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An overview of the literature and clinical cases of epilepsy in Down syndrome (DS) is presented. Epilepsy in DS has
a bimodal distribution with two peaks: before 5 years of age and after 40 years. In childhood, the most common epileptic
syndrome is infantile epileptic spasms syndrome. First-line treatment includes vigabatrin and corticosteroids.

The second peak of epilepsy occurs after the age of 40 and is associated with the coexistence of epilepsy and Alzheimer’s
disease, which is known as late-onset myoclonic epilepsy in DS, the seizure semiology of which is similar to that

of juvenile myoclonic epilepsy.

Clinical cases of patients with infantile epileptic spasms syndrome and DS successfully treated with vigabatrin are
presented. Comorbidities in DS include a high prevalence of obstructive sleep apnea syndrome, increased carbonic anhydrase
type 2 activity, and the presence of myoclonic seizures similar to those in juvenile myoclonic epilepsy. These features support
the use of sultiame as a pathogenetically justified drug for the treatment of epilepsy in patients with AD.

A clinical case of a patient with DS is presented, in whom sultiame demonstrated high efficacy and good tolerability,
as well as a positive impact on development and behavior
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BeepeHue

Cungpom [ayna (CJI) — 310 HacleacTBeHHOE 3a00-
JIeBaHUE, CBSI3aHHOE C YBEJIMYEHUEM YHuclia XPOMOCOM
3a CYET IOJHOM/PEryJISIpHON WIM YACTUYHOU TPUCOMUM
21-11 xpomocoMbl. OHO COMPOBOXKIAETCS XapaKTEPHbIM
¢eHOTUIIOM, YMCTBEHHOM OTCTAJIOCTHIO I COMaTUYECKOM
MaTOJIOTUEN.

B CHIA, no mannsiM Centers for Disease Control
and Prevention, B 2018—2022 rr. poxaajoch Iopsiaka
5700 mereit ¢ CJI B rom, 4To cocTaBiaseT 1 caydait
Ha 640 HoBOopoxXIeHHEIX [14]. EBpormeiickuii peectp
EUROCAT npuBoaut ganHbie 3a 2005—2023 rr.: 2,5 ciy-
yas Ha 1 ThIC. GepeMeHHOCTe, U3 KoTophix 1,0 cocTaBuIn
>KMBO- U MEPTBOPOXIEHHBIE U 1,5 — IIpepBaHHbIE Oepe-
MeHHocTH [19]. I1lo maHHBEIM BcemupHoil opraHuzanuu
3IpaBoOXpaHeHus, pacrpocTpaHeHHocTh CJI B Mupe co-
crapisieT 1 ciydait Ha 1000—1100 HoBopoXaeHHBIX [57].
Jannblie o Poccuu MeHee goctymnHbl; Ha 2017 1. yacTora
CJI coctasnsina 7,54 cinydast Ha 10 ThIC. pOAUBILIMXCS AeTEN

C TEHIEHIIMEN K CHIKEHUIO TToKa3aTesisl B CBSI3U C YIyd-
IIEHUEM TIpeHaTaIbHON TMarHOCTUKM [2].

B nepuon ¢ 1960 o 2007 . oxxuaaemast IPOIOIKM-
TEJIBHOCTD XM3HU NalueHTOB ¢ CJI 3HAUYNUTEIHHO YBEJI-
yptack. Tak, B 1960 . muma ¢ CI0 B cpeaHeM HOXWBaIN
1o 10 net, Torma kak B 2007 . — o 47 aet [42].

Boinessor cienyionme XpoOMOCOMHBIE IIPUYMHBI pa3-
putusa CJI [12, 26]:

1. PerynsipHast TpUCOMMS M3-3a HEPACXOXKIECHUS XPOMO-
COM IIpu Meiio3e (BcTpevaetcst y 94—96 % malneHToB
¢ C). B 95 % caydJaeB NMPOUCXOIUT B SIMILICKIICTKE,
PUCK TTIOBTOPHOT'O COOBITHS cOCTaBysieT 1 % 1o mocTu-
JKeHMs MaTephblo 40 JIeT, TTocJie Yero OH HaYMHaeT pa-
CTH B 3aBUCMMOCTH OT BO3pacTa KECHIIMHBI.

2. Tpancnokanus (3—4 % nanuenroB ¢ CJ1). OGbIYHO
MPOUCXOIUT MPUCOETUHEHNE OTHON 21 XpOMOCOMBI
K xpomocomaM 14, 21 unu 22. I1pu TpaHCIOKaLIUKU
14/21 8 90 % ciyyaeB HOCUTENIEM SIBIISIETCS] MaTh, Be-
POSTHOCTh TTIOBTOPHOT'O COOBITHS cocTapisteT 10—15 %.
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V 10 % HocuTeneit 3a60ieBaHUe TIepeaacTCcs OT OTIIa, OCJIOXKHEHUI, pexke BcTpeyaeTcs Tsokesast hhopMa yM-
BEPOSTHOCTD IIOBTOPHOTIO COOBITHSA COCTaBIsAET 2—5 %. CTBEHHOM oTcTasioctu [39].

Ipu TpaHciokarmu 21/21 poauTeieM-HOCUTEIEM C OlTU- 4. YactnuHas TpucoMus. [IpoucxoauT ayrimkamus or-
HAKOBOI1 BEPOSITHOCTBIO MOXET BBICTYIIATh KaK MaTh, TaK paHMYeHHOro cerMeHTa 21-if xpoMocoMbl. Berpeua-
M OTeIl; BEpPOSITHOCTh peranBa coctapisieT 100 %. eTcs kpaiiHe peaxo [40].

3. Mozauuusm (1—2 % mauuenrtos ¢ C/1). KonnuectBo JJ1s1 moJrydeHus MpeACTaBIEHUS O CJIOKHOCTSIX, C KO-
MOPaXXEHHBIX KJIETOK Y Pa3HBIX MMAlIMEHTOB pa3jinda-  TOPBIMU CTAJIKMBAIOTCS POAMTEIM U oNleKyHbI aeteit ¢ C/1,
eTcs. KimmHudeckue mposiBeHUSI MOTYT OBbITh MEHEEe  MPHMBOIVM CPaBHMTEIbHBIC MTaHHBIC O BeXaX B pa3BUTHUU,
BBIPaXKEHHBIMU 110 CPABHEHUIO C KJIACCMYECKUM Ba-  KOTOpBIE mocTuratorcs nanuentaMu ¢ CJ1 u 1eTbMM ¢ TH-

PUAHTOM: OTME€YACTCA MEHBIICE YMCJIO MEAULIMHCKNX NNMYHBIM pa3BUTHEM (T8.6J'[. 1)

Taomuma 1. Cpasrnumenshoie cpoku hopmuposanus Hagvikog y demeii ¢ cunopomom JlayHa u demeii ¢ MUNUMHBIM DA3GUMUEM
Table 1. Comparative timeframes for skill development in children with Down syndrome and children with typical development

Children with typical development Children with Down syndrome

A major milestone r A major milestone Age, years
Cuur 6e3 ToIIePKKI 0.75 Cunur 6e3 ormops! He MeHee 10 MuH 12
Sits without support ? Sits without support for at least 10 minutes ?

[TeiTaeTcs mpousHecTn 1—2 coBa, KpoMe «MaMa»

WJIU «T1ara», HarmpuMep «6a» BMECTO «Co0aKa» 1.25
Attempts to pronounce 1—2 words other than «mama» or ?
«dada», for example, «ba» instead of «dog»

Hcnonwayet 1 winu Gosiee cI0B, 3HAKOB
WJIM U300pakeHU 1,5
Uses one or more words, signs, or images

XOI[I/IT, HM 3a YTO U HU 3a KOI'O HE A€pKacCh
Walks independently without holding onto anyone or
anything

1.5 CaMOCTOSITeTTHHO XOIUT TI0 IOMY 45
? Walks independently around the house ?

BrIToTHAET OMHOIIATOBBIE MHCTPYKIIMK, HAITPUMEP

OTIAeT UTPYIIIKY, KOrna roBopsT: «Jlaii MHe ee» 15
Follows one-step instructions, for example, giving a toy >
when told, «Give it to me»

Moxet CJIEOOBATh OI[HOIJ.[aI‘OBOﬁ HMHCTPYK-
105078 5,6
Able to follow one-step instructions

IIbeT 13 yaiky 6€3 KPbIIIKY, THOTAA MPOJIUBAET 15 ITpeT U3 OTKPHITON YALIKK 12.3
Drinks from a cup without a lid, sometimes spilling ? Drinks from an open cup ?

TIpon3HOCUT KaK MMHAMYM 2 CJIOBa MOIPSA, Ha-
TIPUMED «E11IE€ MOJIOKa»
Says at least 2 words together, for example, «<more milk»

IMpousHocur dpassr u3 2 cioB
2,0 . 7,7
Speaks in 2-word phrases

MokeT caMOCTOSITEIbHO WX C TIOMOIIBIO IIOTHATh- MoXeT caMOCTOSITEIBHO TTOMHUMATHCS

csl 110 JIECTHULIE 2,0 0 JIECTHULIE 8,5
Able to climb stairs independently or with assistance Able to climb stairs independently

YMeert Oerath 2.0 ‘YMeer Geratb 8.0
Able to run > Able to run >

BrInonHsIeT AByXaTalHble MHCTPYKIIMK, HATIPUMED:

«[ToJToX1 UTPYIIKY U 3aKPOM IBEPILY» 25 CienyeT MHCTPYKUIMSIM U3 2 11aroB 14.9
Follows two-step instructions, for example, «Put the toy ? Able to follow two-step instructions >
down and close the door»

HcnonsayeT >50 c1oB, 3HAKOB WX M300pa-
KEeHU I 15,8
Uses more than 50 words, signs, or images

ToBopur ~50 cioB 25
Says approximately 50 words ’

Ilpumenanue. Ilo dannvim N. Baumer u coaem. (2024), 6 ykasannvie nepuodvt smu Haswviku Gopmupyromesy 75 % Oemeil ¢ CUHOPOMOM
Aayna u demeii c munuunvim pazeumuem [9].

Note. According to N. Baumer et al. (2024), during the specified periods, these skills are formed in 75 % of children with Down syndrome and children
with typical development [9].
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K Haubonee pacnpocTpaHeHHBIM (PeHOTUITNYECKUM
nposieieHussM CJI oTHOCSATCS TUIIOTOHYS, MaJIeHbKast 6pa-
xuiiecasbHasl TOJI0OBa, MUKAHTYC, IJIOCKas MepeHOCHIIA,
TIPUITOMHSTHIE BBEPX IVIa3HbIe 1eu, TaTHa bpamdunna
(Ha mepudepun pamy>KHOI 000JI0YKH), OTKPBITBIN POT, Ma-
KPOIJIOCCHS, MaJICHbKHE YIITN, N30BITOK KOXXM Ha 3aThLIKE,
OJTHa TToTIepeYHast JJAIOHHasl CKJIafKa, KOPOTKUH V maery
C KIIMHOMAKTWIIMEN 1 CaHIaIeBUIHAS IIeJTb (IIIMPOKOE pac-
crostHue mexny | u I majgpliamMmu Ha Horax), 4acTo B coue-
TaHMU C TIIyOOKOM MOIOIIBEHHOM GOPO3/I0IA.

Cunapom JlayHa uMeeT BBICOKYIO YaCTOTy KOMOPOUI-
HOW MaTOJIOTMH, KOTOPYIO CJISAYeT YIUThIBAaTh ITPU Ha3HAa-
yeHUU Tepanuu. Hanbonee yacTble COMyTCTBYIONIUE T1a-
TOJIOTMU: HEWPOCEHCOpPHasT TyroyxocTh (75 % ciydaeB);
crHIpoM obcTpykTrBHOTO armHo3 cHa (COAC) (50—79 %);
cpenauit otut (50—70 %); HapymeHus 3peHust (60—80 %),
BKJIIOYAsl KOCOIJIa3ue, TSDKeNIble aHOMaJIMKM pedpakiiiu
(36—80 %) m xarapakty (<1—3 %); BpOXKICHHBIC TTIOPOKH
cepaia u cocynoB (50 %): Terpana u Tpuana Pajuio, rMo-
IJIa31sl JISTOYHOM apTepyu, TUTIOILIAa31s AOPTHI, OTKPHITHIM
apTepUaibHbBIN TTPOTOK, 0OJIE3Hb MOMSI-MOWST; HApYILIEHUST
SHIOKPUHHOM CUCTEMBI: OXKMpeHue, TMIoTrpeo3 (24—50 %);
ayTOMMMYHHbIE 3a00JIeBaHMsI, BKIIOYasT TUPEOUIUT Xa-
muMoTo (13—39 %), nenuakuto (1—5 %); aHOManum xe-
JIYITOYHO-KHUIIIEYHOTO TPAKTa: CTEHO3 WJIU aTpe3us TBEHAI -
LIATUIIEPCTHOM KWINKU, atpe3ns aHyca (12 %), 6oie3Hb
Tupumpynra (<1 %); 6one3nu kpoBu: aHeMust (1 %), ieiike-
must (1 %), TpaH3UTOPHBII aHOMAIBHBIN MUesIono33 (10 %);
necuut xenesa (6,7 %); ayruzm (7—19 %) u np. [12].

Oco0eHHocTH HeBpoJormdeckoro craryca npu CJI. Xa-
paKTepHa MBbIIIeYHasl TUIIOTOHMUSI, OCOOCHHO y HeTeit
1o 1 roga. 1o 3 et oTMeyaeTcs CUMIITOMOKOMILIEKC nud-
(by3HOI1 MBIIIEYHOI TUIMIOTOHUM (CHHAPOM <«BSIJIOTO pe-
O6eHKa»). Takke xapakTepHbl OTCYTCTBUE pediiekca Mopo,
¢1a60CTh KOHBEPIeHIIUU, CXOASIIeeCs KOCOIIa3ue, Fopu-
30HTaJIbHBII HUCTAIM, JIETKHE KOOPAMHATOPHBIC HapYIIIe-
HUS, 3a1ep>kKKa (hOPMUPOBAHUST MOTOPHBIX U TICUXUIECKHUX
HaBBIKOB. CHIDKEHUE MHTEJICKTA SIBJISIETCSI OMHUM M3 OC-
HOBHBIX cuMNIToMOB CJI. CTeneHb KOTHUTUBHBIX HapyIiIe-
HUI MOXKET OBbITh pa3HOIA: OT JIeTKOH (KO3(GULIMEHT MHTEI-
nekTa (intelligence quotient, 1Q) 50—70) no ymepeHHoit (1Q
35—50), a unorma u tsxenoi (IQ 20—35) [12]. OtmeuaeTcs
CcBoeoOpasre SMOLMOHAIBHOM Chephbl: OONBIIMHCTBO T1a-
LIMEHTOB 3MOLIMOHAIBHO KUBBIC, IIPUBS3AHBI K OJIM3KUM,
JIAaCKOBBI. Pa3BuTa criocoGHOCTD K NoApaskaHUIo, O1arogapst
yeMy mauyeHTsl ¢ CII MOTyT OCBOMTbH HaBBIKA CAMOOOCITY-
>kuBaHus. [leproanyeckyt 61aroayIHOe HaCTPOSHUE CMe-
HsieTcs apeKTUBHBIMM BCIIBIIIIKAMU, HETaTUBM3MOM. He-
PEIKU CITyYan ayTUCTUIECKOTO MOBEIEHNS.

Jannbie Heiiposusyamusanuu npu CJI. TonoBHOI MO3T
nanueHToB ¢ CJI yMeHbIIIeH B pa3Mepax o CpaBHEHUIO
¢ HOpMoIi. BoeIsgBisiercs rumornia3usi J00HO-BUCOUYHBIX
otaenoB. [TocencTBust BpOXKICHHBIX KApAUOIATUI U TIe-
PMHATAIbHOM THMIOKCHUU—MUIIEMUU MOTYT IPUBOIUTH

2

K 1 dy3HBIM KOPKOBO-TTOAKOPKOBBIM aTpoGUIECKUM
W3MEHEHUSIM TOJIOBHOTO Mo3ra. B eTMHUYHBIX myO/IrMKa-
LIMSIX ONTMCaHbl KOPTUKaJAbHBIE AUcTeHe3uu [47].

Anunencusa npu cuHapome JlayHa

PacnipoctpanenHocTh anuiencun npu CJI Bbllle,
yeM B OOIIeil MOMyJasliMM, HO HE CTOJb BBICOKA,
KaK TIPU HEKOTOPBIX APYTMX CUHIPOMAX, U OLICHUBAETCS
B nuana3oHe ot 8,1 % [37] no 26 % [24].

Yactoie Tunbl npuctynos npu CJI: dokanbHble MpU-
ctynbl — 47 %, nHOaHTWIbHBIC STUICITUICCKUE CITa3-
MBI — 32 %, TOHMKO-KJIOHWYECKUE MPUCTYIIBl — 21 %.

XapakTepHbI CIenyole SMUIeNTUIeCKue CUHAPO-
MBI: CHHIPOM MH(aHTUIBHBIX SIMIJIETITUIECKUX CIIa3MOB
(CUDBC) (cuHoHuM: cuHapoM Becra), cuHapom JIeHHOK-
ca—Tacro (CJIT), ctpykTypHas oKaiabHas 3MUJIEICUs],
HUAMONaTHYeCKasl TeHepaIu30BaHHasH SITUJICTICUS, a TAKXKe
ocobast ceHUJIbHas (hopMa SIWIETICHH, OITMCAHHAsI TOJIb-
KO y mareHToB ¢ CII, — MUOKJIOHUYECKAsT ITMICTICHUS
¢ no3aHumMm aediotoMm mpu CJI (late-onset myoclonic
epilepsy in Down syndrome, LOMEDS).

CaMoe KpymHOE MOIYJISIIUOHHOE MCCIeI0BaHue
priroyano 405 mammenTtoB ¢ CJ (B Bo3pacTe oT 6 Mec
1o 45 ner); snuiericus Oblla JruarHoctrpoBaHa B 8,1 %
ciydaes [43].

He6tot anunerncuu npu CJI uMeeT BO3pacT3aBUCUMBIIA
xapakTtep. OTMevaroTcs 2 mrMKa 3a00J1eBaeMOCTH: B BO3pa-
cte 1o 1 roma (40 % caydaeB) u ociie 30 et (takke 40 %
ciydaeB) [4, 43].

[TepBblii MK MOXET OBITh CBSI3aH C PAHHUMU MEIH-
LIMHCKUMU OCJIOXKHEHHMSIMU, B TO BPeMsI KaK BTOPOI ITUK
COBMAaaaeT ¢ pa3BuUTHeM 0osie3Hu Anblreiimepa (bA) y na-
uueHToB ¢ CJI [47]. [TomuMo reHeTHUEeCKUX (PaKTOPOB
pasButHe snuiencuu npu CJI cBSI3aHO CO CTPYKTYPHBIMU
U MOJIEKYJISIPHBIMM HapyIIeHUSIMHM TOJIOBHOTO MO3ra,
OCJIOXKHEHUSIMU BPOXIECHHBIX ITOPOKOB Cep/lia U YaCThIMU
MHOEKIUSIMUA.

B netckom Bo3pacte (1o 18 nert) anumaerncus npu CJ1
BcTpevaeTcs B 5—10 % ciydaeB ¥ BKIIIOYACT SNUJICITHYE-
CKUE CITa3Mbl, TeHepaIM30BaHHbIC TOHMKO-KJIOHUYECKHE
MPUCTYITBI 1 MMOKJIOHUYECKHE TIPUCTYIIBI MPU WAMOTIA-
TUYECKOM TeHepaJIM30BaHHON 3IMWIEIICU. TakKe MOTyT
HaOmoaaTbes GeOPUIbHBIE TPUCTYIIHI.

V B3pocibix 601bHBIX ¢ CII B Bo3pacTte crapiie 30 jier
snuiencusi Berpevaercsa B 30 % ciydaeB, a crapiie
40 et — yxe B 50 %. XapakTepHbl (pOKaIbHBIC TTPUCTYIIHI,
reHepajau3oBaHHbIE CynopoxkHbIe MpucTynbl 1 LOMEDS
[28, 33, 34].

Arunencus npu CII Xxopolllo u3ydeHa U SIBIsieTcsl MO-
JIEJIBIO JIUIST U3YYEHMS IPUYMH muienToreHesa. [lepeun-
CJIMM HeKoTopble ocobeHHOCTH CJI, KoTopble 00YCIOBIM-
BalOT Pa3BUTHUE PE3MCTEHTHOM SITUJICTICUM:

1. M30bITOUHAs aKkcnpeccust GepMEHTOB, KOIUPYEMbIX

21-1 xpomocoMoii. [TprBOIUT K YCUTIEHUIO COOTBET-
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CTBYIOILIMX MTyTeit MeTabonm3ma. Hanpumep, reH cyre-
poxcuaaucmyTasbl-1 (21-g XxpoMocoMa) 3KCITPECCUPO-
BaH Ha 50 % Ooubllle, B pe3yjibraTe Yero CHUXKEH
YPOBeHb cyrnepokcuaa (cyocrpaTa (pepMeHTa), MOBBI-
1LIEH YPOBEHb MepoKcHIa Bogopoaa (MeTaboauTa), u3-
MEHEHbI YDOBHU OKCHU/IA a30Ta, IEPOKCUHUTPATa U CUH-
TeTa3bl OKCHJIA a30Ta, HaApyIIEeHbI THAPOKCWINPOBAHUE
apoMaTMYECKUX KHCJIOT U CUHTE3 HEPOTpaHCMUTTE-
poB. TakKe MOBBIILIEHUE YPOBHS ITEPOKCHIa BOIOpoaa
MPUBOIUT K MOBBIIIEHUIO aKTUBHOCTU TJTyTaTUOHIIEP-
OKCHJIa3bl I TOTPEOHOCTHU B CEJICHE.

2. Tunepakcnpeccust KapboaHTUapa3kbl 2-To TUIA. Y Ma-
ueHToB ¢ CJI HaGogaeTcs MOBBIIEHE aKTUBHOCTU
KapOoaHruapasbl 2-1o Tvma. JJaHHbIe ObLTA TTOATBEPXK-
JIEHBI KaK Ha Mo3re MbIHoi Moaenu CJI (Ts65Dn),
TakK 4 Ha Mo3re aeTeit 1 B3pocibix ¢ C/I. KapboaHru-
Jpa3a 2-To TUMa JOKAJIU3yeTCs MPEeuMyIIeCTBEHHO
B onuroaeHaporiun 1 Hekotopbix TAMKepruueckux
HelipoHax. Ee rumepakcnpeccus MoBbIIIaeT HEHPO-
HaJbHYI0O BO30YIMMOCTbh U MPEeapacroaoXeHHOCTh
K pa3BuTHIO cynopor y aeteit ¢ CJI 3a cyeT MHIyLUPO-
BaHUS ajikano3a. [IpoucxoauT ycuieHue nemnosspu-
3yloliero oukapooHaTHoro komrnoHeHTa ajist TAMK-
pPeLIeNTOPOB; MOBBIIIAETCSI YPOBEHb BHEKJIETOUHOTO
K* (yBenmuuBaercs MpoaoJKATENTLHOCTD IIOTEHIINAA -
Jla JIeCTBUS, Y MPOUCXOAUT TeHepalys SMUIeITH-
¢GOpMHOIT aKTUBHOCTU — cIaiikoB) [38].

3. deHOMEH «3MOPHOHAIBHOTO MO3ra» [31]: CHIKeHHOE
KOJIMYECTBO TOPMO3HBIX HEIIPOHOB, aHOMaJIbHasI KOp-
TUKaJbHasl JaMUHALUs, COXpaHeHUE MOPGhOJOTruu
IEeHIPUTOB ¢ HU3KMM BETBJIEHUEM, KaK y ILIONA,
YTO TaKXKe CIIOCOOCTBYET BOSHUKHOBEHMUIO SITMIICTICUU
1 OOBSICHSIET CJIOKHOCTHU €€ JICUEHMUSI.

4. OcoXHEHUs BPOXIECHHBIX TTOPOKOB cep/lia B BUAE
HapyIllIeHUIl MO3TrOBOT0 KPOBOOOpAaIlleH!sI, KOTOPhIE
MPUBOAAT K (OPMUPOBAHUIO 0OYAroB HINEMUU
WA KPOBOUBJIMSIHYS, UYTO CO3AaeT OCHOBY CTPYKTYP-
HoOM ¢okanpHOl snunencun [8]. Takxke 0oJyie3Hb
MOI1sI-Moiis1 yallie BcTpevaeTcs y aeteit ¢ C/ u compo-
BOXK/Ia€TCsI XPOHUYECKOM OKKITIO3UEN COCYIOB IrOJIOB-
Horo mMosra. PazBuBaroTcst mporpeccupyrommii CTeHo3
HaIKJIMHOUAHBIX YYaCTKOB BHYTPEHHENW COHHOM ap-
TepUuH, MaToJOTUYECKass U3BUTOCTh apTepUaTbHBIX
KoJl1aTepajieil y OCHOBaHMUS ToJIOBHOro Mosra. B pe-
3yjabrate hOpMUPYETCS XPOHUUYECKast UILIEMUsI C OfI-
HOCTOPOHHUM WX YePEAYIOIIMMCS HEBPOJIOTMYECKIM
nedUuIMTOM U pa3BUTHEM CTPYKTYpHOH (boKasibHOM
SIUJIETICUU.

5. PanHee Havano BA. JlonoaHuTenbHas 21-s9 XpoMoco-
Ma BbI3bIBAET TMIIEPIKCIIPECCUIO TeHa OeJika — Mpe/-
1ecTBeHHUKa amuiounaa (APP), 4To IpUBOAUT K Bbl-
COKOMY COJIepXaHWIO aMuUiIouaa-f B MO3Te;
B pe3yJbrare ¢hopMUpyeTcs SMuaenTudopMHas ak-
TUBHOCTbD Jaxe B OTCYTCTBUE HelipoaereHeparuu [50].

2

Ocob0ennoctu snmiencun y aereii ¢ CJI B Bo3pacte
10 5 get. CUDC — camas yacrtas ¢popMa SIUJIETICUM Y JIe-
teit ¢ CI (o1 6 mo 46 % Bcex cirydaeB amtenicuu rpu CI).
DeOprtbHBIC CYTOPOr TaKXKe pacrpocTpaHeHsl pu CJ1
(XOTsI BCTPEYAIOTCS PeXke, YEM Y IeTeH C TUITMYHBIM pa3-
BUTHEM, — B 2,5 % ciy4aeB potuB 7—9 %).

OTHOCHUTEJIBHO YaCcTO BCTPEUYalOTCsI TeHepaIu30BaH-
Hble TOHUKO-KJIOHMYECKHE MPUCTYIBI B mepBbie 20 JeT
ku3HU. [IpHUCTYITBI COMPOBOXKIAIOTCS 00JIee CepPhbe3HBIMU
OCJIOKHEHUSIMU M3-3a TIOBBIIIIEHHOTO PYCKA ITaJIeHUIA 1 ac-
MMPALVN.

ITpu CJI Takke HaOMI0JAI0TCS TUITUYHBIE, aTUTTMYHBIE
1 MUOKJIOHMYECKME aOCaHChI, OMHAKO TOYHAsI MX YacToTa
HeusBecTHa. K penkum tinam rpuctynos (1o 1 % ciyda-
€B) OTHOCSAT U peJIEKTOPHBIE IIPUCTYIIB B OTBET HA CEH-
COPHBIE CTUMYJIBI (CIIyXOBBIE).

Ha snexrposnuedanorpamme (D3I) y neteit ¢ CJ1,
OTMeUaeTcsl HecrenUIecKoe HeOOIbIIoe 3aMeIJICHUE
(OHOBOI aKTUBHOCTU: U3MEHEHUsI B alibda-, AebTa- 1 Oe-
Ta-puTMax [6].

CuHapoM HH(MAHTUIBHBIX 3MUJIENTHYECKHX CIA3MOB
npu CJ/I. B TeueHue nepBbIX 2 €T XKM3HU BOZHUKAIOT UH-
(aHTUIBHBIE CITa3MBbl (cTUOaTeNIbHbIC, pa3rubaTe/IbHbIC
WIK CTHOaTeIbHO-pa3rudaTe/IbHbIe), 3aTparuBaollre
IIEI0, TYJIOBUILIE U/VJIM IIPOKCUMAaIbHbIC OTIAE/IBl KOHEY -
HocrTeit. [Tuk 3aboeBaeMocT MpuxoauTcs Ha 5 mec. Pac-
npoctpaHeHHOcTh CUBDC npu CJI HayHa cocTaBiasieT
0,6—13,0 %. DnunenTrndecKue Cra3Mbl OOBIYHO JUISITCS
<5 ¢ ¥ IPOSIBIIAIOTCS B BUAE CEPUIA IPUCTYITOB, KOTOPBIE
MOTYT MpoaoskaTbes oT <1 MuH g0 6ojee yeMm 10 MuH.
OnHa cepust MOXET BKJTIOUATh OT 2—35 10 HECKOJIbKUX Jie-
CSITKOB cIa3MoB. Cria3Mbl 0OBIYHO BO3HUKAIOT IMOCJIE KaXK-
JIOTO CHa, a MOCKOJIbKY MJIaJIEHIIbI CIISIT HECKOJIBKO pa3
B JICHb, COOTBETCTBEHHO, CEPUU CITa3MOB MOTYT ITOBTO-
pATHCS OT 2 10 5 pa3 B CyTKU [55].

[Mpu snMIeNTUYECKUX CITa3Max ONMKMCaHbl MTPU3HAKU
JlaTepaiM3aliii, KOTOPhIE YKa3bIBAalOT Ha CTPYKTYPHBII
ovar B Mo3re. K mpusHakam JjlaTepajiu3aliid OTHOCST
ACUMMETPUYHBIC SMWIESTITUIECKIE CIIa3MBbI C «I10301 (hex-
TOBAJIBIIMKA», ClTa3MbI C BEpCUBHBIM KOMITIOHEHTOM B BH-
Jle OTBEeIEHUs TOJIOBHI U IJ1a3 B CTOPOHY [5].

Ha B3I nipu cTpyKTypHOM BapUaHTe perucTpUpyeTCs
TaK HaszbiBaeMas MOIMMUIIMpOBAHHAS THIICAPUTMUS
¢ MpeobIagaHueM PeTMOHAIBHBIX WU MYJIBTUPETMOHAITb-
HBIX TIATTEPHOB.

Panee BbiIeISIIM PSI OTAIMYMIA TaK HA3bIBAEMOTO WAM -
omnatnyeckoro BapuaHta CUDC nipu CII oT CTPYKTYpHO-
ro (ta6. 2) [47].

CuHapoM MH(GAHTUIBHBIX SIMMJIEIITUIECKUX CIIa3MOB
npu CJI moxeT neboTupoBath 1 nociie 3 net. [1pu no3a-
HeM Je010Te, KpOMeE ITPUCTYIIOB 0 TUITY SITAJICITHYECKUX
CITa3MOB, KaK IIPaBUJIO, IIPUCYTCTBYIOT (hOKaIbHBIC TTPH-
CTYIIbI M TeHEPAIM30BaHHbBIC CyTOPOXKHBIE TPUCTYIIHI [ 18,
22,36, 41, 52].
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Tadauna 2. Omauxus uOUORAMUYECK020 8APUAHMA CUHOPOMA UHPAHMUABHBIX FNUACHMUHECKUX CHA3MO6 NPU CUHOPOMe JlayHa om cmpyKmypHo20 6apuanma
Table 2. Differences between structural and idiopathic infantile epileptic spasms syndrome in Down syndrome

Criterion

Idiopathic infantile epileptic spasms
syndrome in Down syndrome

Structural infantile epileptic spasms syndrome
in Down syndrome

MarnuTHo-pe3oHaHCHast ToMorpadus,
MopdoJiorus
Magnetic resonance imaging, morphology

BnexkTpoaHiedanorpadpusi THTEPUKTATBHO
Interictal electroencephalography

EZ[I/IHI/I‘IHI:IC CIIa3Mbl Ha UKTaJIb-
HOI1 3JIEKTpO3HIIE(DaTorpaMme
Single spasms on ictal
electroencephalogram

OnekTpoaHIedanorpadust UKTaITbHO
Ictal electroencephalography

BeHszonunasenHoBas mpoda
Benzodiazepine test

Her nusmeHeHwuii B Mo3re
No brain abnormalities

CuMMeTprUIHast TUTICAPUTMUS
Symmetrical hypsarrhythmia

He nemoncTpupyer ouara
Does not show a focus

EcTh n3MeHeHUs1 B MO3Te
Brain abnormalities present

Her nunTepukTanbHOM MapoKcu3MaabHON
AKTUBHOCTU MEXIY CITa3MaMu
No interictal paroxysmal activity between spasms

TlaTTepHBI MIPUCTYIIOB COYETAIOTCS C (hOKAIb-
HBIM HAa4YaJIOM
Seizure patterns associated with focal onset

ITocne BBeneHuUs qua3enamMa cCoXpaHsieTcst
ovar SnuaenTU(MOPMHOIT aAKTUBHOCTH
Focal epileptiform activity persists after diazepam
administration

CuHIpoM MHGAHTUIBHBIX 3MUICITUYECKUX Cra3-
MOB — (haKTOP PUCKa CEPhE3HOIO KOTHUTUBHOTI'O YXY/IIIIE-
HUsS, Pa3BUTUSI PACCTPOICTB ayTMCTUYECKOTO CIIEKTpa
U BBIpAaXEHHOW WMHTEJUICKTyaJIbHOM HEIOCTaTOYHOCTH
HE TOJIBKO Y IETeH C TUTTMYHBIM pa3BUTHEM, HO U Y Mallu-
entoB ¢ CJ/I. Tak, y nereit c CUDC u CHI Habmomanoch
yJIy4dIlleHre HaBBIKOB BepOaJIbHOM KOMMYHUKAIIUW TTOCTIE
paHHero crapTta JieueHus npuctymnoB. K nperaparam nep-
Boro Beioopa B Tepanuu CUDC npu CII oTHOCITCS TE XKe
MperapaThbl, 4YT0 ¥ PeKOMEHIyeMble B OOIICH IMpaKTUKE:
rmokokopTrukoctepouasl (I'KC) u Buradatpu. Komou-
Halus BUrabaTprHa U MpeaHU30JI0Ha Obla 3¢h¢eKTUBHA
y 83 % maiumeHToB, 4To Ha 23 % BHIIlIe, YeM TP MOHOTE-
paruu [6, 24].

Ocob6enHoctsiMu TeueHnst CUUDC nipu CI0 npu paHHEM
Ha3HAYeHUM BUTA0ATpUHA SBIISIIOTCS OBICTPast HOpMaJIu-
3alus nokasareyeit DI, ObIcTpas cToiiKasi peMUCCUs.
Ecimn npu CUDC noiiro He yaaeTcsl JOCTUYb PEMUCCUU,
TTOBBIIIACTCS PUCK PAa3BUTHUS ayTH3Ma.

AmOy1aTopHblii npoToko Tepamni CUDC npu CI. O6-
mast 3(pHEeKTUBHOCTD MPEACTABISIEMOTO aMOYJIaTOPHOTO
npoTtokona — 74 % [51]. Cxema jiedeHUst OCHOBaHA Ha CTy-
MEeHYaTOM (3CKaJIAlIMOHHOM) TIOIXOIe: Tepalliio BCeraa
HAaYMHAIOT C MOHOTEPAI1 BUTabaTpPMHOM U TOJIBKO B CITy-
yae ero HeaheKTUBHOCTY 100aBJISIOT BTOPOI MperapaT
(ropMOHOTEpAIUIO).

Takum o6pazom, aMOyIaTOPHBIN MTPOTOKOJ Tepanuun
CUDBC npu CJI cneayoniuii:

1. CraproBas Tepanusi: Ha3HaYeHUEe BUTabaTpyHa B Ha-
YajibHOM 103¢ 50 MI/KT/CyT.

2. Tutpanust: eXXeHeIeIbHOe YBeIMIEeHUE 103bI Ha S0 MI/KT.

3. MakcuMarbHasl 103a: MOBbIILIeHYe 103kl 10 200 Mr/Kr/cyT
WJIN 10 JOCTHXKECHUST KIIMHUYECKOTO OTBeTa (KYIHMpPO-
BaHUSI CITa3MOB).

4. 1TMTeTbHOCTD JICYSHUS: TIPH TTOJIOXKUTETHBHOM OTBETE
Tepanus MpoaoJrKaeTcs He MeHee 6 Mec.

5. Ilepexon Ha KOMOWMHMPOBAHHYIO TepamMlio: €CiIu
Ha (poHe IpreMa TeparieBTUYECKUX 103 BUTabaTpruHa
y peOeHKa COXpaHSIOTCS KIMHUYECKUE CITa3MBbl
wnu ruricaputMust, nodasistior 'KC [51].

Y namyentos ¢ CJI Ha0ogaeTcsa MpIIeYHas TUIIO-
TOHHSA, YTO 3ATPYAHSAET AUATHOCTHKY SMUIENTHYE -
CKHMX CNa3MOB, 0COOEHHO B CJIyYyae Maji03aMeTHBIX
npucrynos [6].

Cunapom Jlennokca—TIacto mpu CII. CJII" — ato pe3u-
CTEHTHAasl BMIUJIETICUS C MOJUMOPGHBIMU IIPUCTYyIaMK
(aToHUMYECKUE, aTUITUYHBIE aOCaHCHI, HOYHbIE TOHUYE-
CKHeE), CONPOBOXIAIONIASICS YMCTBEHHOM OTCTAJIOCThHIO
U HapylleHusIMU ToBeneHusi. Ha D3I BuIsIBASIIOTCS 3a-
MeJIEHHEe OCHOBHOI aKTUBHOCTH, T dY3HBIC pa3psiabl
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MeIJIEHHOBOJTHOBOI aKTHBHOCTH BO BpeMsl OOIPCTBOBAHMS
U BCIIBIIIKY U@ @y3HOI ObicTpoit akTuBHOCTU 10—20 Tix
BO CHE (PEKPYTUHT-PUTM).

3aoboneBaemocts CJII' B monynstuuu coctanisiet 0,10—
0,28 ciryyas Ha 100 ThIC. YeJIOBEK; YaCTOTa BCTPEYaeMOCTU
naHHoro cuHapoma y geteit ¢ CJI HeusBecTHa. OgHaKO
oTMedeHo, uyto npu CJI oTmeuaroTcst Oosee mo3aHee Ha-
yajio CJIT u 6oJee BbIcOKast 4acToTa peIeKTOPHbBIX ITPU-
ctynoB [55]. Takke BeposiTHOCTh TpaHchopmanuu CUDC
B CJIT" y nereit ¢ C/I Huxe, yeM B monyiasgiuuu. Tak,
E. Ferlazzo u coaBr. (2009) ObL1M M3y4yeHbl faHHbIE 13 Ma-
meHToB ¢ CII u CJII. OTMeYeHO OTCYTCTBME 3BOJIOLUMN
CJIT u3 CUBC, a Bo3pact nebroTa B CpeIHEM COCTaBUI
9 (5—16) neT; TIpy 3TOM B BO3pacTe cTapiiie 8 JieT 1eOroT Ha-
omonaincs y 62 % GoMbHBIX (YTO ITO3IHEE, YeM B OOIIIei T10-
myystiyn). OTMeyaauch CIeAyrOIIYe TUITbI IIPUCTYIIOB: TOHU-
YyecKue, aTUIMMYHbIC a0CaHChI (HEPEIKO CTATYCHOIO TEUEHMST),
MUOKJIOHUYECKME, TeHEPAIM30BaHHbIE CYTOPOKHbBIE IIPUCTY-
Mbl, IPUCTYTIBI NageHuit. [TpucTynbl ObTU pedpakTepHbI
K Tepanuu. Takeke ObLTM XapaKTepHbI pehIeKTOPHbIE PUCTY-
IbI, TIPOBOLIMPYEMbIE BHE3aMHbIM pa3IpaXuTeeM (3BYK
U MPUKOCHOBEHME, KOHTAKT JIMLIA C BOIOM, KOHTAKT CTeKJIa
¢ rydbaMu, cMex, TToabeM 110 JiecTHule) [20].

CrpykrypHas dokanpHag smuiencus npu CJI. Bospact
nebroTa BapuabeieH; 3a00JieBaHUE MOXET MaHU(PECTUPO-
BaTh yke Ha 1 romy XKU3HU.

Oturonorus: ocnoxHeHus CJI (rTMmoKcu4ecKu-uiie-
MUYecKas sHIedaonaTus, KapauojJorndeckre, reMaTo-
JIOTMYeCKHe OCJIOXXHEeHU U ap.). [1pu HelipoBu3yauzauuu
BBISIBJISTIOTCSI MUCXOMbl HEHPOMHMbEKIIUiA, 1IepedpoBacKy-
JISIpHBIE OCJIOXKHEHUS (B TOM YHCJIe UIIIEMUYECKHe U re-
MoOpparuyeckue MHCYJIBThl U MX TOCIENCTBUS), 00JIe3Hb
MOIisI-MO¥isI, HEMPOJIEHKO3.

ITomumo xiaccuueckux (oKaabHBIX MPUCTYIOB,
MPU CTPYKTYPHOI snumienicuu y naiueHToB ¢ CJ1 Bo3Moxk-
HbI TaK Ha3bIBa€Mble TICEBIOTEHEPAIM30BaHHbIC TPUCTYIIbI,
BO3HUKAIOIIME B paMKax (peHOMeHa BTOPUYHOU OujaTe-
paJIbHOW CUHXPOHUM3ALIMK: TOHWYECK1E, MMOKJIOHUYECKHE,
aTUnU4HbIe abcaHchl. Ha D3I B aTHX cllyyasix oTMevaeT-
¢Sl perMoHaJIbHAs/MYJIBTUPErMOHAIbHAS SMIeNTU(hOPM-
Hasl aKTUBHOCTb, KaK IPaBWIO, B CTPYKTYpe perMoHalb-
HOTO 3aMeIeHUs, B coueTaHuu ¢ AU dy3HbIMU MUK-,
MOJUMUK-BOJTHOBBIMU pa3psiiaMy ¢ PETMOHATbHBIM Ha-
YyajioMm.

OrnucaHbl (hoKabHbIE pedIeKTOPHO-TTPOBOLIMPYEMbIE
npuctynsl [52, 53].

CornacHo R. Guerrini u coaBT. (1990), pediekropHbie
MPUCTYIIbI HAYMHAIOTCS IOC/Ie HEKOTOPOTO Meproa TeUSHUS
SMUJIETICUU C HEMTPOBOLIMPYEMbIMU MpUCTyamu [23].

Omuaencus npu CJI Bo B3pocyiom Bo3pacte. Pazputne
snuiienTuyeckux npuctymnon npu CII cBsizaHo ¢ 6ojiee
OBICTPBIM CHIDKEHMEM KOTHUTUBHBIX M DYHKIIMOHAIBHBIX
CMOCOOHOCTE, a TakXKe SIBseTcs (paKTOpoM prcKa ro-
cnuTanu3aluuu 1 jJetaabHoro ucxoaa. K 40—50 romam

2

y 90 % nauuentoB ¢ CJI pazBuBaeTcst BA, 1y ITOJIOBUHBI
M3 HUX THarHoCcTUupyeTcs smutercus. [locie eqMHnIHOTOo
HECITPOBOLIMPOBAHHOIO SMMJICIITUYCCKOTO MPUCTYIIa
npu coueTanun bA n CJI mpuctyn nostopsieTcst B 70 %
cltydaeB B TeueHue caenyonmx 7,5 mec. [ToaTroMy Tepanuio
HayMHaIOT cpa3y. Dnuiencus y nmauueHToB ¢ CJ u BA
B HacTosee BpeMsT HocuT Ha3zBanue «LOMEDS» [6].
JlanHast ¢oopMa ObL1a BriepBbie onucaHa [Tbepom 2KeHTo-
HOM KaK CeHUJIbHasi MUOKJIOHWYecKas anuierncus [21].

Cssa3b anmnencun 1 BA npu CJI HacTo/IbKO TecHas,
YTO NEPBbIii CJIyYaii HECIPOBOIMPOBAHHOTO MPUCTY-
na B Bo3pacte nocJje 40—45 jeT cayRKuT MmapkepoM
manucdectanuu BA [44].

Druiencust mporekaeT Ha (hoHe MPOrpeccupylomieit
JIEMEHIIMY, 2 OCHOBHOE KJIMHUYECKOE MPOSIBJICHUE — DT -
JISTITUYECKMI Y HEAMWIETITUIECKMIT MUOKIOHYC. Hearm-
JIETITUYECKUIT MUOKJIOHYC MPOSIBIISICTCSI CETMEHTapHBIM
MUOKJIOHYCOM, TIEPEXOASIIMM B MAaCCUBHBII OMIaTepaib-
HbIN MMOKITOHYC. CermMeHTapHbI MUOKIIOHYC ITpy LOMEDS
MOKET HE COIPOBOXKIATHCS SITUICTITU(OPMHBIMU M3MEHE-
Husmu [17].

MUOKIOHUYECKHE MPUCTYMIHl Yallle BO3HUKAIOT
10 YTpaM, BOBJICKAIOT KOHEYHOCTH U TYJOBHUILE, MOTYT
OBITH CITOHTAHHBIMU WU PeICKTOPHBIMU (BBI3BAHHBIMU
neiictBueM). [1py MUOKIOHMYECKUX MPUCTYIIaX MOXET
OTMEUaThCsI KaK aKTUBHBIN, TaK 1 HETAaTUBHBIN MHUOKJIO-
Hyc. Berpeualorcst penkye reHepaan30BaHHbIE TOHUKO-
KJIOHMYECKHE TTPUCTYIIBI.

Jng D3I xapakTepHa reHepaan30BaHHas TTUK-BOJI-
HOBast aKTUBHOCTb, XOTSI MOTYT PETUCTPUPOBATHCS Y MYJTb-
TUdoKaabHbie HapylieHus [35]. [eHepanin3oBaHHbIE pa3-
psaabl Ha DB HamoMUHAIOT KapTUHY IOHOIIECKOM
MUOKJIOHWYECKOW 3MUJICIICUM, YTO BaXXHO YYUTHIBATh
MpY Ha3HAYECHWH JIeueHUs [6]: oTMedaroTcst nuddy3HbIe
pa3psiibl KOMIUIEKCOB MOJTUIIMK—BOJIHA, PETMOHAIbHbBIC
CraiiKy, MOJIUCITAKY B LIEHTPaIbHBIX pernoHax [56].

J71s1 Tyd1iero npeacTaBieHust 0COOEHHOCTEM coyeTa-
Hus C u BA Huke nipeactasieHa Tadil. 3, IeMOHCTPUPY-
follasi OTJIMYMS SIUIETICUM TP pa3HbIX BapuaHTax BA
u pu ee couetaHuu ¢ CJI.

Tepanuss LOMEDS conpsixkeHa co 3HaYMTEIbHBIMU
TPYAHOCTSIMU, OCOOEHHO B IUIaHE KOHTPOJISI MUOKJIOHM -
YECKUX IPUCTYITOB M PUCKa Pa3BUTUS ITOOOYHBIX 3hPeK-
TOB aHTUBRNUIIeNTHYecKuX npernapatoB (ADII). B HegaB-
Heil nmyoaukauuu [7] 329 mauuentoB ¢ CJ u BA
WY TIPEIIEMEHTHBIMU COCTOSTHUSIMU, Y KOTOPBIX IIPEO-
Gnamany ouiaTepaibHble TOHUKO-KJIOHMYECKIE TTPUCTYIIBI
B COYETAHMU C MMOKJIOHMYECKMMHU TIPUCTYIIaMU, TTOJTyda-
JIA pa3jIMYHbIe BUIBI TEPAIIMU: IIPEUMYIIICCTBEHHO JIeBe-
thpaneraM (61,5 %) u Banbpoats (19,6 %). B pesynsra-
Te 66 % MalKMEeHTOB CMOIJIM JOCTUTHYTh KOHTPOJIS
HaJl TOHUKO-KJIOHUYECKMMU IPUCTYIIaMU Yepe3 oM, Te-
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Taomauna 3. Dnunencus npu pasmvix eudax boaesnu Anvueeiimepa [6]
Table 3. Epilepsy in various types of Alzheimer’s disease [6]

Parameter

Sporadic Alzheimer’s disease

Autosomal dominant Alzheimer’s disease

Alzheimer’s disease +
Down syndrome

PacnipoctpaneHHoCTh, %
Prevalence, %

Hawubounee yacTbiit TUI

MPUCTYIIOB
Most common seizure type

Hawubosnee yacTsie smutern-
TH(HOPMHBIE U3BMEHEHUS

Ha SHCKTPOSHHC(I)aJIOFpaMMC
Most common epileptiform
abnormalities on
electroencephalogram

BpeMeHHas cBsI3b MexXy Ha-
YyajioM 0oJie3HU AJblireiiMepa
W SMUJICTICUEA

Temporal relationship between
Alzheimerss disease onset

and epilepsy

KimHudeckoe nmporpeccupo-
BaHUE
Clinical progression

1,5-12,7

DoKaabHBIC MPUCTYIIBI
C HApYIIECHUAMMU CO3HAHUA
0e3 JABUTaTCJIbHBIX CUMIITO-
MOB
Focal impaired awareness non-
motor seizures

OuyaroBble BUCOYHbBIE MEJI-
JIEHHBIE U OCTPBIE BOJHBI
WJIA CTIAUKA
Focal temporal slow and sharp
waves or spikes

IepBerit mpucTyn pa3Bu-
BaeTCs OTHOBPEMEHHO
¢ IeMeHluel pu 00Jie3HU
AJblreiimepa
First seizure develops
simultaneously with Alzheimer’s
disease dementia

XopoInii KOHTPOJIb
Haza IIpUucTymnamu 1mocjiae
HaydaJjia Ipyu€Ma aHTU3IU -
JIENTUYECKUX TPENApaTOB
Good seizure control after
initiation of antiseizure
medications

2,8—47,0

82 % — reHepanM30BaHHBIE MOTOP-
HbIE IPUCTYIIBI, 8 % — (OKaIbHbIE
¢ TeHepaau3anueil, 8 % — (poxanabHbIE
C HapyllleHWeM Co3HaHus, 2 % — Apy-
rue (hOKaIbHBIC TPUCTYITHI
82 % — generalized motor seizures, 8 % —
focal to bilateral tonic-clonic seizures,

8 % — focal impaired awareness seizures,
2 % — other focal seizures

Craiik-BOJTHOBbIE KOMIUIEKCHI, ITUKMU,
KOMIUICKChBI OCTpad—MEIJICHHAaA BOJI-
Ha, 0YaroBbIE€ UJIU T€HEPAIM30BAHHbBIE
Spike-wave complexes, spikes, sharp-and-
slow waves, focal or generalized

MozxeT HaunHaThCsl 6€3 KOTHUTUB-
HBIX HApYyIIIEeHUI, HO B OOJIBIIIMHCTBE
CJIyyacB HepBBIfI TIPUCTYIT pa3BUBACTCA
Ha (poHe pa3BUTHS AEMEHIIUU IIPU 60-
JIe3HU AJIbLIreiiMepa
May onset without cognitive impairment,
but in most cases, the first seizure develops
against the background of progressing
Alzheimer’s disease dementia

Xopoluit KOHTPOJIb HaJl IPUCTYIIAMU
II0CJIC HavYajia IpueMa aHTUSITUIICTI-
TUYCCKHUX ITPEIapaToB. Ha TIOCJICAHUX
cragudax 3a00JIeBaHUSI BO3MOKEH
repexo B pepakTepHbIA MUOKJIOHYC
Good seizure control after initiation
of antiseizure medications. In the late stages
of the disease, progression to refractory
myoclonus is possible

41,1-75,0

MuokinoHuYecKue
1 T€HEPAJIN30BAHHEBIC
TOHHNKO-KIIOHNUYECKUE
TIPUCTYIIBL
Myoclonic and generalized
tonic-clonic seizures

IeHnepanuzoBaHHas
MOJIMCITANK-BOJIHOBAsK
AKTUBHOCTH
Generalized polyspike-wave
activity

IepBebrit mpucTymn pa3Bu-
BAaeTCs OAHOBPEMEHHO
C AeMeH1uel pu 0oJie3-
HU AJbIIreiiMmepa
First seizure develops
simultaneously with
Alzheimer’s disease dementia

CHayaJia HaOIronaeTcs
TIOJIOXUATEIbHBINA OTBET,
IIOTOM YacTO Pa3BUBACTCS
pedpakTepHbIif MUOK-
JIOHYC
Initial positive response
is often followed by
the development of refractory
myoclonus

paruu, OMHAKO MUOKJIOHMYECKUE TTPUCTYITBI KOHTPOJIY-
poBauch ToJIbKO Y 30 % matyeHToB. JIeBeTHparieTamM ObLT
OTMeHeH y 22 % mauueHTOB (IIPEeUMYIIeCTBEHHO BCIIC -
CTBHE Pa3BUTUS PA3IPaXUTEIbHOCTU), B TO BpeMs
Kak BaJIbIIPOaThl OTMEHSIIUCH B 14 % cityyaeB 13-3a yXyI-
LIEHUS MOTOPHBIX (PYHKLIMIA.
K npyrum no6o4HbIM addexTaM, IPUBOISIIUM K OT-
panundeHuto npuMeHeHust ADII mpu CII, oTHOCAT:
* JUISI JIAMOTPUIKMHA — YCYTYOJICHIUE MUOKJIOHUYECKUX
MPUCTYTIOB (MPOMUOKJIOHUYECKU 3(pPeKT), 0cobeH-
HO TIPY MO3IHE MMOKJIOHUYECKOI 3IUJIETICUM [6];
* JUIS JIeBeTHpalleTaMa — ITOBeACHYECKHe HapyIIeHUs
(arpeccusi, pa3npaXkUTeIbHOCTh, BPaXXIeOHOCTb, HE-
PBO3HOCTb, aXKUTAllWsI, U3MEHEHME HACTPOCHUS).

YV nmaumentoB ¢ CII, 0cOOEHHO C COMYTCTBYIOILIMMU
MOBEICHYCCKMMU PACCTPOMCTBAMM, MaHHbIE 3 heK-
Thl MOTYT OBITb 00Jice BbIPAXXCHHBIMU U TIPUBOAUTH
K CHIDKEHUIO 03Bl WJIM OTMEHE Tepanuu [6];

JUTSL BaJIbIIPOATOB — TPEMOP (Iaxke IpHY MpreMe HU3-
KUX J103), TUTIEPAMMOHUEMUIO U TUTIEPAMMOHMEMU -
YeCcKyIo 3HIIe(haIonaThio, IUTOIIEHUIO (ITOIaBJIcHHE
KOCTHOTO MO3ra), KOTHUTMBHBIE 1 MOTOPHBIE Hapy-
ILIeHUsI, a TaKKe YBeJIUYeHre Macchl Tena [29, 48];
JUTSI OEH30AMA3EITMHOB — ITapaJoKCaJIbHOE yJallleHue
MPUCTYIIOB (0OCOOEHHO TOHMYECKUX UM MMOKJIOHM -
YECKHUX), Celaliio, KOTHUTUBHOE YXYAIICHHE, TTapa-
JIOKCaJIbHOE BO30YKIeHNEe WU arpeccuio (0COOeHHO
MpY UHTEJUIEKTYaJbHOM HelocTaTouHOCTH) [11].
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B HenmaBHO OITyOJMKOBAHHOM CTaTbe MTAJbSHCKMX
aBTOpOB [ 16] ormmcano 12 B3pocibix marmeHToB ¢ CI 1 BA,
C IPOrpeccUpylonieii MUOKIOHMYECKON SIUIICIICUEI.
IIporpeccupyloniass MHOKJIOHUYECKAsT SMUICTICUSI
npu CJII — oToeabHbIN (DEHOTUIT B paMKaX KOHTMHYyyMa
«CI—BA», yactuuno HanomuHamomuii LOMEDS u xa-
PaKTEePU3YIOIIMIACS TPUAI0M CUMIITOMOB: MUOKJIOHYCOM,
aTakCUel M SIMWIETITUYSCKUMU TTpUCcTyIiaMu. MaHude-
cTalysi MUOKJIOHYCA CJTYKUT ITPOTHOCTUYECKU HebJaro-
MPUSATHBIM MapKepoM («KpacHBIM hjIaroM»): MeauaHa
BPEMEHM JI0 YTPaThl MOOMJIBHOCTH M MEePEBO/Ia MalKeHTa
Ha ITOCTEJbHBIN PEeXUM COCTaBJIsIeT 2,5 Toua, a CpeaHss
MPOIOJIKUTEIEHOCTD XXKM3HU ¢ MOMEHTA MOSIBJICHUST CUM -
nroma — 4,2 rona. B 38 % HabmoneHuit ObIIO 3aperucTpu-
POBaHO SITPOTEHHOE YXYAIIEHUE TeYEHUs 3a00JIeBaHUsI,
CIIPOBOLIMPOBAaHHOE Ha3HaueHHeM ¢deHobapOuTana
WY 6JI0KaTOPOB HATPUEBBIX KaHAJIOB.

7151 ycTaHOBJIGHUS TUarHo3a HeoOXOAMMO HaIudue
He MeHee 2 U3 CIIEAYIONIUX 3 MPU3HAKOB:

1. KopTukanabHbIil MUOKJIOHYC: YYBCTBUTEIbHBIN K N -
CTBUIO U CTUMYJIaM, KaK ITPaBUJIO, MYJIBTU(DOKATbHBIIA
WY TeHEePaIM30BaHHBIM, YaCTO BO3HUKAIOIINIA KJla-
CTepaMy B paHHME YTPEHHUE Yachl.

2. ITporpeccupyrolias aTakCHsi: 3HAYUTETbHOE HapyIle-
HME TTOXOIKH 1 KOOPAMHAIIUM, ITPUBOSIIIIEE K yTpaTe
CaMOCTOSITEJIbHOTO TIEPEIBYKEHUS.

3. [eHepanM30BaHHBIE TOHUKO-KJIOHMYECKHUE IIPUCTYIIBI:
4acTO CBSI3aHHBIE CO CHOM WJIM MPOOYKICHUEM, OT-
HOCUTEIHbHO PE3UCTEHTHBIE K CTaHIAPTHOM MOHOTE-
panuu.

CiieyeT yIMThIBaTh, YTO ITOJTHASI TPUaAa MOXeT hop-
MMPOBAThCS TTOCICIOBATEILHO B TeUeHUE 3a00JIeBaHMS,
a He OMTHOBPEMEHHO.

JlononHuTeNbHBIE (MOAAEPKUBAIOLINE) TTPU3HAKM:

* Helipodusmoaornyeckue: Ha DD — reHepaaIn30BaH-
Hble WK (DOKAJIbHBIE KOMIUIEKCHI OCTpasi—MeIICHHasT
BOJIHAa, (DOTOYYBCTBUTEIBLHOCTh WM YCHUJIECHHBIN
C-pediekc (TMraHTCKKMe COMaTOCEHCOPHbBIC BbI3BaH-
HbI€ TTOTEHIIAIbI);

* HelipoBU3yaJIM3allMOHHbIE U OMOMapKephbl: BHICOKAs
aMWJIOMIHAsl Harpy3Ka B KOpe OOJIbIIIOro MO3ra, oI -
TBEPXKIEHHAs C TOMOIIBIO AMUIOWIHON MO3UTPOHHO-
9MUCCUOHHOI ToMorpaduu (Hampumep, r1o0aTbHbI
Z-KpUTepuii >2 WU TOJOXMTEIbHAsl BU3yallbHas
OlICHKA), WJIX U3MEHEHMS YPOBHS OMOMAapKEePOB B JIU -
KBOpe (CHMXXKeHUs cooTHoleHus AB42/AB40);

* YXYIIICHUE COCTOSTHUS UJIM OTCYTCTBUE KIIMHUYECKO-
ro a¢pdekra Ha oHe TIpUMEHEHHUsT OJIOKATOPOB Ha-
TPUEBBIX KaHAJIOB (B YaCTHOCTHM, KapbaMa3eluHa,
¢deHuTonHa) wiu eHobaporTasa 10JKHO BbI3bIBATh
MOI03PEeHME Ha Pa3BUTHE MPOrPECCUPYIOLIEH MUOK-
JioHnvyeckoi sanunencuu npu CI u TpedyeT He3ame -
JIUTETHLHOTO MePECMOTpa TAKTUKY JICYCHUSI.

2

PekoMeHnaanum no BeAeHHIO MAIMEHTOB C SMUIENCHEI
u CJI npuBeneHsb! B Ta0. 4.

HapyieHust putMa 1 mpoBOAMMOCTH cepllia (BKIIO-
yas ymuHeHue uHTepBaia QT) — yacThle COMyTCTBYIONIME
natosioruu npu CI. Becem getam ¢ CII HeoOxoamMo TIa-
TeJIbHOE 00CIeNOBaHIE METOIOM JIEKTPOKapAnorpachumr
JIJISI BBISIBJICHUS TIPEPACIIONOXEHHOCTH K apuTtMuu [30].
B ¢Bs131 ¢ 3TUM TakKe HEOOXOAMMO ITOMHMTb, YTO HaM-
OoJIbliIast YacToTa yIutMHeHust mHTepBaia QT Betpevyaercs
IpU NMPUMEHEHUHU OJIOKATOPOB HATPUEBBIX KaHAJIOB:
36,1 % — nnsa kapbamasenuHa, 45,5 % — nis peHuTonHa
u 54,7 % — nnst namotpukuHa [46]. @eHobapouTalr cum-
TaeTcss ADII, KOTOphI BhI3BIBAET Haubojee 3HAUMMOE
yaauHeHue uHTepBana QT. Y manueHToB ¢ TOCTUHCYIBT-
HBIMU IIPUCTYIIaMU (heHOOapOUTaII BBI3bIBaJI 00JIee BhIpa-
>keHHoe yummHeHre QTc 1o cpaBHEHMIO ¢ JieBeTUpalleTa-
MoM (460,0 mc ripotuB 421,5 mc) [49]. Cinenyer OTMETUTD,
4yTo AJis BurabarpuHa, apdexkrusHoro npu CUDC, uc-
CJIeIOBaHMS OKA3bIBAIOT OTCYTCTBHE MPOAPUTMOTEHHOTO
MOTeHIMAaJIa y 3I0POBBIX JOOPOBOJIbLIEB [54].

CMHAPOM 0GCTPYKTUBHOIO anHO3 CHA

npu cuiapome JlayHa

Y nauuenTtoB ¢ CII umeeTcs psii aHaTOMO-(HDU3U0JIO-
TMYECKUX 0COOCHHOCTEI, IpeIpacItoararolmx K pa3Bu-
o COAC:

* YEJIFOCTHO-JIMIIEBbIC aHOMAJIMU: TUIIOIUIAa3MUsT KOCTeil
CpeIHe U HIDKHE! 30H JIMIa, YKOPOYeHUE TBEPAOTrO
HEOA U MUKpOTHATUs (YMEHBILIEHNE 00beMa HIXKHEN
YeJII0CTH), YTO IIPUBOIIUT K CY>KEHUIO ITPOCBETA BEPX-
HMX JIbIXaTeJIbHBIX ITyTe;

* MaKpOIJIOCCHS: UCTUHHOE MM OTHOCUTEIBHOE yBe-
JIMYEHUEe pa3MepOoB SA3bIKa, TP KOTOPOM OH 3aHMMa-
€T OOJIBIITYIO YaCTh POTOBOIA ITOJIOCTH, CO3/1aBast MeXa-
HUYECKOE TPEIATCTBHE JIJIsT BO3AYIITHOTO ITOTOKA;

* nmuMmdonpoardepaTuBHble (QaKTOPBI: TUIEPTPOPUS
aIcHOUJOB U HEOHBIX MUHIAIWH, JOIOJHUTEIbHO
yYMEHbIIIaIoIIast IPOCBET HOCO- U POTOIJIOTKU;

* HEBPOJIOTUYECKME HapYIICHUs: OOIas MbIIIeYyHast
TMIIOTOHMS, PAaCIPOCTPAHSIONIASCS Ha MBIIIIIBI-I1 -
JIATaTOPBI IJIOTKH, YTO CITIOCOOCTBYET KOJUIATICY JbIXa-
TeJIbHBIX MyTelt Bo Bpems cHa [27, 58].

CuHApPOM O0OCTPYKTMBHOIO alTHO? CHAa — OJHO U3 Ha-
n0oJIee YaCThIX M KIMHUYECKN 3HAYUMBIX COCTOSIHMI,
COMPOBOXIAMIIMXCSI HAPYLIEHUSIMU AbIXaHUSI BO CHE
y neteii ¢ CJI, TpeOylolee akTHBHOTO CKPMHUHTA U CBOE-
BpeMeHHOTo BMelnateabcTBa. Tsxkenbie opmbl COAC
(MHAEKC alTHO®—TUMIOITHOS >10 coOBITHI B Yac) BCTpeya-
torcsy 31-35 % nereii ¢ CJ1. BeipaxkeHHOCTh alTHOD BBIIIIE
y JAeTeil MJIaIIIero Bo3pacra, a Takke y MalueHTOB C Mo-
BBIIIICHHBIM MHIEKCOM Macchl TeJia. Jlaxke mpy OTCYTCTBUM
KJIMHUYECKMX CUMIITOMOB (HaIlpuMep, Xparna Wik Ha0JIio-
naembix artHO?) COAC BBIBIIsIETCS O0Jiee YEM Y TTOJIOBU -
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Tabmuua 4. O6uue u cneyuanvivle peKomeHOauUY No OUASHOCMUKe, AeHeHUI0 U HAOAI00eHUI0 3a NAyUeHMamu ¢ snusencuell npu cunopome Jlayna (adanmupo-

6aHo uz [6])

Table 4. General and specific recommendations for the diagnosis, treatment, and follow-up of patients with epilepsy in Down syndrome (adapted from [6])

Epilepsy in Down syndrome: general recommendations

TIpoBecTH CTPYKTYpUPOBaHHBI COOp aHAMHE3a Y ONIEKYHOB,

a TakKe HeBPOJIOTMIECKUI OCMOTP MAaIlMeHTA.

BbISIBUTH MMOTEHIIMATBHBIE TPUITEPHI: HAPYIIIEHUS OOMEHA Be-
1eCTB, MHGMEKIINK, TeNPUBALINIO CHa, He3(h(dEKTUBHOCTh MEIMKa-
MEHTO3HOTO JIEYEHHNS], YEPEITHO-MO3TOBYIO TPABMY H JIp.
BuieossekTposHiiedanorpacbuieckoe UcCaeI0BaHNE CIeayeT
TPOBOIUTH KAK MOXHO CKOpEe TOCIe TPUCTYIA WU MPU HATAINI

Recommendations for late-onset myoclonic epilepsy in Down
syndrome

MuokiioH s He BCerna MMeeT SIS TUIECKYIO STHO0JI0-
TUIO (HampuMep, OHa MOXKET OBITh BEI3BaHA METAa0OTITIe-
CKMMU HapyLIEHUsIMHU).

TIprMeHsI T TpenapaThl MMPOKOTO CIIEKTPa JeHCTBUS.
[IpeamnoyrurebHa MOHOTEPATIHSI.

HaunHath ¢ MasIbIX 103 ¥ MOCTENIEHHO YBEIUYUBATH JO3Y.
[IpeamoyTnTe TbHBI HU3KWE TO3HI.

3HAYMMBbIX U3MEHEHUI B CUMIITOMATUKE TIPUCTYIIOB.
3anpocm1, JOMalllHUE BUACO3AITUCHU ITPUCTYIIOB.

PexomeHnnoBaHa mmTeabHast IIPOTUBOSITUJICTITUYECKAS TCPAITUA

M3-3a pyucCKa peruanBa MpUCTyIioB.
Ecnu He JAUAarHOCTUPOBAH CHCHI/I(bI/I‘ICCKI/Iﬁ THII SITUJICTICHUN,

CICOYET MPUMCHATH aHTUSIMUICTITUYCCKUE TIPpENapaThl HIMPOKOIo

CIIEKTpa AEVCTBUS.
IIpenmouyrnTenbHa MOHOTEPATIHS.

KoHTpoIMpoBaTh 4aCTOTY MPUCTYIIOB, COOIIOEHIE PeXrUMa Jieue-
HUSL, TIEPEHOCUMOCTh I BO3MOXKHBIE B3aMMOAENCTBYSI. BBIIOIHATE

OIIPEACICHUE KOHIICHTPAlUU ITpErapaToB B KPOBU
Conduct a structured medical history interview with caregivers and a
neurological examination of the patient.

Identify potential triggers: metabolic disorders, infections, sleep deprivation,

medication non-compliance, traumatic brain injury, etc.
Request home video recordings of seizures.

Videoelectroencephalographic monitoring should be performed as soon
as possible after a seizure or when significant changes in seizure semiology occur.

Long-term antiseizure therapy is recommended due to the high risk
of seizure recurrence.

Broad-spectrum antiseizure medications should be used if a specific epilepsy

type is not diagnosed.
Monotherapy is preferred.

Monitor seizure frequency, treatment adherence, tolerability, and potential

drug interactions. Perform therapeutic drug monitoring

WN36erath IIPUMEHCHMUA 6J'IOKaT0p0B HaTpUEBbIX KaHAJI0B
u TAMKepruyeckux aHTUSTIUJISITUYECKHUX ITperapaToB
(OHU MOTYT YCYyTYOUTh MUOKJIOHUYECKUE MPUCTYIIBI).
HpI/I ITOBCACHYCCKUX HAPYIHICHUAX HE IIPUMEHATD IIPEIia-
pathbl, COCOOCTBYIOIIME arTpaBalliy JaHHBIX HAPYILIEHU .
Dnuiiencus He SIBIgeTcs MoKa3aHueM JJ151 OTMEHBI

WJIM TIPOTUBOIIOKA3aHUEM K Havaly JeueHUsT 00JIe3HU
AJnbIreiimepa.

O1LIeHUTh HAJIMYME COIMYTCTBYIOIIMX HAPYILIEHUM CHA

(B OCHOBHOM OOCTPYKTHBHOTO aITHO3 BO CHE), KOTOPEIE
MOTYT YCYTyOUTh KOHTPOJIb HaJl IPUCTYIIaMU

Myoclonus does not always have an epileptic etiology (e.g., it may
be caused by metabolic disorders).

Use broad-spectrum medications. Monotherapy is preferred.
Start with low doses and titrate up gradually. Low doses are
preferred.

Avoid sodium channel blockers and GABAergic antiseizure
medications (they can aggravate myoclonic seizures).

In patients with behavioral disorders, avoid medications that can
aggravate these symptoms.

Epilepsy is neither an indication for discontinuation nor

a contraindication for initiation of Alzheimer’s disease treatment.
Assess for comorbid sleep disorders (mainly obstructive sleep
apnea), which can worsen seizure control

Hbl geteii ¢ CJI [15, 45]. AMepuKaHcKasi akageMusl Meau-
aTpuu peKoMeHIyeT NMpu HabmoaeHuu Beex aeteit ¢ C/I,
Ha4YMHAasI C MEPBLIX 6 MEC XKU3HU, PETYISIPHO 00CYKIaTh
¢ ponuTeIsiMM (OTIEKYHAMU) HaJIM4KMe TIPU3HAKOB Hapy-
LIeHMs cHa (Xpara U 1p.).

B Bo3pacte 3—4 net Bcem namuentam ¢ C/I peko-
MEHJI0BaHO 00513aTeJIbHOE MPOBEIeHNE MOJIMCOMHO-
rpaduu Ha npeamert BbisiBJieHus COAC.

W nanee no 21 roga npu KaxaIoM IJIaHOBOM OCMOTpe
MaIleHTOB HEOOXOIUMO 00CYKIATh CUMIITOMBI, CBSI3aH-
HbIE C HApYIICHUSIMU JBIXaHUS BO CHE, B TOM YHCJIE XpaTl,
OECITOKOMHBIN COH, JTHEBHYIO COHJIMBOCTD, HOYHEIE TTPO-
OyKIeHMsI, TTPOOJIEMEI C TTOBEICHUEM U TT03Y BO BpeMsI CHa,
M3-3a BbIcOKOTro pucka ociaoxHeHuit COAC [12].

Cynbrunam — ADII, caMblit MOIIIHBIF UHTUOUTOP Kap-
0oaHTruApa3bl 2-T0 TUIA, KOTOPBIN TakKe ToKa3as 3¢ ¢ek-
tuBHOCTB Ipu Tepanuu COAC. T1o pe3yabratam IBOMHBIX
CJIeTIBIX TUTalleO0KOHTPOIUPYEMBIX UCCICIOBAHUIMA, CYIIb-
THAaM CHIDKAJ TSDKECTh alTHO3 CHa, MHIIEKC alTHO3—TMIIOI-
HO® M WMHAEKC HecaTypallMyd KUCJI0poJa IPUMEPHO
Ha 30—50 % B mozax ot 200 MI/CyT y B3pOCJIbIX ITAIIEHTOB
¢ BeipaxxeHHbIM COAC [1, 3]. Just cyapThaMa onvcaH
MEXaHW3M LIEHTPaTbHOT'O TTOBBIIIEHMSI TOHYCA MBIIIII BEPX-
HUX AbIXaTeJbHBIX MyTel [25], KOTOpbIil CHUXKEH Y Maliu-
eHToB ¢ CJI. CynbsTuaM MMeeT XOpolluii Tpoduib nepe-
HOCUMOCTH, OCOOCHHO B OTHOIIEHUU KOTHUTUBHBIX
¢ynkuuii [13], yto menaer ero onHuM u3 ADII BEIOOpPa
s mauueHToB ¢ CJ1. Kpowme Toro, cynbrnaM apdekTrnBeH
B TepaluM IOHOIIECKOM MMOKIOHMYECKON SIMWICTICUM
U IPYTUX MUOKJIOHMYECKUX (hopM anuiercuu [10, 32].
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KnuHuueckunin cnyvain 1

Iauuenmra A., 14 aem.

2Kaaobvt na 3adepyucky pazeumus, ghaekcopHble snuien-
mu4ecKue cnasmol.

Anammnes xcusnu. Pebenox om I-ii bepemennocmu, npo-
meKasuiell Ha ghoHe eecmosa, muomst mamru. Poobt cpounbie,
Camonpou3sonbHble (Macca meaa npu poxcoenuu 3380 e, dnu-
Ha meaa 51 cm). C poyucdenus desouxa HabA00AAACH NO NO-
800y DYHKUUOHUPYIOWUX (hemanbHbIX KOMMYHUKauuil (om-
Kpvimoe osanvHoe okHo). Huaenocmuposan CJI, kapuomun
47, XX,+21. Hacaedcmeernnocmo no He8posocueckum 3a00-
Aesanusm He omaeowena. Ilcuxomomoproe pazeumue ¢ 6bi-
DadCeHHOIl 3a0epicKoil: yoepicanue 20108bl ¢ 3 Mec, cuoeHue
¢ 14 mec, xo0v0a c 2,5 nem, peub — omoenvHbvie 084 NOCAE
7 aem.

Anamnes 3aboaesanus. C 6 mec nocae npodyxcoenus
NOABUAUCH (PACKCOPHBIE CUMMEMPUYHbLE dNUACNMUHECKUE
cnasmol, cepuiinvle, yacmomoii 2—3 cepuu no 15—30 cnazmoes
3a cepuio, ¢ NOCMENeHHbIM YEeAUHeHUEM YACMOMbl NPUCHY -
noe 6 meuerue 2 Hed. Ha gpone debroma npucmynoe omme-
Yancs peepecc pa3gUmusl.

0O66eKmueHo: cocmosHue OMHOCUMENbHO YO08AeME0-
pumenvroe. Konmakm coxparen: degouxa guxcupyem 632410,
peazupyem Ha 38YK, IMouuoHarbHa. Ommeuaemes acumme-
mpust uepena c ynaouieHuem 3amoiaka. MoiueuHboiii monyc
oughgpysno cHudiceHn, boavuie 8 NPOKCUMANbHBIX OMOeAdX.
Cyxooxrcunshoie peghrexcol: 8 6epPXHUX KOHEUHOCMSAX CHUNCEHDL,
KONEHHbLe — 0ACUBACHDL, AXUAN0BbL — CHUNCEHDL.

Denomun nauueHmKU: ynioueHHoe Auyo, MOH2040U0-
HbLIL paspe3 ena3, nAOCKUL 3aMmblaoK, KOPOMKAs Wesi U Ko-
HeuHoCcmu, nonepeutas AadOHHAs CKAAOKA Ha 0beux pyKax,
MAKpO2A0CCUsL, NPUOMKPbIMbLIL PO, MbLUEHHAS 2UNOMOHUSL,
3a0epicKa MOMOPHO2O U peHeso2o pa3eumusl.

Pezyavmamot 06caedosanusn. Buoeoanexmposnuega-
Aoepapuueckuii monumopune (BOM) 6 éospacme 6 mec: ¢hu-
3uon0euveckue nammepHsl cHa He oughpepenyupyromes;
domunupyem ougghysnas meodneHHO80AHO8AL AKMUBHOCMY
mema-denbma-ouanazona, Ha (hoHe KOMopoii pecucmpupyem-
Csl MYAbIMUPESUOHANBHASL 8bICOKOAMNAUMYOHAS SNUNENMU-
POpMHAs AKMUBHOCMb 8 BUOE KOMIACKCO8 OCHPAs—MeONeHHAS
B0AHA, CNAUK—BO0AHA C AKUYEHMOM 8 UEeHMPANbHO-MEMEHHbIX
omeedeHUsX ¢ 0beux cmopoH — auncapummus (puc. 1).

Tepanua. Ha ¢one npuema eanvnpoesoii Kuciomol
30 me/ke/cym aghghexma ne ommeueno. Yepes 2 ned dobaénen
sueabampur c mumpauyueti 003vi 00 100 me/ke/cym, Ha 3-ii He-
dene docmueHyma noanas pemuccus npucmynos. 4epes 1 mec
N0 OGHHbIM I1eKmMposHYeparoepaguu ommeuer peepecc eun-
capummuu,; coxparsemcsi ouggysnas mema-oeabma-aKmug-
HOCMb ¢ peodKoil MyAbmMUpecUOHANbHOU INUACNMUPOPMHOL
AKMUBHOCIBIO 8 BUCOYHO-UCHMPANbHO-IMEMEHHbIX Omaede-
Husx ounamepanvHo (puc. 2).

Noza eueabampuna yseauuena do 150 me/ke/cym,
Ymo Npueno K NOAHOMY pecpeccy IMUNenMUPOPMHOU aK-
muenocmu. Yepes 1 200 eanrvnpoesas Kucioma ommeHeHd

Puc. 1. Ilayuenmxa A., 8 mec. Inexmposnuyegpanoepaghus (con),
OunoAApHbLIL MOHMaxiC, Yyecmeumenvhocms 20 Mk B/mm: pecucmpu-
pyemcsa euncapummus (OupgysHas meoneHHOB0AHOBAST AKMUB-
Hocmb mema-0eabma-0uanazona é COMemaHuu ¢ blCOKOAMNAUNMYO-
HOU  MYAbMUPE2UOHANbHOU INUAENMUDPOPMHOU  AKMUBHOCHBIO
8 6UOe KOMNACKCO8 OCMPas—MeOAeHHAs 80IHA, CHAUK—B0HA ¢ 00-
MUHUDOBAHUEM 8 UEeHMPANbHO-MEMEHHbIX 001aCM5X)

Fig. 1. Female patient A., § months old. Electroencephalography (sleep),
bipolar montage, sensitivity 20 uV/mm: hypsarrhythmia is recorded (diffuse
theta-delta slow-wave activity combined with high-amplitude multiregional
epileptiform activity presenting as sharp-slow wave and spike-wave complexes
with central-parietal dominance)

0e3 yxyoduwieHus KAUHUKO-21eKmpodHyedaroepagduueckux
noxazameneil (puc. 3). B 4 2o0a (nocae 2 sem pemuccuu)
sueabampur ommenen. B nepuod ¢ 4 do 9.1em — 6e3 npomueo-
SNUAENMUYECKOll Mepanuu, NPUCMYNbL U SNULENMUGOPMHAS
AKMUBHOCMb He pecucmpuposarucs. Ommeuaiacs oA0ICU-

Puc. 2. llayuenmka A., 12 mec. Dnexmposuyepanoepaghus (con),
OUnOAAPHBLIL MOHMaC, uyecmeumenvHocms 20 Mk B/mm: domunu-
pyem Oup@y3nas MeoneHHOBONHO8A AKMUBHOCMb Mema-0eabma-
duanasona, Ha (hoHe KOMOPOI pecucmpupyemcs peeuoHAaNbHAas
SNUACNMUPOPMHAS AKMUBHOCMb 6 6ude peOKUX KOMNAeKCO8
CHaiiK—801HA, 0CMPas—Me0NeHHAS B0AHA 8 BUCOUHO-UEHMPANbHO-
MeMeHHbIX 0MBEOeHUSX, He3A8UCUMO C 00eux cmopoH (NoA0JCU-
menvHas OUHAMUKA)

Fig. 2. Female patient A., 12 months old. Electroencephalography (sleep),
bipolar montage, sensitivity 20 uV/mm: diffuse theta-delta slow-wave activity
dominates, against the background of which regional epileptiform activity
is recorded as rare spike-wave and sharp-slow wave complexes in the temporo-
central-parietal leads, independently on both sides (positive dynamics)
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Puc. 3. llayuenmxka A., 12 aem. Daexmposnyeghanoepagus (600p-
cmeosarue), OunoAspHbLi MOHmaxic, wyecmeumenvriocms 100 miB/cm:
NpU 3aKPbIBAHUU 2AA3 60 BPEMS NPOBEOCHUs: (HOMOCMUMYAAYUL
Ha wacmome 15 [y pecucmpupyemcst 2enepaiuz08antblii pomona-
DOKCU3MANbHDBLI OmEem

Fig. 3. Female patient A., 12 years old. Electroencephalography
(wakefulness), bipolar montage, sensitivity 100 uV/cm: upon eye closure
during photic stimulation at a frequency of 15 Hz, a generalized
photoparoxysmal response is recorded

meabHas OUHAMUKQ PA36UmMUs: pacuiuperHue naccugHozo
CA08apsL, YAVHUEeHUe KOHMPOAS MA308bIX QYHKYUILL, HAGbIKOG
ONPAMHOCIMU U KOMMYHUKAYUU, (DOPMUPOBAHUE CAMOCMOS-
menbHol X00b0b.

B 12 aem no oannvim BOM npu npoeedenuu gpomocmu-
myaayuu Ha yacmomax om 10 do 25 Iy 3apecucmpuposaro
nosiéneHue omonapoKCcu3MaibHo20 omeema 8 eude NOAUC-
NAaiiK-60AHOBbIX KOMIAECKCO8, a maKice (peromeH «eyes closed
Sensitivity» 6 conpogoycOeHUU SNUNENMUHECK020 MUOKIOHY -
ca ek (puc. 3, 4).
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Puc. 4. Ilayuenmxa A., 12 1em. Inexmposnuepanoepaghus (uxmans-
Has), ounoaspuulii MoHmaxc, vyecmeumenvHocms 150 mxB/cm:
NpU 3aKPbIBAHUL 2143 PeUCMPUPYemCsl eHepaal308aHHbLI pa3pso
NOAUCNATIK—MeONeHHAS 80AHA NPOOOANCUMENbHOCIbIO 00 1 ¢, KAu-
HU"eCKU CONPOBONCOArOUUIICS INUAENMUYECKUM MUOKAOHYCOM 8€K

Fig. 4. Female patient A., 12 years old. Electroencephalography (ictal),
bipolar montage, sensitivity 150 uV/cm: upon eye closure, a generalized
polyspike-slow wave discharge lasting up to 1 s is recorded, clinically
accompanied by epileptic eyelid myoclonus

2

IIpu noanoceHOMHOM CeK8eHUPOBAHUU KPOME MPUCOMUU
no 21-it xpomocome 0ONOAHUMENbHBIX KAUHUHECKU 3HAUUMBIX
6APUAHMO8G He BblAGACHO.

JaHHOe KIMHUYECKOEe HAOMOACHUE TEMOHCTPUPYET
couetanue CJI ¢ CUDC u XopollluM OTBETOM Ha MPOTU-
BOSMMUJICIITUYECKYIO Tepai0 BUTa0aTpUHOM, a TaKXKe
HEe3aBMCHMOE TTOSIBIeHHE (hOTOCEHCUTUBHOM (POPMBI 31T~
JISTICMM — S3IMJIESIITUYECKOro MMOKJIOHYCa BEeK B ITy0Oep-
TaTHOM BO3pacTe.

KnuHuueckuin cnyvai 2

Hauyuenmra 3., 3 rem 8 mec.

Huaenos: CJI (mpucomus 21-it xpomocomot). Cundpom
UHOAHMUABLHBIX INUACNMUMECKUX CNA3MO8, MEOUKAMEHMO3 -
Has pemuccus 2,5 eooda.

Anamnes ncusnu. Pebernox om 1-ii bepemennocmu, ca-
MONDPOU3BONbHBIX 0008 6 cpok. [Ipu poxcoenuu macca mena
2470 e, dauna meaa 49 cm, oyenxka no wkasre Aneap —
8/9 6annos. uaenocmuposarn CII (memodom Kapuomunupo-
eanust). MomopHoe pazeumue: 0MMmMe4anraco MolueHHAas eU-
nomonus, deouka nepegopaqusanacsy 6 4 mec, ceaa 6 9 mec,
K 11 mec 6cmana na yemeepenviku. I[lonzame Ha uemeeperv-
Kkax Hauaaa ¢ 1 eoda, ecmana y onopet 6 1 200 2 mec. [loay-
yanra waoauwyro peadbusumayuio ¢ 1 eoda 4 mec. B 3,5 eooa
MOXCEm NPoLmMU HECKOAbKO UA208 CAMOCMOSIMENbHO, MAKICe
xooum 3a pyky. Joma npeumyuiecmeenno nepedgueaemcs
¢ nomouwto noazarus. ObpauieHHYr peub noHumaem, cgop-
MUPOBAHO 38YKONOOpAJCAHUE, NOKA3bIGAem Ydacmu mend,
npocuObL GbINOAHAEM, CHOPMUPOBAHDL COUUANBHBLE HCECHbL
(«noka», «kaacc» u dp.). Haswviku onpsmuocmu é npouecce
gopmuposanus (Ooma Onem xooum 6e3 namnepca, 8biCaicusa-
HUIO HA 20PULOK He CONPOMUBASIeMCs, mepnum 00 ciedyioujeeo
svicaxcusanusi, Ho cama He npocumcs). Con 8 Hopme. Annemum
Xxopowuit, ncesarue cgpopmuposaro. Cmyn peeyasproiit. Coma-
muueckuil cmamyc 6 Hopme. Cucmemamu4ecku noay4aem 3a-
Hamus 6 bacceiine, ne4eOHYI0 QUIKYAbMYPY, PA36UBAIOUUe
3aHAMUS ¢ 1020nedom, 0eheKmonoeom, NCUX0A020M.

Anamnes 3aboaeeanus. [Ipucmynst no muny uHgpan-
MUALHBIX SNUAENMUHECKUX CNa3M08 debromuposanu 6 6 mec
(HeCKo0AbKO 0ecsimKo8 npucmynog é cepuu, 8 cymrku 6—7 ce-
puit). Beeden sanvnpoam, cmayuonapHo nayuenmia noay-
yuna Kype 0eKcamemasona, npUCmynst Kynupoganucy. 00-
Hako npu npogedenuu BOM uepes 3 mec 3apeeucmpuposatbi
aneKmposHyeganroepapuueckue nammepHsl NPUCMYNOE
0e3 kaunuueckux nposieaenuti. K mepanuu dobaeénen sueaba-
mpun. Yepes 4 mec — pedyKuyus snusenmu@opmHoi aKkmueg-
HOCMU, COXpaHeHue pecuoHanbHo2o 3ameorenus. Tloanas
HOpMaau3ayus noxkazamenei 31eKmposnyedharoepammol
6 1,5 eoda. Ilpunumana eanrvnpoam 40 me/xe/cym, sueaba-
mpun 100 me/cym. C 2 nem npogederna medieHHAS OMMeHA
sanvnpoama 6 2 npuema 6 meuenue 1 eoda. B nacmosuee
epems noayuaem sueabampur 1000 me/cym. I[lranupyemcs
CHUMICceHue 0o3bl. B 3,5 2o0a macca mena nayuenmiu cocmag-
asem 9500 e.
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Heepoaoeunecrkuii cmamyc. Kocoenaszus nem, auyo
CUMMEMPU4HO, A3blK NO cpedHell aunuu. B deueamenvHoll
chepe: 2UNOMOHUSL MbLULY, CYXONCUAbHBIE PeaeKChl cuMMe-
mpuunbt. Ilpu ocmompe KoHmMaKmua, uepyuKamu uHmepe-
cyemcs. DIMOYUOHANLHO A0eK8amHa.

Pezyavmamot o6caedosanusn. BOM: ocroeroii pumm
6—7 Tu. Dnunenmupopmnoit akmuerHocmu He 3ape2ucmpu-
DPOBAHO.

Maenumno-pe3onancruas momoepagusi 20A106HO20 M032a:
CMPYKMYPHBIX UBMEHEHULL He 8bl6ACHO.

Takum o6pazom, y manueHTKU ¢ CUUDC nojrydyeH He-
noyHbIN oTBeT Ha Tepanuio 'KC, nobaBneHue Buradar-
pUYHa MpUBEIO K OJIOKMPOBAHMIO TUIICapUTMUU Ha DT

Knunnyeckuin cnyyai 3

Ilauyuenm T., 3 n1em.

Huaenos: CI[ (mpucomus 21-it xpomocomwtr). CUIC.

Anammnes xcusnu. Pebenox om 6-ii bepemennocmu, npo-
mekaguieli 6e3 namoaoeuu (U3 amamHe3a mamepu:
1-5 u 4-5 6epemennocmu 3a8epuiunUc, MEOUUUHCKUMU abOp-
mamu, 2, 3 u 5-1 — podamu). Poowt 4-e, gpuzuonoeuveckue
cpounvle, Ha 40-it Hedene eecmayuu. Macca mena npu po-
acdenuu 3450 e, dauna mena 54 cm, ouyenka no wikase An-
eap — 7/8 baanos. Ilpu poxcdenuu 6bia KAuHUHECKU OUACHO-
cmupoean CJH ¢ nocaedywuum eeHemuuecKum
noomeepocoenuem (kapuomun 47, XY,+21).

Hacaedcmeennocmo. Cubc npobanda — cmapuiuii 6pam,
12 2em, cmpadaem snusenmuuecKumu nPUCMYnamu ¢ 7-1em-
Hezo 6o3pacma (603pacm3agucumas PoKANbHAS INUACHCUSL
C YeHMPOMeMNOPAAbHLIMU CRAUKAMU).

Ilcuxomomopnoe pazeumue. lonrosy nauan yoepoicu-
eéamb ¢ 2 mec, nepesopauusamscs — ¢ 5—6 mec. B 2,5 2oda
8CcMan Ha YemeepeHvKU U Ha4an cudems ¢ NO00epICKOIL.
B 2 200a 9 mec nauan noazamv no-naacmyHcku, ¢ 2 aem
11 mec — nepedsueamocs 60046 0NOPbL.

Anamnes 3abo0aeeanus. C 6 mec ommeuern 0edrom snu-
AENMUHECKUX CNA3MO08 8 8ude ed8a 3amMemubiX 00UHOUHBIX
npucmynos u cepuii u3z 2—3 cnazmos 6 sude npunooOHUMAaHusl
naeu (no muny «subtle»). Mamo ne o6pamuna Ha 3mo 6HUMA-
HUsl, pebeHOK 8 0CHOBHOM HAXOOUACS 8 20PUOHMAAbHOM HO-
A0JCEHUU, NeXcan 8 0emcKoil Kposamie. B meuenue neckonb-
Kux mecsuyee wacmoma Hapacmana 0o 20 cnazmoe é cepuro,
do 1—2 cepuii 6 Oenv. Pebenok nepecman yavioamocs, peaeu-
posamv Ha obpauenue, Cman naoxo yoepucusams 20108).

Toavko 6 6o3pacme 1 eoda § mec, koeda cnazmwvl cmanu
KAuHU4ecKu 060aee GbipaNCeHHbIMU, ¢ PACKUObIBAHUEM DYK
6 CMOPOHbl U HAKAOHOM 20408bl 6NEPe0 — <«KUBKAMU»
(00 50 u bonee cnazmos 6 cepuu, 0o 3 cepuii 8 deHb), enepavle
oOblaa npogedeHa s1eKmpoaryedanroepaghus, no pe3yrmamam
Komopoil 3apeeucmpuposana euncapummusi. Maenummno-
DE30HAHCHASL MOMO2PAPUS 20108HO20 MO32a CIMPYKMYPHOLUL
namosnoeuu He eviseuna. Yemawnoenen ouaeno3z CUIC. Ha-
3HA4eH npenapam 6aibnpoesoll Kuciomol 8 doze 40 me/ke
(no mecmy ncumenvcmea). Cepuu cnazmos cmaiu Kopoe

Puc. 5. llayuenm T., 2 1em 3 mec. Daekmposnueghanoepagus (con),
ounoaapubLil MoHmagic, uyscmeumenvHocms 20 Mk B/mm: ommeua-
emcs MyAbmupe2uoHanbhas u ougdysHas snuienmugopmHas ak-
mueHocmb ¢ nepuodamu nodaeaeHus aKMUeHoCmy — Moouguuu-
DOBAHHASL 2UNCAPUMMUSL

Fig. 5. Male patient T., 2 years 3 months old. Electroencephalography
(sleep), bipolar montage, sensitivity 20 uV/mm: multiregional and diffuse
epileptiform activity with periods of suppression is noted — modified
hypsarrhythmia

(do 10—15 cna3zmoé 6 cepuu), HO NOAHOCMbIO HPUCMYNbI
He Kynupoeanucs.

B eospacme 2 1em 3 mec enepevie koncysvmuposar 6 Ha-
VUHO-UCCALO08AMENCKOM KAUHUMECKOM UHCMUmYme neou-
ampuu um. akad. F0. E. Beasmuuwesa. I[lpu BOM o6napyycen
nammepH modughuyuposartoii euncapummuu (puc. 5). K me-
panuu dobaener 6mopoil npenapam — 8ueadbamput 6 003e
170 me/ke. Dnurenmuueckue cnazmol Kynupoealuch, omme-
YeHo nodasnenue suncapummuu, Ho nokazamenau 331 noa-
HOCMbIO He Hopmaau3oeatucs. Marvuuk cman nocmeneHHo
npuoGpemams MOMopHble HABbIKU U K 3 200aM HAUAA CIOSMb
Y ONOpbL, NOABUACS IMOUUOHANbHBLIL KOHMAKM.

Ilo danuwvim BOM, 6 6o3pacme 3 nem Kopkosas pummu-
Ka 0e30peaHu306anHa, OOMUHUPYIOWUT 3AMbLAOYHYLE PUMM
3ameoneH. B boopcmeosanuu ommeuaemcs bugpponmanvras
SNUNCNMUPOPMHAS AKMUBHOCMb C KPAliHe HU3KOU npedcmag-
AEHHOCMbIO, 80 CHE (hu3uos02u1ecKue nammepHsl CHa Oug-
epenyupyromes, Ho crabosvipaxcerst. MyabmupecuoHanbHAas
SNUNENMUPOPMHASL AKMUBHOCIb 8 BUI0e KOMNACKCO8 CNAIK—
80/1HA, OCMPAS—MeONeHHAs 80AHA, amMnAUmydoii 0o 150— 180
MK B. HHdekc snusenmugopmnoil akmusrHocmu cyosekmue-
Ho 20—30 % (puc. 6, 7).

B nacmosiwee epems noaywaem mepanuio: eueabampun
no 1000 me 2 paza 6 dens (180 me/ke) + npenapam earvnpo-
esoii kucaomot no 200 me 2 paza 6 denw (36 me/ke).

Heepoaoeuueckuit cmamyc. Ha ocmomp peacupyem
NOAOIHCUMEALHBIMU IMOUUAMU. 3PUMENbHbIL KOHMAKM Kpam-
Kospemennulii. Mnmepecyemces uepywikamu, 6 pykax yoep-
acueaem. Peuu nem. Jluyo eunomumuuroe, MOH20A0UOHbLI
paspes enra3. Cxodaueecs kocoeaasue. Pom npuomipoim,
ommeuaemcsi gvicogbleanue a3vika. Ilonzaem Ha uemeepeHn-
Kax, gcmaem ¢ n000epICKOil, nepedaueaemcst 6004b ONOPbL.
Cudum c kpyenoii cnuroil. Boipasxcennas ouggysnas euno-
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Puc. 6. I[Tayuenm T., 3 rem. Dnexmposnueghpanoepagus (6oopcmeo-
8anue), OUNOAAPHbILL MOHMAIC, HYECMEUMeabHocmy 7 MKB/mm: do-
MUHUPYIOWULL 3AMbIIOYHbIIL UMM 3aMedneH NO CPAGHEHUIO ¢ 603DAC-
HOU HOPMOUL; OUpPOHMANbHAS FNUACNMUDPOPMHAS AKMUBHOCID

Fig. 6. Male patient T., 3 years old. Electroencephalography (wakefulness),
bipolar montage, sensitivity 7 uV/mm: the dominant occipital rhythm is slowed
compared to the age norm; bifrontal epileptiform activity
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Puc. 7. llayuenm T., 3 rem. Baexmposnyepanroepagus (con), ou-
NOAAPHbLIL MOHMANC, HyecmeumenvHocms 10 mk B/mm: ommeuaem-
€51 MYAbMUPe2UOHANbHAS INUNENMUPOPMHAS AKMUBHOCIb (8 100HO-
6EPMEKCHbIX  001ACMAX He3A8UCUMbIMU U OUAamMePaNbHbIMU
paspaoamu, 8 UeHmMpaibHo-meMeHHO-8UCOUHBIX 001acmsX, ¢ nepe-
MeHHOI Aamepanu3ayueil aKkueHma)

Fig. 7. Male patient T., 3 years old. Electroencephalography (sleep), bipolar
montage, sensitivity 10 uV/mm: multiregional epileptiform activity is noted
(presenting as independent and bilateral discharges in the fronto-vertex
regions, and in the centro-parieto-temporal regions, with shifting lateralization
of emphasis)

monus moimy. Cyxoxucunvhvie pegaekcol cHuxceHsl, D = S.
Ilnockosanveychbie cmonbi.

IpencraBieHHBII KIMHUISCKUIA CITy4ail JEMOHCTPH-
PYeT CIIOXKHOCTU B TMarHOCTHKE CTEPTHIX AMMICIITUIECKUX
CITa3MOB, OCOOCHHO y JIETeil ¢ 3a1epKKOM IICUXOMOTOP-
Horo pa3utus. [1pu1 3TOM perpecc Win IiaTo B pa3BUTUH
MOXET OBbITh HEOUEBUIHBIM 1 HE (DMKCUPOBATHCS POAMTE-
JIIMU MalMeHTa. 3a4acTyio JIMIIb TP JAeTalbHOM cOope
aHaMHe3a ylaeTcsl yCTaHOBUTh, YTO e0I0T SMUJIeITUYE-
CKUX CIIa3MOB MPOM3O0IIIEI 331010 10 00palleHUsI K Bpa-
4y, — 3TO BJICUYET 3a CO0O0IT OTCPOUKY CTapTa Teparuu U 1o-
TEPI0 KPUTUYECKH BaXKHOTO BpeMeHU. Takke Heo0X0IuMo
MOAYEPKHYTh, YTO IpEIapaToM IepBOi JIMHUM BhIOOpA

2

npu CUDC cayxat Buradatpux u/wiu 'KC, a He Bajib-
IpoeBast KUCJIOTa.

KnuHuueckuin cnyvai 4

Iauyuenm HU., 14 sem.

JHuaenos: CJI (mpucomus 21-ii xpomocomot). Pokanrvhas
anuaencus HeymouHeHHoi smuonoeuu. Unmennexkmyanvnas
HedoCmamo4HOCHb.

Anamnes xcuznu. Peberox om noemopHoii bepemeHHo-
cmu, 1-x podoe nymem s3KcmperH020 Kecapesda ceveHus (paH-
Hee omxodcoeHue 600) Ha 31-ii nedene. Macca mena npu po-
acdenuu 2035 e, dauna mena 46 cm, oyenka no wkane
Aneap — 6/7 6annos. He 3axpuuan, nocie poycdenus nepe-
6eden 6 omoenerue UHMEHCUBHOU Mepanuu, UCKYCCMEEHHYIO
BEHMUAAYUIO Ne2KUX He NOAYYAA, KOPMAeHUEe NPOBOOUAOCH
uepe3 30H0, ommeueHo CHudcerue maccol meaa 0o 1700 epamm
(poduncs omeunvim). CI duacnocmupogarn nocae poxcoeHus,
noomeepaicoen kapuomunuposanuem. Boinucan 6 1 mec 19 cym
¢ maccoii mena 2700 e. Pazseueancs ¢ 3a0epickoil: 20108y
depoican 6 6 mec, Hauan nepegopavusamscs 6 8 mec, k 1 2ody
N0A301 HA YeMBEPeHbKaX U Ha4al 6CIMABAMb Y ONOPbL, XOOUMb
Hauan 6 1200 7 mec. Peuesoe pazsumue c 3a0epickoil, 6 3 20-
Oa obpawenHyo peub nonuman cumyamueno. Yacmu meaa,
HCUBOMHDBIX HE NOKA3bIBAN, 36YKON0OPANCAHUL He Obino. Boi-
padiceHHoe cAloHOmeveHue ommeuanrocs do 2 nem 3 mec.
C 3 aem nocewjaem demckuii cad, pacmem oOUUMENbHbIM,
K 3aHAMUAM RPUBNEKAACS HENPOOOANCUMENbHO, OMMEHANACH
eunepakmusrocmo. Haeviicu onpsmnocmu cpopmuposanuce
6 4 200a. Habawdaemcs 3HOOKPUHOA020M (eunomupeos),
npunumaem L-mupoxcun. Cypdonoeuneckoe obciredosanue:
cAyx 6 Hopme. Daekmpokapouoepaghus: HapyueHuil cepdey-
H020 pumma He bis18A€HO.

Anamnes 3a6o0aeeanus. llepewiii snusenmuueckuii npu-
cmyn pazeuncs 8 5.iem (80 8pems HOUHO20 CHA, 6CKOpe nocae
3aCbINAHUSL), OMMeHauch nodepeusanie npasoli pyKu, npa-
6011 NOA0BUHBL AUUA, 00UAbHOE CAIOHOMEYeHUe, POMA; NPO-
doaxcumenbHocms npucmyna cocmaeuna 2 mun. Ha pymun-
Hoit DAl (30 mumn) snusenmuopmHoil aKmueHocmu
He gviseaeno. Yepez 1 mec noemopunoce 2 makux xee npu-
CMyna 3a Ho4b: nepeulil npodoaxcaics 1—2 mun, 3amem pe-
OeHoK ycHya, u uepe3 40 MuH pazeuacst ROBMOPHbLIL NPUCHYR
daumenvHocmoto >15 mMur, Komopoiil Obla Kynuposau duase-
namom nocae npue3oa ckopoi meouyurckoii nomouwu. Ilocae
amoeo peberky Obin npogeden BOM Hounoeo cha. Buiseaena
PecUOHANbHAS INUACNMUPOPMHAS AKMUBHOCID 8 UEHMPALb-
HO-BEPMEKCHbIX 0MOeAax Npasozo U 1e8020 NOAYUAPUIL,
Ha omoenbHbIX 2n0xax ¢ Hapacmanuem unoexca oo 60 %,
uspedKa — KopomKue 2eHepatu308anHble paspsaobl ¢ AKUeH-
mom 6 100H0-6epmeKcHblX omoenax (puc. 8). 1o mopghonoeuu
INUAENMUPOPMHASL AKMUBHOCHb COOMBEMCIMB08AAA 000PO-
KauecmeeHHbIM SNUACHMUPOPMHBIM NammepHam 0emcmea
(«poaanduueckue cnaiiku»). Pekomendosan cyrbmuam & cy-
mouroil doze 10 me 6 2 npuema (100 me ympom u 100 me
eeuepom). Ilpucmynoi He nogmopsauce. Pebenok nabarodan-
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Puc. 8. llayuenm U., 5 rem. Inexmposnyepanoepagus (con), 6u-
NOAAPHYLIL MOHMAIC, yy8cmeumenvrnocms 150 mx B/cm: peeuonans-
Hble paspsidbl KOMAAEKCO8 CHALIK—B0AHA 8 UeHMPANbHO-8ePMEKCHOU
obaacmu, ho Mopghoaoeuu aKMUGHOCMb COOMBEMCMEYem «POAaH-
duueckum cnaikam» (YKasanvl MeHvluumu saauncamu). lenepanu-
308aHHbLI KOPOMKULL P3PS0 KOMNAECKCO8 CRAK-, NOAUCHATUK—601-
Ha ¢ aKyeHmom 8 N00HO-UeHMPaNbHO-8epmeKcHOl obaacmu (Yka3aH
00AbUUM HAAUNCOM)

Fig. 8. Male patient 1., 5 years old. Electroencephalography (sleep), bipolar
montage, sensitivity 150 uV/cm: regional spike-wave discharges in the centro-
vertex region, morphologically consistent with «rolandic spikes» (indicated by
smaller ellipses). A short generalized discharge of spike-wave and polyspike-
wave complexes with an emphasis on the fronto-centro-vertex region
(indicated by a larger ellipse)

cs1 anunenmonoeom. Ommeuanace caedyrowjas ounamuxa 3T
CHa 4epe3 6 mec npuema cyavmuama é doze 10 me/ke/cym:
60 CHe — npexoosiujee pecuoHANbHOe 3aMedleHue 8 npasoll
N00HO-UEeHMPanbHoi obaacmu. Dnusenmu@opmHoil aKkmue-
HOCIMU He 8blABAEHO.

Ilocae 6sedenus cyrvmuama pooumenu Ommemuau yay4-
weHue pazeumust pebeHKa: Masbuux cman 6onee ycuouuswbim
HA 3QHAMUSX, YMEHbUUAACL IMOUUOHANbHAS AAOUNBHOCTND.
B 8 nem 6 cocmosnuu 600pcmeosanus pazeuncs npucmyn
¢ nomepeil CO3HAHUSL, KAOHUYECKUM NOOepeUsanuem npasoll
pyku 0o 1 mun; Kynupogaics camocmosmensro. Ipucmyn
Obll CNPOBOUUPOBAH NPONYCKOM NPUEMA NeKAPCMEA, MaK
KaK pooumenu peuuau camocmosamenbHo OmmeHums npomu-
socydopooicHblii npenapam. Tlposedern nouroit BOM: ocHogHoil
pumm 8—9 Iy, 6o cHe pecucmpupyemcs snurenmugopmHas
AKMUBHOCMY 6 8U0e eOUHUYHBIX CRALIKO08, OCIPbIX BOH 6 /e~
801l N100HOI, NPasoil 100HOU obaacmu, bUppPoHmo-memno-
panvio. Jloza cyrbmuama noswlueHa 6 COOMeemcmeun ¢ Mac-
coit meaa 30 ke (100 me ympom u 200 me eeuepom). boavuie
NpUCMyno8 He omme4anoce. B nacmosiuee epems npoooaicu-
MeAbHOCMb PeMUCCUU COCMasasem NoAHbiX 5 aem. B xode
B3M snunenmughopmuas akmuenocms He pecucmpupyemcs.
Maenumno-pe3onancras momoepagus 20406H020 M0324.
CMPYKMYPHbIX UBMEHEHULL He 8blA6ACHO.

Heepoaoeuueckuii cmamyc. Ouazoebix cumnmomos
He ebisieneHo. MoiuieuHblii moHyc ¢ meHOeHyuell K 2UnomoHUU.

2

Cyxoxcunvhole peghaeicol Huskue. IliockosanveycHbie cmonbt.
Hapywenue ocanku, eunepaopoos. B noze Pombepea ne uc-
cnedosan. Peus omoenvnvimu cnosamu. Ha eonpocel omee-
yaem 00HOCA0JICHO, U3Oupamenvro. Ilpu cmene 3adanuil
Mooicem demoncmpuposams omkas. bvicmpo ucmowaemes,
Hyxcoaemces 8 KOHMpoAe npu bINOAHEHUU 3A0AHU.

JlaHHBII ciyyail JEMOHCTPUPYET BBICOKUI 3¢ heKT
cynbruaMa nipu anuierncuu Ha poHe CJI. ITokazaTenbHa
kaptuHa D3I, xapakTepHas IJisl TeHETUYSCKOM dTUIer -
CHM, — COYETAaHWE PETHOHAIbHOW M TeHepaJn30BaHHOM
BMUIETITU(OOPMHON aKTUBHOCTH. [IprMedaresibHO, 4TO pe-
rMOHaIbHAs SNUIeNTUMOPMHAs aKTUBHOCTh HOCUT Xa-
pakTep 100pOKaYeCTBEHHBIX SNMUIeNTU(OPMHBIX IATTEP-
HOB JIETCTBA.

3aknoyeHue

ITomumo onucanus CII, HaMu MpeacTaBiieH aeTalb-
HBIIf 0030p HanboJIee YacThIX (hOPM SITUJICTICUU C TUITHY -
HBIM BO3PacTOM JIc010Ta, 0COOEHHOCTSIMU SIUJICIITOIeHE -
3a ¥ TeYeHUs IIPUCTYIIOB IpY 3TOM cuHapoMe. Hanboree
YacTbIM TUITOM IIPUCTYIIOB B PaHHEM JIETCKOM BO3pacTe
npu CJI cuutarorcs sanuiientTuieckue crnasmol. K mpermna-
param nepBoit auHuu npu CHUDC Ha dpone CJI oTHOCAT
BurabatpuH u 'KC, a couetaHHOe MpUMeHeHUe yKa3aH-
HBIX METOIOB JIEMOHCTPUPYET 00Jiee BHICOKYIO 3(h(PEeKTUB-
HOCTb ITO CPaBHEHUIO C MOHOTepanueil. Takke moka3aHo,
YTO Tepalus NuiIerncuu y nmanueHToB ¢ CII nuMmeer onpe-
JIeJIEHHbIE CJIOKHOCTH M3-3a IJIOXOM NMEePEeHOCUMOCTH
ADII. K KoMOpOUIHBIM 3a00J1€BaHUSIM U COCTOSTHUSIM
ripu CJ1, KOTOpbie MOTYT OKa3bIBaTh HETaTUBHOE BIMSIHUE
Ha noaoop Tepanuu anuierncun, oTHocIT COAC 1 MoBbI-
IIEHHYIO aKTUBHOCTb KapOOaHTHUAPa3bl 2-TO TUIIA.

B moctymHoii 1utepatype Hamu He ObLI0 OOHAPYKEHO
JAHHBIX UCCIICIOBAHUI IO MPUMEHEHUIO CyJIbThaMa y Ta-
uueHToB ¢ anuierncueit u CI. [ToaToMy npuBeAeHHbIN
KJIMHUYECKUI CIydaii IpUMEHEHUSI CyJIbTHaMa y MarueH-
Ta ¢ CJ1 1 okalibHOM 3Mujencueit MoxeT ObITh KpaiiHe
TTOJIE3eH IUTST IPAaKTUKYIOMMX Bpadeid. CyJibriaM B JaHHOM
ciTy4yae IIpoAeMOHCTpUPOBal 3(h(HEKTUBHOCTh U XOPOIIIYIO
IePEHOCUMOCTD MPH JUTUTEIBHOM (>5 JIeT) IpUMEHEHUH
1 0Ka3aJl ITOJIOXKUTEJIbHOE BIMSHUE Ha Pa3BUTHE U TTOBE-
JIleHHe nanyeHTa. TakuM o0pa3oM, BEICOKasi paciipocTpa-
HeHHocTb COAC, runepakcnpeccust KapooaHTUApas3bl 2-ro
TUIIA, a TAaKXe HaJIUYMe MUOKJIOHUYECKUX MPUCTYIIOB,
CXOIHBIX C IOHOIIECKOW MUOKJIOHUYECKON 3MMICTICUEH,
IMO3BOJISTIOT PAaCCMATPUBATh CYJbTHAM Kak Iperapar Ia-
TOTEHETUYECKOW Teparuu AJIs psiia MalueHTOB C SMUIIETI-
cueit u C/I.

HanHast Imy0IMKalus pru3BaHa IepeoCMbICIUT CYIIe-
CTBYIOILIME TIOAXOMABI K Tepaliy 3MWICIICUN Y TTallueHTOB
¢ CJ/I, a Takxe CTUMYJIMPOBATh Bpaueil U UccieaoBaTesIeii
K ITOMCKY HOBBIX OIITUMAJIbHBIX METOIOB JICUCHUSI.
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