU PACKPBITASA (DUHAHCOBOMN MOALEPXKKN UM KOHIMKTA UHTEPECOB B OTHOLLE-
HWN JAaHHON Ny6nunKaumm.

LAns uMTMpoBaHuA
AnassH C.0. Komop6buaHOCTb NP CUHAPOME FeMUKOHBYNbCUA-TeMUNNErnn-anunencun y aetei. nuaencusa n napokcn3-
masnbHble coctosiHus. 2018; 10 (1): 73-79. DOI: 10.17749/2077-8333.2018.10.1.073-079.
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Comorbidity in hemiconvulsion-hemiplegia-epilepsy syndrome in children
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Summary

Hemiconvulsion-hemiplegia-epilepsy (HHE) syndrome is a rare consequence of focal status epilepticus (SE) in childhood.
The major discerning feature of the syndrome is the unilateral brain lesion during SE with subsequent development of
hemiparesis and drug-resistant epilepsy. The unilateral brain damage in SE is not fully understood. We hypothesized that
comorbidity could be the cause of this the hemisphere damage; to that end, we searched for the evidence of comorbidity
in patients with HHE. Objective: to analyze the concomitant pathology in patients with HHE, which was the possible cause
of unilateral brain damage. Materials and methods. Four patients with HHE syndrome (aged from 1 year 2 months to 6
years, three boys and a girl) were examined. Results. The course of the disease in all patients met the criteria of HHE;
various manifestations of comorbidity were found in all four patients. Thus, patient A. A. (6 years old) had hypothyroidism,
the history of consciousness loss, acetone smell from the mouth, and spontaneous generalized seizure attacks starting
from the age of 11 months. Patient V.S. (6 years old) had adrenogenital syndrome and inborn glaucoma. Patient D. Sh.
(1 year 10 months old) had a structural heart defect, a high degree of stigmatization, and suspected Wolf-Hirschhorn
syndrome. Patient V. Kh. (3 years old) had cerebral palsy and post-hemorrhagic occlusion hydrocephaly. Conclusion. We
propose that comorbidity can be the cause of hidden or obvious lesions in one hemisphere, which can explain the
unilateral brain damage in HEE syndrome.
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BBenenue

Mpo6nema anunentuyeckoro ctatyca (3C) y petei
He TepsieT CBOK aKTyaslbHOCTb [0 HACTOSALLEro BpeMeH!,
a pebpunbHasa MHeKUNa SBnseTcs Hanbornee YacTon Npu-
ymHoi 3C B AETCKOM BO3pacTe B OTAM4YME OT B3POCHbIX.
[MoMMUMO reHeTMHecKn AeTepMUHUPOBAHHbIX BapuaHToB 3G
y [JeTeil, NPeUMYyLLECTBEHHO OTHOCALMXCA K CMeKTpy
GEFS+ (reHepanusoBaHHas anunencus ¢ ebpusibHbIMU
CyZopOoraMm nitc), UMelT MeCcTo Takue CUHAPOMbI C Ma-
non3yyeHHbIM natoreHe3om, kak FIRES — cuHapom anu-
NEncum, CBA3aHHOM ¢ e6bpUbHOM MHAEKLMER 1 CUHAPOM
reMUKOHBYNbCUIA, remunsieruu, anunencun (M3).

T3 siBnseTca peakum cneacTemeM poKanbHOro anu-
JIENTMYECKOro cratyca B [OeTCKOM Bo3pacTte. TO4YHble
YPOBHM 3a60/1€BaEMOCTY B HACTOSALLEE BPEMSA HEN3BECT-
Hbl, OHAKO cleayeT OTMEeTWUTb, 4TO 3a60/eBAaEMOCTb
B MHAYCTPUANbHO Pa3BUTbIX CTPaHaX 3a NOCNeAHuNe ae-
CATUIETUSA 3HAYUTESIBHO CHU3UNACh B CBA3W C BHeLpe-

HUEM NpPOTOKONOB fievyeHns 3G, npeanonaratoLLnX paH-
Hee UMCNoONb30BaHMe 6EH30Ma3enuHOB, a TaKxXe
AKTUBHOW MMMYHU3aLmMeid AeTCcKoro HaceneHus [3]. Tak,
B OZLHOM W3 UCCNefoBaHuii Ob1n0 3aPUKCUPOBAHO Naje-
Hue 3abonesaemocTtu c 7,77 o 1,64 Ha 10000 B rop 3a 11
net ¢ 1967 no 1978 r. [2]. BBy HN3KOW 4acTOThbl BCTPE-
4aemocTu cuHapoma M3 Mbl BbIHYXXAEHbI OFPAHNYNTb-
CA ONUCAHNEM YeTbIpeX KNMHUYECKUX CIy4aes.
3aboneBaHne BKKOYaeT CreayloLy nocnepoBa-
TEIbHOCTb COObITUIA: NPOLOSKUTENbHbIA yHUNaTe-
panbHbIi  (POKaNbHbIA MOTOPHbIA npunagok (3C),
06bI4HO BO3HMKAKOLWNIA HA poHE PebpusibHON Temne-
paTypbl BO BpeMs MHdeKuun, BCnes 3a HUM passuBa-
eTCa remMunyierus uncuaatepasbHO cygoporam, a 3a-
TeM Mocfe NAaTeHTHOro  nepuoda  pasfinyHon
NPOAOSDKUTENbHOCTU  hopmMupyeTcs  apmakopesmn-
CTeHTHas dokanbHas anunencusa [1]. KnuHnyeckue
O0COBGEHHOCTM ¥ NpeAnonaraeMblin NatoreHes, Knaccu-
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Pucynox 1. [Tauuent 2, Bnagumup C. MPT (A — DWI, b — FLAIR) nannmanbnas cragus HHE, 2-11 nenp mociie snmnenTuaecKoro
craryca. [Ipu3HaKy OTeKa NPaBoro NOoNymapus: OOMHPHbIE YIACTKU THIEPUHTEHCUBHOI'O CUT'HAJIA, YBEIUYEHHUE OObEMA

MOV IIAPHSL.

Figure 1. Patient 2, Vladimir S. MRI (A — DWI, b — FLAIR) initial stage of HHE, the 2nd day after SE. Signs of edema of the right
hemisphere: extensive areas of hyperintense signal, an increase in the hemispheric volume.

omkauus, Te4eHre U NPOrH03 NoApo6HO 06CyXKaAaNUCh
B Hallen npeAblayLlenn ctaTtoe [6]. B naHHOW paboTe Mbl
XOTUM CCIOKYCMPOBATb BHMUMAHWE HA WU3Y4eHUU BO3-
MOXHbIX MPUYUH TAKOrO0 HEMOHATHOrO ABJIEHUA, KakK
OJLHOCTOPOHHUIA 3NWUNENTUYECKUIA CTaTyC, BbI3blBaO-
LKA ganbHeee yHUnarepanbHoe nopakeHne rofos-
HOro MO3ra, cpeaun KOTOpbIX Hambosiee BECKOMW, C Ha-
e TOYKM 3peHuns, NpeacTaBnseTcsd KOMOPOUAHOCT,
crnoco6Has BbI3BaTb CKPbITOE, HEPACMNO3HAHHOE, OHO-
CTOPOHHEe MOBpexX/JeHne, KOTOPOE BMOC/EACTBUM
nrpaeT pOKOBYH POJib B DOPMUPOBAHUN YHUIaTepasib-
HOr0 FreMMUCEPHOro NOPaXKeHuns.

Lienb nccnepoBanuns — aHanu3 conyTCTBYHOLLEN NaTO-
norun y nauneHToB ¢ M3, ABMBLLERCS BO3MOXHOW Npu-
YMHOW OJHOCTOPOHHEr0 MOPAXKEHNA FOJIOBHOIO MO3ra.

Marepuajabl © METOIBL

bbinn 06¢cnefoBaHbl YeTbipe naureHTa ¢ CUHAPOMOM
[T3 B BO3pacTe 0T 1 roga 2 mec. 4o 6 et (TpU Manbynka
N 0fHa OeBOYKa). Bcem mauveHTam npoBOAWUSICH AJN-
TenbHbI BUAeo-33M-moHnTopuHr (B33l Ha ob6opyno-
BaHuu Nicolet “NicOne” u «Grass Telefactor” (npoussog-
ctB0 GLUA), a Takxxe MPT ronoBHOro moara.

PesynbTaThl uccnenoBaHns He 0606Lannch U cTaTu-
CTUYeCKNe MeTOobl He MPUMEHSANINCH B CBA3U C HEOOb-
LIMM KOJIM4ECTBOM NaLMEHTOB.

Pe3yabpTaTsl H O0CYKIEHHE
Hu>xe Mbl NpUBOAUM ONMCaHUEe 0COBEHHOCTEN Te4e-
HUsi cuHapoma M9 y HalWMX NaUnEeHTOB.

anunencus n NapokcnamMasibHble COCTOSHUSA

lNaynent 1. Angpen A., 6 ner.

KomMop6buaHOCTb: rMNOTUPEO3; HECKOMbKO COCTOSAHNIA
C HapyLleHVem YpPOBHS CO3HAHMSA W 3anaxom aueToHa
N30 pTa; reHepann3oBaHHble CYAOPOXHbIE MPUCTYMbI
(FCM) ¢ 11 mec. (1 pa3 B mecsy) A0 INUIENTUYECKOrO
cTartyca.

anunentuyeckuin ctatyc: B 1 rog 5 mec. knactep npa-
BOCTOPOHHUX FEMWUKOHBYJIbCUBHBIX MPUCTYNOB Ha (POHe
FMNOrMMKEMUYECKON KOMbI NPOAOIIHKMTENbHOCTLIO 3 4
(MO AaHHbIM BbINUCKMK), NOCSIE 3TOM0 TPAH3UTOPHO yTpa-
TWJ1 HABbIKK, PA3BUIICA MPABOCTOPOHHMWI remunapes.

HeBpocTaTtyc: NpaBoOCTOPOHHUI remunapes 36., Bbl-
pa)keHHas 3ajep>KKa ncuxo-pevyeBoro pa3BuTus.

Anunencua: dokanbHas, papmMakope3ncTeHTHas.

Tun npuctynos: 1. Mocne 1 roga 5 mec. — NpaBocTO-
POHHWE TeMUKOHBYNbCUBHbIE; 2. C ABYX NET — acuMme-
TPUYHble aNunenTuyYeckne cna3mol; 3. B HacTosLLEee Bpe-
msa: a) bunarepasibHbIi TOHUYECKWiA C Bepcuen rnas
1 TONOBbLI BNpaso; 6) 6unarepanbHbii MUOKITOHUYECKUIA
— 6unartepanbHblil TOHMYecKuin. Mo gaHHbIM B3I, 30Ha
Havana npucTynoB OTYETINBO He ONpeaenseTcs, Bneyar-
feHMe NPaBONONyLIAPHOro reHesa 4acTu NpucTynos. Ya-
cToTa npucTynoB — 5-10 B CyTKW.

Q9l: 06Lee 3ameNeHne, pernoHanbHOe 3aMmeeHne
C 3NMNenTUOPMHON aKTUBHOCTLIO B JIEBON LieHTpasb-
HO-BUCOYHOW 1 NPaBoW JIOGHO-LEHTPaNbHOW 061acTax
He3aBNCUMO.

MPT 4yepes 1 rog nocne 3C: nesononywapHas reMu-
atpoqus.

®dapmakoaHamHes: PB, CZP, VPA, LTG, CBZ, OXC,
TPM, LEV, keToreHHas guera.
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Pucynoxk 2. [Tanuent 2, Bragumup C. MPT (A — T2, b — FLAIR) 4epes 3 mec. HOCIe AMUIENTHIECKOTO CTaTyCa. IIpu3Haku arpodun

IMIPABOI'o MONYIIApUA.

Figure 2. Patient 2, Vladimir S. MRI (A — T2, b — FLAIR), 3 months after SE. Signs of right hemisphere atrophy.

MNaywnent 2. Bnagnmup C., 6 net

KoMop6uaHoOCTh:  agpeHOreHUTasnbHbIii
BPOXXAEHHAs rnaykoma.

ANUNenTUYeCKUiA cTaTyc: B 5 NeT NEBOCTOPOHHUIA re-
MUKOHBYNbCMBHbIN Ha hoHe OPBI (repnec?) B TeveHue
15 MUH., 3aTeEM pa3BUIICA NEBOCTOPOHHUI remunapes 4 6.

HeBpocTaTtyc: neBOCTOPOHHUIA remunapes 3,5-4 6.,
yMepeHHas 3ajep>xKa NCMxopeyeBoro pa3suTus.

anunencusa — pokanbHas, dapmMakope3nCcTeHTHas.

Tun npuctynoB: 1. ACUMMETPUYHbIE 3NUNENTUYECKNE
cnasmbl S>D; 2. ANUAENTUYECKNIA CNa3m — TOHUYECKUIA.
HacTota npuctynos — 4-15 B cyTKu.

93l chokyc anunenTUOPMHOIA aKTUBHOCTU U PErmo-
HanbHOE 3aMeflfieHne B NpaBoi NOOHOW 06nacTu, Bbipa-
)KeHa BTOpMYHas 6unatepanbHas CUHXPOHM3aUMS.

MPT: 1. B ocTpbIii Nnepuo — npu3Hakn 0Teka npasoro
nonywapus (puc. 1); 2. Yepes 3 mec. — remmarpodus
crnpasa (pue. 2).

®apmakoaHnamHes: VPA, LEV, ETS, CZP, TPM, LCS.

CUHAPOM,

MMaynent 3. Amutpun W., 1 rog 10 mec.

Komop6uHOCTb: NOpoK cepaua (AedekT Mexnpen-
CEepLHOW NeperopofKu, OTKPbITbIA apTepuanbHbIi Npo-
TOK, HeA0CTAaTOYHOCTb TPUKYCMWAANBHOIO KJanaHa),
onepupoBaH B BO3pacte 7,5 Mec.; BbICOKas CTeMneHb
cTurmartmusauun; nopo3peHnme Ha cuHapom Bonbda-
XupxopHa.

dnuctatyc: B 10 mec. nocne rops4enn BaHHbl (BoAa
6bina Tennee 0ObIYHOr0), NPABOCTOPOHHWUIA TEMUKOH-
BYNbCUBHbIN, NPOLO/MKMTENbHOCTL 1,5 4, nocne Kynu-
pOBaHUA MOABUIICA MEPMAHEHTHbIA NPABOCTOPOHHUNI
remunapes.

HeBpocTaTyc: npaBOCTOPOHHUIA remunape3 3,5 6.,
Bblpa)XKeHHas 3aJep>KKa Nncuxope4eBoro pa3suTus.

anunencus — okanbHas, apMakope3nCcTeHTHas.

Tun npucTtynoB: 1. NpaBOCTOPOHHWE FEMUKNOHUYE-
ckue; 2. TCI1. MpucTynbl NOSBUNNCHL Yepes 2 Mec. Nocne
anucTatyca. Hactota — 1 pa3 B Mecsu, Knactepamu.

A9l nNpopomKeHHOE 3aMepsieHUe B J1eBOVW JI0OHON
obnacTu.

MPT 4epes 4 mec. nocne 3C: nesononyliapHas remu-
atpodous.

®apmakoaHamHes; VPA, 0XC.

layneHTtka 4. Buktopusa X., 3 rofa 2 mec.

KoMopbuaHOCTb: MOCTremopparnyeckass OKK3u-
OHHas rugpouedanus. CocTosAHNE NOCNEe IHOOCKONNYe-
CKOV 3-BEHTPUKYNOCTOMMUU, aKBeAYKTOMMNACTUKM, Nna-
CTuKM oteepcTus MaxkaHgmn, CTEeHTUPOBAHUA KPaHUO-
BepTebpanbHOro nepexona. [eTckuii uepebpanbHbIN
napanud, ABonHas remunnerus, D>S (NPaBOCTOPOHHMNI
NMepMaHEHTHbIA remunape3 nocsie reMUKIIOHUYecKoro
3C). HapyLieHune ncuxope4eBoro passuTus.

anuctatyc: B 2 roga 10 mec. Ha dpoHe OPBU, remu-
KOHBY/IbCWBHbIA ChpaBa, NPOAO/KUTENIbHOCTb 7 CYT.
Mocne KynMpoBaHWS pa3BuUIICS NMPABOCTOPOHHUI remu-
napes Ha (poHe JBONHOW reMuneruu.

HeBpocTatyc: cnactudeckuin tetpanapes D>S, Bbipa-
YKEHHan 3a/iep>KKa NCMXope4eBoro pa3BuTus.

Tun npuctynos cpady nocne 3C: ToHNYecKkue ¢ ru-
NepmMOTOPHbIM KOMMOHEHTOM, 3aTemM KynupoBasinCh.
YacToTa — eXXeHEeBHbIE.

anunencua — dokanbHas apmMakope3UCTeHTHas.
Mpunaaku BO3HUKNKM Yyepe3 7 mec. nocne 3C, HecmoTps
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Pucynox 3. [Tannentka 4. Buxropua X. MPT (A — DWI, b — FLAIR) nnunuanpnas craguda HHE, 14-11 nenb nocie Hayana
SMUIENTUYECKOTO CTATyCa. [IpU3HAKM OTEKA JIEBOT'O MOYIIAPHA: OOMIUPHBIE yYACTKU TMIIEPUHTEHCUBHOI'O CUTHAJA.

Figure 3. Patient 4. Victoria H. MRI (A — DWI, b — FLAIR), the initial stage of HHE, the 14th day after the onset of SE. Signs of left

hemisphere edema: extensive areas of hyperintense signal.

Ha HenpekpaljalLycs aHTUINUIENTUYECKY0 Tepa-
nui, NpoBoANMYI0 ¢ MomeHTa 3C.

99I: hoKyc anunenTUPOPMHOA aKTUBHOCTM B LIEH-
TpasibHON BEPTEKCHOM 06J1acTu.

MPT: 1. B ocTpblii nepuof — 0TeK JIeBOro nosywapus
(pue. 3); 2. Hepes 3 mec. — remmatpocus cnesa (puc. 4).

®dapmakoaHamHes: OXC, CZP.

B cOOTBETCTBUM C BbILLIEYKA3AHHON LIESTbI0 Mbl OCTa-
HOBUMCS NPEMMYLLIECTBEHHO HA UCCMEA0BaHUN KOMOP-

6ugHoOCTM y 4eTbipex nauueHToB ¢ IT3. 06CyxaeHue
npoBoOLUpPYOWMX (PAKTOPOB, OCOOGEHHOCTEN Te4eHus
3a60/1eBaHNs, METO0B JIE4YEHUA U UCXOA0B Y Habnoaa-
eMbIX Hamu feTel 6b1J10 paHee NOAPO6GHO U3N0XKEHO [6].

Mpv aHanuse anamHe3a B NepByto 04epeb obpaLLano
Ha ce6s BHUMAHME Hanu4mne KOMOPOUAHOCTU Y BCEX Ha-
61104aeMbIX NMaLMeHToB. B nepBom crydae 3to runoTu-
peo3, HECKONbKO COCTOSIHUIA C HApPYLLUEHMEM YPOBHS CO-
3HaHWA W 3anaxom aueTtoHa K30 pTa (BO3MOXHO

Pucynox 4. ITannenTka 4. Bukropus X. MPT (A — T2, b — FLAIR) yepe3 3 Mec. IOC/I€ SMMIENITHYECKOTO CTaryca. [IpusHaku

ATPO(UU JIEBOTO MONYHIAPUSL.

Figure 4. Patient 4. Victoria H. MRI (A — T2, 5 — FLAIR), 4 months after SE. Signs of left hemisphere atrophy.
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SAMNAENCUA

M NAPOKCU3MAJIbHbIE
COCTOSAAHMSA

B pe3ysibTaTe runorfinkemMnm), a TakXKe HeCKOJSIbKO reHe-
Panun30BaHHbLIX CYLOPOXXHbIX MPUCTYNOB B aHaMHe3e
[0 pe6tota cuHapoma 'M3. Y BTOporo nauueHTa — agpe-
HOreHUTANbHLIA CUMHAPOM, BPOXAEHHAs rnaykoma.
Y TpeTbero — KOMGUHNPOBAHHBIN MOPOK CepALa, noTpe-
60BaBLUMA ONEPATUBHOIO JIEYEHUS, BbICOKASA CTeMNeHb
cTurmartusaunmn, noao3peHuMe Ha cuHapom Bonbda-
XupwxopHa. Wl HakoHel, B 4eTBEPTOM Clly4ae — nocrneg-
CTBUSA TSXKENIOr0 MepuHaTanbHOro rUMNOKCUYECKN-Te-
mopparnyeckoro nopakenus LLHC B BuAe OKKO3MOHHOA
ruapouedanun, OeTCKOro uepebpanbHOro napanuya,
[BONHOW reMunsieruu.

Cpeamn HenocpeACTBEHHbIX NPUYMH, a CKOpee TpuUrre-
poB 3C B ABYX CMyYasix Mbl CTOSIKHYNINCb C TAKUMU «HEOo-
6bI4HbIMW>» MPOBOLMPYOLLUMN (DAKTOPAMK, KaK rnorin-
KeMmn4yeckasi KomMa u neperpeBaHne B pe3ysnbrate ropsyen
BaHHbI. [IpMHNMAs BO BHUMaAHME CYLLECTBOBAHME 3NWMen-
TUYECKUX CUHAPOMOB, CBA3AHHbIX C MyTaUUAMM B TeHax
SCN1A, PCDH19, POLG, npu KoTOpbIX NpOBOKauusa npu-
CTYNOB MOXET ObITb CBSAI3aHA MCKJIYUTENIbHO C runep-
TepMuei Il060ro NPoNCXoXKaeHns fake 6e3 MHPEKLMOH-
HOro npouecca, MOXHO NPeanosioXUTb, Y4TO B HaLlem
Habt0AeHNIN ropsYas BaHHa sBunack Tpurrepom 3C.

B mupoBoii nutepatype CyLlecTByeT KpaiHe manoe
KOJIMYeCTBO NYy6IMKALNIA, KaCakLLNXCA KOMOPOUOHOCTK
npu I'T3. B 60NbLWINHCTBE N3 HUX YTOMUHAKTCS FEHETU-
yeckne (DAKTOPbl, Kak BO3MOXHas MPUYMHA FEMUKOH-
BYNbCUBHOIO 3NUIENTUYECKOr0 CTaTyca ¢ XapakTepHbl-
mu gns T3 nocnencteuamun. Tak, S. Yamazaki ¢ coaBT.
(2011) npepnonaraet accounaunio 3a60neBaHnsa ¢ mMy-
Tauuen B reHe CACNATA 1 BO3MOXHbIM LiepebparnbHbIM
Baszocnasmom [4].

Miteff C.L. ¢ coaBT. (2015) onucanu cny4an CUHAPO-
ma HHE y nesoyku ¢ mukpogeneuunen 16p13.11. YkasaH-
HbI pernoH 16-n XpomMoCOMbI BKIHOYAET B cebsa cneny-
towme renbl: NOMO1, NPIP, PDXDC1, NTAN1, RRN3,
MPV17L, C160rf45, KIAA0430, NDE1, MYH11, FOPNL,
ABCC1, ABCC6. AHanorunyHas mukpogeneuus 6bina 06-
Hapy>XeHa Yy HEBPONOrMYeCKN COXPAHHO MaTepu naum-
eHTKU. B Bo3pacTte 17 mec. y [EBOYKM BO3HMKIIO NAThb
he6bpuNbHbIX MPUCTYNOB B Te4EHME 3 4 C MOMHbIM BOC-
CTaHOBNeHNeMm, 6e3 Kakux-nub6o nocnefcteuin. [Jo 23
MecC. nauneHTKa pa3BuBanacb HopmasnbHO. B Bo3pacTe
23 MeC. BO3HUK (DeOPUbHbIA FEMUKOHBYbCUBHbIN 3MN-
NEenTUYECKNIA CTaTyC C pa3BMTUEM IEBOCTOPOHHErO re-
munapesa. MPT-kapTuHa yKasbiBasia Ha Bblpa>Ke€HHbIN
0TeK npaBoro nonywapus. B cBa3u ¢ HeadhheKTUBHO-
CTbH) MHTPABEHO3HOr0 (PeHUTOMHA U deHobapbuTana
6blna Npon3BeaeHa KpaHMOTOMUSA C LeNTbio AEKOMNpPec-
cuu. lNocne XxMpypru4eckon gekomnpeccuu 6b110 0TMe-
4YeHO 6bICTPOE BOCCTAHOBJIEHWE CO3HAHUS, HO COXpa-
HWUICA CTONKMIA remunapes. MpucTynbl He NOBTOPSAIUCH
B Te4eHune 4 Mec., a faniee CTaan BO3HMKATb €XXEHEB-
Hble JIEBOCTOPOHHWE CNOXHbIE (POKanbHble Npunagku.
Yepes 5 mec. npu nposeaeHnn KOHTponbHou MPT 6bina
BbISIBJIEHA BbIpa)XeHHAs MpaBoONOnyLlapHas remMuarpo-
dwua. ABTOpbl npegnonaralT cBA3b [T3-cuHgpoma
C cuHapomoM mukpogaeneumn 16p13.11, KoTopbIn paHee

Ob11 ONKUCaH y NaLWeHTOB C ayTU3MOM, UHTESNEeKTYallb-
HbIMU HapyLUEeHUAMU 1 BO3MOXHOW anunencuen [7].

Momumo 3aToro, y 4acTu nauymeHTos ¢ T3 06HapyXu-
BatoTca MyTauum B reHe SCN1A. Kim D.W. ¢ coasT.
(2013), Sakakibara T. ¢ coasT. (2009) onucbiBatT cny-
yau T3 y naymeHToB ¢ CMHAPOMOM [lpaBe, aKLEHTMPYS
BHMMaHMe Ha TOM, 4TO 06a CMHAPOMA UMEKT PAf CXOA-
HbIX KNIMHNYECKNX NposBneHunin [8,9].

[pyras 4actb ny6nmkauuii ykasbiBaet Ha cBA3b [TI
C HapyLIEeHNAMU CBEPTLIBAKOLLENA CUCTEMbI KPOBU, MPU-
BOAALMMUN K BEHO3HOMY U1K apTepuanbHOMY TPOM60-
3y, Kak OAHOMY W3 NaToreHeTU4ecKUX MEXaHWU3MOB
passutua cunppoma. Mondal R.K. ¢ coast. (2006)
06HapY>XUnu BPOXAEHHbIN AeduuNT 6enka S, npej-
CTaBNAOLWEro co6oi BUTammH K — 3aBUCUMbI aHTUKOA-
TYNAHTHBIA 6€510K, Yy 9-neTHei HenanbCKOW [eBOYKW.
Hecnunt npotenHa S cBA3aH € BbICOKUM PUCKOM BEHO3-
Horo Tpomo6o3a y u4enoseka [10]. Momumo 3Toro,
Scantlebury M.H. ¢ coasTt. (2002) onucanu gByx naum-
eHToB € T3, y KoTopbix 6bina 06Hapy>XeHa MyTauLus
B reHe F5, koaupywouwiem csepTbiBaloWwuii gaktop V
(dakTop Leiden), OCHOBHOM nnasmaTu4eckuii Gesok,
perynupytowmnin ceepTbiBaHune (Koarynsauui) KpoBK, Bbl-
CTynawLiMin B Ka4eCTBe KOakTopa npu npespaLieHmm
npotpoméuHa B TpomOuH dpakTopom F10. MyTauus
(hakTopa cBepTbiBaemocTu Kposu V Leiden aBnsetcs
Hanbonee pacnpoCTPaHEHHOW HACNeACTBEHHOW Npuyn-
HOW BEHO3HOro Tpom603a. B neanarpuyeckoi nonyns-
LUMn yKasaHHas MyTaums accouuupyeTcs ¢ Lepebposa-
CKYNApHbIM TPOMO6030M, LepebpasibHbIM Mapannyom
1 Npo3Huedanven y HOBOPOXAEHHbIX. ABTOPbI CHUTALOT
HeobXoaMMbIM nccnenoBatb )akTop CBEPTHIBAEMOCTU
kpoBu V Leiden y Bcex nauneHToB ¢ [T n npu obHapy-
YKEHUN MyTaLumn NPOBOAUTL NPOUIAKTUYECKYIO aHTU-
KOArynsHTHYH Tepanuto, KoTopas, C UX TOYKN 3PeHus,
MOXET YNYHLNTb A40TOCPOYHbIA NporHo3 [11].

B KayecTBe BO3MOXHbIX NpuyuH [T ynomuHatoTcs
1 HacnenCcTBEHHbIe 06MeHHble 3a60sieBaHus. Lee C. ¢ co-
aBT. (2006) onucanu TUNu4Hble nNposenerHns M3 y mna-
[leHua ¢ L-2-rupokcurnyTapoBoi aumaypueii [12].

Mbl 06Hapy>xunu aea onucaHus M3y getei c agpe-
HOreHWUTaNbHbIM CUHLPOMOM. Y 060MX NALUEHTOB 3MNKN-
NenTUYeCcKWii cTaTyc pa3Buics Ha (POHe TeKYLLEen WUH-
dhekuun [13,14]. B Hawem HabnogeHUn oanH 6-NeTHUIA
naumneHT TakXXe cTpajan aApeHOreHWTanbHbIM CUH-
IpomoMm. I3BeCTHO, 4TO NaLMeHTbl C a4PeHOreHnTanb-
HbIM CWHLPOMOM WMEKT PUCK PA3BUTUA OCTPOMN
3HUedanonaTuM, CONPOBOXIAKOLWENCA KOMATO3HbIM
COCTOSIHUEM, ABNIEHUAMMN AN DY3HOTr0 MM 04aroBoro
oTeka Mo3ra, pedpakTepHbiMu cygoporamu. Lee S.
¢ coaBT. (2011) coobwunm o Tpex naymeHTax, cTpaga-
IOWNX BPOXAEHHON runepnnasnen KOpbl HAANO4Ye4HN-
KOB, C OCTPO pa3BuUBLUElCA 3HUedanonatren Ha ooHe
NHMeKunnu. Y nauneHToB 0TMEHAJIOCh HapyLUeHne Co-
3HaHWA W CYAOPOrK, He Kynupylowlwmnecs BBeLeHUEM
rMKoKopTukonaos. MPT BbigBMNA pasfnnyHbie Bapu-
aHTbl MOpPa)keHns 6en0ro BellecTBa, CX0XMUe C NPOsiB-
NeHnaMu aHuedannTa n CUHLPOMA reMUKOHBYIbCUIA-
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remunnerum B 04Hom cny4vae. C TO4YKM 3peHNs aBTOPOB,
MPT LonKHa BbINONMHATLCA HE3AMEL INTENIbHO B CIy-
4yae OTCcyTCTBUA adpheKTa OT BBEAEHUSA TMIOKOKOPTUKO-
nao.. TpebyTca ganbHelWwmne NCcnea0BaHns ANs Bbl-
SCHEHMSA NaTOreHeTUYECKNX MeXaHU3MOB pPa3BUTUS
0CTPON 3HUedanonaTun y naumeHToB C apeHOreHun-
TalnbHbIM cMHApoMoM [15].

AHanuampysi KOMOPOUAHOCTb Y HAWWX MALWNEHTOB,
MOXXHO MPEAn0NO0XNUTb, YTO Takue COMyTCTBYHOLLME 3a-
60s1eBaHNA KaK rmMnoTupeos, runorinkeMm4eckmne Kpu-
3bl Y OJIHOrO NaumeHTa, cuHapomMm Bonba-XupwxopHa
C KOMOGVMHMPOBAHHLIM MOPOKOM CepAua y BTOPOro, Mor-
NN BbI3BATb CKPbITOE, HE UMEIOLLEE KINHUYECKNX NpO-
ABNIEHNI, OLHOCTOPOHHE MOpa)keHwe remucdepsl, 3a-
TEM SABUBLUEECH MPUYNHOA TEeMUKOHBYNbCUMBHOMO 3C
C OAHOCTOPOHHMUM MopakeHnem mo3ara. OguH u3 Hawmnx
nauueHTOB CTpadan aApeHOreHnTanbHbIM CUHAPOMOM,
NMpu KOTOPOM, KaK yKa3blBanoch Bbllle, UMeeT MeCTO L,0-
CTaTO4YHO BbICOKUIA PUCK pPa3BUTUS OCTPOI dHUedano-
natuu, B T.4. B BUJE FEMUKOHBYbCUBHOIO 3MWUIENTMN-
4eckoro cTaTyca, 4TO, TakXe BO3MOXXHO, CBf3aHO
C NpejlecTBYOWNM CKPbITbIM OLHOCTOPOHHUM MO-
BpeXAeHnem remucdepbl Ha (QOHE TOPMOHANbHOIMO
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