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MpepncTaBneHa KpaTkas MTepaTypHas CnpaBKa O peKOM reHeTU4eckoM cuHapome CMuT—MareHuc, KOTopbIi NpoABnAeTCA
VYMCTBEHHO 0TCTaNOCTbIO, LUCCOMHUEN M CneLndUYeCKUMU HApYLLEHUAMI NOBEAEHUA. INUNENCUA BCTPEYaeTCA npumep-
HO Yy 50 % nauneHTOB. ABTOpPbI NPeACTaBAAIOT ONMCAHWUE MHOTONIETHEro HabaloaeHUs 3a NaLMeHTOM ¢ cUHAPOMOM CMUT—
MareHuc u anunencueli, npossasoweiics B Gopme 3HUedanonatMm pasBuUTUA U 3NUNENTUYECKON CO CNAK-BONHOBOM
aKTMBaLMen BO CHe. Inunencus febioTuposana B BO3pacTe 5 feT ¢ hoKaNbHbLIX MPUCTYNOB C NEPexofoM B GunatepanbHble
TOHUKO-KIOHMYECKME NPUCTYNbI CO CTAaTYCHbIM TeyeHneM. Ha anekTpo3sHuedanorpaMme HOYHOO CHA BbIABAANACH CNANK-
BOJIHOBAsH aKTUBHOCTb B LLEHTPO-TEMMOPAJIbHbIX OTAENAX C 06enX CTOPOH, C MHAEKCOM, focTurawowmum 100 %. Mocne nog-
6opa 3pheKTMBHO aHTUINUNENTUYECKON Tepanum LOCTUTHYTA ANUTENbHAA PEMUCCUS, NPUCTYNbI OTCYTCTBYIOT. OfHOBpe-
MEHHO OTMEYAETCA CHUXKEHNE UHAEKCA NPEACTABAEHHOCTU 3NMNenTUhOPMHOI aKTUBHOCTU HA 3NEKTPO3HLedanorpamMme.
HapylweHus pa3BuTusa, NOBELEHNUSA U CHA He NpeTepneBanyt U3MEHEHUS B 3aBUCMMOCTU OT TAXKECTU TEYEHWUS INUNENCUn
(B TOM YKCne B aKTUBHOI ha3e U B PeMUCCUN INUNENCUN).
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The case of development and epileptic encephalopathy with spike-wave activation in sleep
in a boy with Smith-Magenis syndrome
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A brief literature review of the rare genetic Smith-Magenis syndrome, which is manifested by mental retardation,
dyssomnia, and specific behavioral disorders, is presented. Epilepsy occurs in approximately 50 % of patients.
A description of long-term follow-up of a patient with this syndrome and epilepsy in the form of development and epileptic
encephalopathy with spike-wave activation in sleep is given. Epilepsy onset was at the age of 5 years with focal, bilateral
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tonic-clonic seizures and status epilepticus. On the electroencephalogram of nocturnal sleep, spike-wave activity was
detected in the centrotemporal regions on both hemispheres, with an index of up to 100 %. The patient was able
to choose antiepileptic therapy, a long-term remission was achieved, the seizures were stopped.
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CunnpoM Cmur—Marenuc (CCM) (OMIM: 182290) —
5TO CUHIPOM C HapyllIeHUEM ICUXUYECKOTO Pa3BUTHUS,
CBsI3aHHBIN ¢ MyTanueit 17pl1.2, xapakTepu3yoLIuncs
crienuuieckuMu (heHOTUIIOM U TTOBEICHUEM, a TaKXKe
YMCTBEHHOM OoTcTanocThio (Tadu. 1, 2) [12, 15]. OcobeH-
HOCTH TIOBEIEHUS O0JIBHBIX HACTOJIBKO SIPKKE, UTO 3aI10-
JIO3PUTh TUATHO3 MOXKHO YK€ Ha OCHOBaHUM HaOJTIOIEHMS
3a IallMeHTOM. AHAJIOTUYHOE CBOe0Opa3ue YepT XapaKTe-
pa oTMevaeTcs y MallMeHTOB C CHHIPOMaMK AHTeJIbMaHa,
Perra, Ilurra—XonkuHca, [Ipagepa—Bunnu, MaptuHa—
benn, Bunbsmca u HekoTopbIx Apyrux. [lalimeHTh MOTyT
BHEIIIHE OBITh HE ITOXOXXUMU, HO MMETh OMHOTUITHOE I10-
BereHue. JlaHHBI (heHOMEH MOJyYMJl Ha3BaHUE «ITOBE-
JieHYeCKre PeHOTHUIIBI».

Tadmua 1. Ocobennocmu gpenomuna [12]
Table 1. Phenotypic characteristics [ 12]

Phenotype element

Drronorus. [Tpumepro 90 % ciydaeB CCM 00yciioB-
JICHBI Aejelreld KOPOTKOro Iuieda 17-il XpOMOCOMBI
(dell7p11.2) c bopMupoBaHHUEM MOHOCOMUU, OCTATbHbIE
10 % BbI3BaHBI MyTauussMu B reHe RAII. Ten RAII
3KCIPECCUPYETCS MHOTMMU TKaHSIMU U IPEICTABIISIET CO-
00l peryisiTop TpaHCKPUITLUK [4].

Hctopus uzyyenus. 3adoseBaHue onucaHo B 1982 r
BpauyoM OHH CMUT U LMTOTeHETUKOM DJlleH MareHuc
B CIIA. B 1990 . cuHIpOoM MOJTy4rsI SIIOHMMHOE Ha3BaHe
B 4ecTb aBTOpoB. ComIacHO IpaBUjIaM PYCCKOTO SI3bIKa,
Ha3BaHue «cUHApoM CMUT—MareHuc» He CKJIOHSEeTCs,
MOCKOJIbKY 00€ (haMUJINU KEHCKHE.

Yacrora BcTpeuaemoctn CCM B MUpe cOCTaBIsIeT
1 ciyyait Ha 15—25 ThIC. HOBOPOXKAEHHBIX.

Characteristic

IIInpokoe KBagpaTHOE JINIIO, BHICTYITAIOIINIA JIOO, HeTOpa3BUTHE (PETpy3Hsl) CpeIHEl YacT JINIIA,

MaJIeHbKUIA HOC, OOJIbIIINE IIECKHU, TUIIOrHaTusA, BO B3pOCJIIOM BO3PAaCTC — IMIPOrHaTUA, OIyIICHHas BHU3

Wide and square face; protruding forehead, underdevelopment of the middle of the face (retrusion); small nose; large

IlInpoxkas mepeHocuIIa, 6pOBY IMMPOKKUE, TYCThIe, cpocIirecs (CMHOMPHUC), pacCIIUPSIOMKECs 0 60KaM

ATeHe3usI TIOCTOSTHHBIX 3y00B (0COOEHHO MPEMOJISIPOB), TAYPOIOHTU3M (YBETUYEHUE TTYJIBITBI W PETYKIIVST

Agenesis of permanent teeth (especially premolars), taurodontism (increased pulp and reduced tooth roots), open bite,

Jl;[;go BepxHsis ryoa («wiyk KynumoHa»)
cheeks; hypognathia; in adulthood, prognathia, lowered upper lip (“Cupid’s bow”)
[raza [iry60K0 mMocaskeHbI U PaCIIOIOXEHBI OJIM3KO IPYT K APYTY, aHTUMOHTOJIOMIHEIN pa3pe3 1ia3
Eyes Deeply set and located close to each other; antimongoloid slant
bposu
Eyebrows Broad nasal bridge; eyebrows are wide, thick, fused (synophrys), and wider on the sides
3y0bl KOpHEl 3y00B), OTKPBITHIN MTPUKYC, OOIBIIION S3bIK (MAKPOIJIOCCHUS), OpYKCHU3M
Teeth
large tongue (macroglossia), bruxism
Poct Huzkuit
Height Short
ITanbib Kopotkue
Fingers Short

HuxH1e KoHeYHOCTH

Lower extremities Hallux valgus, gait with legs wide apart

BaJIBI'YCHI)IC CTOIIbI, IMTOXOAKa C IIIMPOKO pacCTaBJICHHBIMU HOTaMU
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Tabmua 2. Ocobennocmu nogedenus u pazeumust [ 12]
Table 2. Characteristics of behavior and development [ 12]

3

'YpoBeHb MHTEJJIEKTa
Intelligence level

20—78, B cpenHeMm — 40—54

VYMCTBEHHast OTCTAJIOCTh Pa3HOl CTerneHU BoipaxkeHHOCTH. KoadduimeHT nnremiekra (1Q) —

Mental retardation of varying severity. Intelligence quotient (IQ) between 20 and 78; 40—54 on average

Peun Hapyiiien peueBoii mpakcuc, 1u3apTpust
Speech Impaired speech praxis, dysarthria

Menkast MOTOpUKa Hapyiena

Fine motor skills Impaired

[NoBeneHnue, HarpaBIeHHOE
Ha NNpUBJICYCHNE BHUMaHUA
Attention-seeking behavior

CaMOITOBPEXKACHUA

HapyiireHue KoHIIeHTpaluu

BHUMAaHUS

Impair ncentration L .
IS el hyperactivity disorder

Hapyiienue cHa

Sleep disturbance

YpeamepHasi 00IIUTETbHOCTb, XelaHue OOHSTh COOeCeTHIKa, BCIIBIIIIKY THEBA, ayTOarpeccusl,

Excessive sociability, the desire to hug the interlocutor, outbursts of anger, autoaggression, self-harm

HacTonbko BeIpaxkeHHOe, 4To cHApoM CMUT—MareHuc gaxe paccMaTpuBaeTcs B 1uddepeH-
1[MaJIbHOM IMarH03e CUHApoMa JIe(bUIIUTa BHUMAHUSI C TUTIEPAKTUBHOCTBIO
So severe that Smith—Magenis syndrome is even considered in the differential diagnosis of attention deficit

JIHEeBHasI COHJIMBOCTb, TPEPLIBUCTBIN HOYHOW COH, paHHUE MTPOOYKIACHUS
Daytime drowsiness, intermittent night sleep, early awakenings

Knananyeckue mnposisiennss. CCM — 3aboseBaHue
C OYCHb BapHabeTbHBIMU KIMHUYECKUMU TTPOSIBJICHMS -
MH. BBIpakeHHOCTh OTIEIbHBIX CUMITOMOB U TSKECTh
COCTOSIHUS BapuabebHbI (CM. Tabi. 1), ogHaKo ¢ Bo3pa-
CTOM CHMMITOMBI 3a00JIeBaHUSI CTAHOBSTCS OoJiee BbIpa-
JKEHHBIMU. BaxkHO MMOHMMATh, YTO B KIIMHUYECKOM KapTH-
HE KOHKPETHOTO MallMeHTa He 00s3aTeIbHO MPUCYTCTBUE
BCEX MEePEUMCICHHBIX CUMITTOMOB; KaXKIbIiA CITydaii sIBIISICTCS
YHUKaJIBHBIM. [1paBUIbHBIN AMarHO3 BaXKeH IS IPOTHO-
3a pa3BUTHSL.

VY nmauuentoB ¢ CCM B Bo3pacTe A0 | roma XXu3HU
OTMEYAIOTCS MBIIIEYHAs! TMIIOTOHMSI, TUIOPehIEeKCUS
W HapylIeHUs BCKapMJIMBaHMS (CJ1a00CTh COCAHMS, CPbI-
TMBaHMS, TacTpo330dareaybHbIi pedIoKC), YTO MOXET
CcocoOCTBOBATh TUNOTPOdUU. JIeTH pacTyT «yI0OHBIMU»
M CaMOJIOCTaTOYHBIMU; PEAKO IUIAYyT, BOKAIM3alIMs CJia-
00 BBIpaXKEHA, YTO OTpaKaeT 3aMETHYIO PAHHIOIO 3aICPKKY
SKCIIPECCUBHOM peYH.

XapaKTepHbI XpOHUYECKKE PACCTPOMCTBA CHA. Y JeTeit
1o 1 roa oTMevaeTcs MOBBIIEHHAs! COHJIMBOCTD, HO y3Ke
B paHHEM JCTCKOM BO3pacTe pa3BUBAETCs TUCCOMHMS,
KOTOpasi COXpaHsIEeTCs Y MOAPOCTKOB U B3POCbIX. Bojib-
HbIE JIOJITO 3aChINAalOT, XapaKTePHbI YKOPOYEHHBIC IIUKJIbI
CHa, 4acTble HOYHbIC MPOOYXKACHUS, PAHHUI MOIBEM.
OO06111ast TPOAODKUTEILHOCTh CHA YKOPOYEHA T10 CpaBHE-
HUIO C BO3PAaCTHBIMU HOpMaTUBaMH. JIMCCOMHUS TTPUBO-
JIUT K Ype3MEPHOIi THeBHOI coHmmBocTU. Hapyiienus cHa
CBSI3aHBI C HapylICHWEM IIMPKAIHOTO PUTMa MEJaTOHM -
Ha. B HopMe ypoBeHb MeJIaTOHMHA TOCTUTaeT MaKCUMyMa
HOYBIO U MUHMMYMa aHeM. [1pu MHBepCUM LIMPKAIHOTO
pUTMa MUHUMAaJIbHBII YPOBEHb MEJIaTOHMHA OTMEYAeTCs
HOYBIO.

YMcTBeHHas1 oTcTanocTh y naiueHToB ¢ CCM MoxeT
JIOCTUTaTh Pa3HOM CTETICHU TSKECTH — OT JIETKOM 10 yMe-
peHHoI. TMIUYHO Hexopa3BUTUE KCIIPECCUBHOM pedr
10 CPaBHEHUIO C UMITPECCUBHOI, MOTOPHAsT HEJIOBKOCTb,
HEYKJTIOXKECTh.

Hapymenus nosenenus. Y nereil Miaaiiero Bo3pacra
HEpeIKOo BCTpevaloTcsl OMeHMe ToJIoBoi, sikTamust. [Tocte
2—3 JIeT XXU3HU MOSIBJISIOTCS 3MU30bI TOHMYECKOTO Ha-
MPSCKEHUST PYK TP CUJIBHBIX SMOLMSIX. DTU ABUXKCHUS
PsIT aBTOPOB PACLIEHUBAIOT KaK «CaMOOOBITHSI», CEHCOP-
HBIi rojiof. Takke OTMEUYaloTCsl UMITYJIbCUBHOCTD, TUIIEP-
AKTUBHOCTb U CMHAPOM JeduiinTa BHUMAaHUSI, YacThIe
1 TTPOIIOJIKUTETbHBIE UICTEPMKH, BHE3AITHbIE CMEHBI HACTPO-
€HUs1, TPYTHOCTH C IIPUYYEHUEM K TyaIeTy, HEIIOCTyIIIaH1e
1 arpecCUBHOE MTOBEICHNE WX MIOBEIeHYE, HAaIIPaBJICHHOE
Ha MpuBJeYeHUe BHUMaHMs. B pamkax ayroarpeccuu Ha-
OymomaloTcs Takue (DOpMBI MOBEeHUsI, KaK KyCaHUE PYK,
3aIISICTUIA, TIOILIEYMHBI, [IaparaHue KOXH, OHUXOTHIIJIOMA-
HMSI, TTIOeIaHNe HECheTOOHOT0 MJIM BKJIAIBIBAHIE MHOPOI -
HBIX MPEIMETOB B OTBEPCTHS Tesa (TOIMAIMOO0IOKIIaMa-
Hust). BMecTe ¢ TeM 11 GOJIbHBIX XapaKTepHBI YYBCTBO
IOMOpa, XOpOIllast MeXaHNYeCKast TaMSITh.

Dmunencusa npu CCM BcTpevaeTcs vaille, YeM B 00-
mei momyasiuuy. CKIOHHOCTh K 3MIUJIEIICUU CBSI3aHa
¢ HapyuieHveM (byHKIIUW TIyTaMaTepruyecKUX HEMPOHOB
TUIIIOKaMIIa B pe3yJibTaTe MyTauuu reHa RAI1 [4].

A.M. Goldman u coasT. (2006) onyOoJIMKOBaJIN €AUH-
CTBEHHOE Ha JaHHBIM MOMEHT OOJIbIIIOE MCCIICIOBAHKE
C aHAJIM30M KJIMHMYECKOM KapTUHBI SMUJICTICMM U 3JIeK-
TposHuUedantorpadpuueckux nameHeHuit npu CCM. beuin
MPOAaHAIM3UPOBAaHbI aHAMHE3 U TaHHBIC BUIEO3JICKTPOIH -
nedanorpadpmyeckoro MoHuToprHra (BOM) 60 maieHToB.
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DNUIENTUIECKUE TIPUCTYIIB OTMeYaIiCh y 18 % maieH-
TOB, MWIeNTH(GOPMHAs aKTUBHOCTh Ha 3JICKTPO3HIIe(ha-
sorpamMe (DDI') 6buTa BeIgBIEHa v 27 13 60 manueH-
ToB. HaubGonee vacro (73 % ciiyyaeB) BcTpedasiach
reHepaJIr30BaHHasl M TUOOPMHAsT aKTUBHOCTD. [Tpun
OosbiION Aenenuu u3MeHeHUs1 Ha DOI' BBIABISIUCH
y 83 % nanueHToB, a Ipu 6oJiee KOpoTkoit —y 49 %. AB-
TOPBI 3aKJTIOUIIH, YTO SIUJICTICUIO CISIYET CUMTATh OMHUM
13 OCHOBHBIX TTposiBieHuit CCM [7].

Onuiernicuss BeTpedaercess v 11—30 % mamnmueHTOB
¢ CCM [13]. Eie y 20—25 % narieHToB OTMEYaeTCsl SITUJICTI-
TG OPMHAsE aKTUBHOCTb Ha DI 6e3 KITMHUYEeCKIUX MTPOSIBIIe-
HMiA [6, 8]. MoryT HaOmOIaThHCST Pa3TMYHBIE TUITHI TIPUCTYTIOB,
HO TIpeo01anaroT NPUCTYITHI ¢ (poKaTbHBIM HavaioM [8]. ITpu-
MepHO B 50 % cayuaeB smwienicuu ipu CCM orpeaessiior-
¢S U3MEHEHUST Ha MarHUTHO-PE30HAHCHOI TOMOIrpamMMme:
BEHTPUKYJIOMETAINS, aHOMAJIUU 3aHEl YepeITHOM SIMKH,
TMITOILIA3MsI MO3OJIMCTOTO Tejla, YePBs MO3KeUKa M MOCTa,
a TaKKe IBYCTOPOHHEE CHIDKEHME IIOTHOCTH CEPOro Bellie-
CTBa B MHCYJISIpHOI obyiacTu [2, 3, 9, 10].

IlocTuHCY/IBTHBIE M3MEHEHUSI ObUIM BBISIBJICHBI Y HeE-
CKOJIbKUX MallMEHTOB, B TOM YMCJIe TIpU 00JI€3HU MOt~
Moiis [14], moaTOMY peKOMEHIOBAaHO OLIEHUBATh Liepeo-
poBacKyJisipHbIe 3a00JieBaHus Y Bcex mauueHToB ¢ CCM
nepen onepauueii Ha cepaue [S].

ITomHeBponaTHsi CONTPOBOXKIAETCSI CHYDKCHHOM yB-
CTBUTEIBHOCTBIO K OO ¥ CEHECTONATUSIMU I10 TUITY I10-
KaJbIBaHUSI, XokeHus1. Berpevyaercs y 38 % maimeHTOB
¢ CCM [13], MOXEeT NpUBOIUTD K CHUXKEHUIO CYXOXKUJIb-
HBIX pedIeKCOB, U3MEHEHWUIO MKPOHOXHBIX MBIIIIL 110
TUITY TIEpEeBepHYTOI OYyThUIKM. Bo3HMKaeT moxonKa Ha
HocKax, ¢hopMupyercs miockocronye. CHIDKEHHE YyBCT-
BUTEJIBHOCTH K TeMIlepaType M OOJIM MOXET yCYyIryOuTh
MOCJICACTBYSI CaMOIIOBPEXIAIOIIETO TMTOBEACHUS U TTOJIH -
5MOO0JIOKMIaMaHU M.

Comarnyeckue npoosemsl npu CCM [12]. I[Tpu CCM
CYIIECTBYET HECKOJIBKO CITEIM(UIECKUX OCOOEHHOCTEN,
KOTOpbIE HEOOXOAMMO YUMTHIBATh, U MAIIUEHT JOJKEH Ha-
XOIUTBCSI TOJ HAaOJIIOIEHUEM TIeraTpa, OpTomeaa, OKY/JIMcTa
U oToprHOJIapuHrosora. Tak, B IETCKOM BO3pacTe OTMeYa-
eTcs 3a7ePKKa POCTa, Y B3POCIIBIX OOIBHBIX POCT HAXOMUTCS
Ha HYDKHe# rpaHuiie HopMbl. [TpumepHo y 90 % monpocTkoB
MOXeT pa3BUThCS oxupeHue. Y 50 % neteil BBISBISACTCS
rurepxojiectepuHeMust. IMeeTcst CKITIOHHOCTBD K 3aI1opaM.
Hapy1ieHust onopHO-ABUTaTeIbHOIO allliapaTa BKII0YaroT
JIOpI03, CKOJIMO03, BaJIbIyC CTOIL. B pe3yibrare hhopMupy-
eTcs crienpuryecKast IToXoaKa ¢ IMpPoKoii oropoii. KoH-
TPaKTyphl Pa3BUBAIOTCS PEIKO.

PacnpocTpaHeHbl YacThle MH(MEKIIMU HOCOBBIX Ia3yX
(cunycuthl). et ¢ CCM CKIIOHHBI K XpOHUYECKUM OTU-
TaM, KOTOPbIE MOTYT OCJIOXKHUTHCS TyroyxocThio. C Bo3pa-
CTOM CHIDKEHHE CJIyXa Iporpeccupyer. MoxeT pa3BUThCS
KaK KOHIYKTMBHAsI, TaK M HEHPOCEHCOPHAs TYroyxocTb. KoH-
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JYKTWBHasI TYTOYXOCTh Yallle BCTpeyaeTcsl B paHHEM JIeTCT-
Be (1o 10 j1eT), a HelipoceHCOpHas — y MTOAPOCTKOB U B3pPO-
CJIbIX. Y HEKOTOPBIX I€TEl MOBbIIIEHA YYBCTBUTEIbHOCTD
K 3ByKaMm (TUIIepaKy3us).

3peHre YacTo HapyIIeHO, BCTPEUYaloTCsl KOCOoIIasue,
MMKPOKOpPHEa, IIPOrpecCUpyolnasi MUOIHSI.

AHOMAaJIMM TOPTaHM BKJIIOYAIOT TMOJMIIBI U Y3€JIKH,
MOXET pa3BUThCS MapaJiy rojI0OCOBBIX CBA30K. JJucmnpak-
CHSI pe4eIBUTaTEIbHBIX MBIIILL ITPOSIBIISIETCS BBICYHYTBIM
SI3BIKOM M CJIIOHOTEUCHUEM, B CBSI3U C YEM TOJIOC OOJIbHBIX
XPUILIBIA U HU3KHIA.

B peakux cirydasix oTMEYaloTCs TUITOTUPEO03, BPOXKICH-
HbIE ITOPOKU CEPALIA, AHOMAJIMU TOYEK.

JlnarHo3 OCHOBBIBAaeTCSI HAa JaHHBIX aHAMHE3a, BbISIB-
JICHUU XapaKTePHBIX CUMIITOMOB, Pe3yjibTaTaX HEBPOJIO-
ruyeckoro ocMorpa. [IpMHIUIMATBHO BaXXHO TeHeTUYE-
cKoe oOciienoBaHue — BbIsIBAeHUE Aenaenuu 17pll.2
W1 MyTaiu reHa RAI1 [14].

JleyeHune MOKHO MPOBOAUTHLCS MYJIBTUIMCIUATIIMHAD-
HOM KOMaHJIO CITeLIMaJIMCTOB, BKJIIOYAIOIIEH TenuaTpa,
HeBpoJiora, opToIieia, Kapauosiora, CToMaTosIora, JIororena,
cypaorsiora, oraibMoJiora, rcuxojiora. O0s13aTe/IbHO TeHe-
TUYECKOE KOHCYJIBTUPOBaHKMe. MenMKaMeHTO3HOE JIeYeHIE
cumnToMaTryeckoe. Hazexxainasi olieHKa COITyTCTBYIOIIMX
KJIMHUYECKUX TPo0JIeM, paHHee 1IeJICBOE BMEIIATEIbCTBO
U CTPOToe COOTIoNCHNE PEKOMEHIAINIA TI0 Teparii MOTYT
VAYYIIUTH OOIIEe COCTOSIHUE 3MOPOBbS, KAYECTBO KU3HU
U colayibHOe (hyHKIIMOHUpPOoBaHUe nalreHToB ¢ CCM.

st obecriedeHrs MOTEHIIMAIBHOTO Pa3BUTHS HEO0-
XOAUMBI PaHHSIsI KOPPEKIIMOHHAs [TOMOIILlb, BKJIIOYaoIIast
KOPPEKLIMOHHBIE Y PA3BUBAIOLIME 3aHATHS C JIOTOIIENOM,
nedeKToIoroM, IICUX0JIOroM, JiedeOHast (hU3KYJBTypa,
3aHSATHUS CECHCOPHOI MHTErpalineii.

CoOTBeTCTBYIOIIAsT MEIMKAMEHTO3HAas Teparusl Ha-
3HAYACTCS JUIS JIeYSHUSI SITUJICTICUM, TUCCOMHUU, KOPPEK-
LIMY MIOBEICHMUS.

CiiemyeT co0II0aTh PeXUM ITHS, BIpabaThIBaTh PH-
TyaJIbl TP 3aChIITaHUM, CO3/1aBaTh CITOKOMHYI0 OOCTaHOB-
KY B CHaJIbHE ¢ UCKJIIOUEHUEM CBETOBBIX U SJIEKTPOHHBIX
puoopoB. MoxeT ObITh 3((PeKTUBEH MEJTaTOHUH B 03¢
0,75 mo 10 Mr/cyT mpumMepHo 3a 90 muH 1o cHa. I1pu 6osee
BBIPAXXCHHBIX HapYIIEHMSIX Ha3HAYaloT aHTUTMCTaMMH-
HbIE, TIPOTUBOTPEBOXHbBIC CPEACTBA, aHTUACTIPECCAHTHI,
ATUITMYHbIC HEMPOJENTUKM (HAaIpuMep, KBETHAIWH), aH-
THAITWIIENITHYECKHE TiperapaTthl [11, 16].

IIporHo3 MHAVBKIYaJICH U 3aBUCUT OT YPOBHSI pPa3BU-
TUSI MHTEJUIeKTa. I3BecTHHBI ciaydau, Koraa 6onbHbele CCM
MOIJIK paboTaTh U BECTU CaMOCTOSITEJIbHYIO XU3Hb 1101
HaOJIoeHueEM coliMaibHOro pabotHuka. Ho GonbiimH-
CTBO IMAalIMEHTOB HYKIAIOTCS B IIOCTOSTHHOM YXOJI€ U JIOJIK-
HBI TIPOKUBATh B CEMbE WJIM MHTEPHATE.

[IpuBoaMM ONMMCcaHUe KIMHUYSCKOTO CIydast HaOJIro-
JTaeMOT0 HaMU TallieHTa.
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KnuHuyeckum cnyyait

Ilayuenm H. enepesvie oopamuncsa 6 Knunuxy um. Cem.
Jlyku 6 so3pacme 6 aem 7 mec (6 2016 e.). Maavuuky panee
OvL1 ycmanoenen caedyoujuii ouaenos: CCM, Huxchuii cha-
cmuveckuil napanapes, KUugockoauos, yKopoueHue npasoii
HUMICHell KOHEUHOCMUL, ACMUSMAMU3m, Kocoeaasue. 2Karobvl
mamepu npu 00paueHUU: CAMOCMOSMENbHO He KYRUpyrouue-
cs dnuaenmudeckue npucmynsl, usmenenus na S cna
6 sude 8bICOK020 UHOeKCa CNAUK-80AHOB0I AKMUBHOCMIUL.
Yemanoenen duaenos: eenemuueckas oKatbHas Snutencus,
INUACNMUHECKUI CIAMYC MEOAEHH020 CHA.

Anamnes xcusnu. Pebenox om 1-ii bepemenrocmu ouxopu-
anbHOU OUAMHUOHUYECKOI 0680liHell, 1-X onepamueHbix poooe
Ha cpoxe 33—34 Hed (nposedeno sKxcmpeHHoe Kecapeso ceveHue
8 C653U C Hapacmauuem SUnoKcuu 6mopoeo naooa). Ilpu po-
acoenuu macca meaa 1350 e, pocm 40 cm. K konyy 1-x cymok
HCUBHU PA3BUNCS CUHOPOM ObIXAMEAbHBIX PACCIMPOUCIE, NHEG-
MOHUSL, pebeHOK Obla nepeeedeH HA UCKYCCMEEHHYIO GeHIMU-
AAYUI0 Aeekux. B cesasu ¢ Haruuuem cmuem 06credogan eeHe-
mukom, duaenocmuposarn CCM. Bmopoii peberok u3 06oiiHu
3dopos. llo 1 ecoda ommeuanace mviueunas eunomonus. Mo-
MopHOe pazsumue nPoUcxo0uno ¢ 3a0epickoil: nepesopa4u-
samucs Havan 6 9 mec, noA3an Mano, CamoCmosImenbHo ca-
dumcs ¢ 1 200a 7 mec, HAUAA0 CAMOCMOAMENbHOL X00b0ObL
8 2 eoda. C Hauana xo0vbbl xo0um Ha Hockax. Meakas mo-
mopuka pazeuma Hedocmamouro. Peuesoe pazeumue napy-
ueHo, peus npedcmasnena edunuuHbiMuU croeamu. [lonumanue
peuu cihopmuposano Ha ObiMmoeom YypoeHe, GblNOAHAEN NPO-
cmule uncmpykyuu. Con 6ecnokoiinblil, duccomuus. Annemum
uzbupamenvholil. XKeeauue cgopmuposano Hedocmamo4Ho.
Cam He ecm, Hyxucoaemces 6 nomouyu. Haswixu onpsmuocmu
He cgopmuposarnvl. Ommeuaemces aymoazpeccus (cocem
u Kycaem pyku, evipvieaem gonocwt). Ilosviuiena uyecmeu-
MeAbHOCMb K pe3Kum 38yKam. Ycurena pomogas aKmue-
Hocmb. Ommeuaromest cmepeomunuu, aymocmumyasyusl.
C panneeo 603pacma npoeoouauch deueamenvias peaduiu-
mayus, pazsusaiouyue 3ausmust. 1o 5 rem noayuan Hoompon-
Hyt0 mepanuto (0e3 vipalceHH020 3¢pghekma 6 omHoueHUY
paseumus), Komopas 6viaa NPeKpaujeHa nocie GbisieAeHuUs
Ha DII anusenmugpopmuoii axkmuenocmu. CedamueHvie cpeo-
cmea 041 yayvuienuss cHa (eudpoKCcusuH, muopudasut),
a maxce MeAamoHur — 6e3 aghpghexma.

Anamnes 3aboaeeanusn. B 4-nemuem 6o3pacme 6 xooe nia-
H08020 00caedosanus (Hounoii BAM) 6o cHe Ovina évisenena
anunenmugopmuasn akmuenocms (puc. 1). Ipu konmponvHom
uccaedosanuu yepes 6 mec 3apeucmpupo8ana CNatik-601H08As
aKmueHocmy (MyAbMUPeUOHANbHAS INUACHMUDPOPMHAS
AKMUBHOCHb, COOMBEMCMBYIouAs no Mopghoaoeuu 0oopoKa-
YECMBEHHbIM INUACNMUGOPMHBIM NAMMeEPHAM O0emcmea
(D11, 6 resvix u npasvix UeHMPAILHO-MEMEHHbIX OMOeAaX)
¢ Hapacmawnuem npedcmaenenHocmu 6o cHe 00 85 % (puc. 2).
Hasznauen eéanvnpoam é doze 400 me 2 paza é dens (npu mac-
ce mena 15 ke 500 e). Yepes 1 200 nposeden KoHmMpoab HOU-
Hoeo BOM (na ¢one npuema easvnpoama), évisaérena snu-

Puc. 1. Dnexmposnyeganoepamma 6 6ozpacme 4 aem, 3anucwy 60 cHe

Fig. 1. Electroencephalogram at the age of 4 years during sleep

Puc. 2. Dnexmposnyegpanoepamma 6 éospacme 4,5 eoda, na gone npuema
sanvnpoama

Fig. 2. Electroencephalogram at the age of 4.5 years when the patient was
receiving valproate

aenmughopmuas akmugeHocmov no muny I nuzkoeo
uHoexca. Baarvnpoam 6vin ommenen 6 cés3u ¢ omcymemeuem
npucmynos u noaodcumenvuoil ounamuroii Ha I3I. Ilocae
ommeHtbl sanvnpoama Ha JII 6Hoew 3apecucmpuposana snu-
Aenmu@opmHas akmusHocms (puc. 3), U 6CKOpe paseuacs
POKaANbHYLI INULENMUHECKULL NPUCIYR, KOMOPbLI OAUACA
oonee 30 mun, Kynuposaacs ouazenamom. Pebernok sxcmpen-
HO 20CRUMAAU3UPOBAH, 8 CINAUUOHAPE HA3HAUEH Ne6emUpa-
uemam 780 me/cym — b6e3 aghghexma no 0aHHbIM INEKMPOIH-
uegpanoepaguu (puc. 4). Ilpunamo pewenue o nepexooe
Ha 0yomepanuio 1e6emMupayemamom U IMocyKcumudom.
B cea3u co croxcHocmamu npuobpemenus SMocyKcumuoa
0bL10 pewieHo dobasume K negemupayemamy 30HUCAMUOD,
o0Hako npu HouHom BOM uepe3 Heckoavko mecsyes noao-
AHCUMENbHOU OUHAMUKU HA (hOHe npueMa 30Hucamuda omme-
ueHo He ovino (puc. 5). B cea3u ¢ smum 6 eo3pacme 7,5 eoda
pebeHok Hauan noayyamo aesemupayemam 1000 me/cym
8 KomouHayuu c amocykcumudom 750 me/cym (8 2 npuema).
B nepuod mumpayuu 3mocykcumuoa omme4aiucs peoma
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Puc. 3. Daexmposnyedanoepamma 6 sozpacme 5 nem, nocie ommeHbl 8anb-
npoama

Fig. 3. Electroencephalogram at the age of 5 years after cessation of valproate
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Puc. 4. Dnexmposnuyepanroepamma é eospacme 5 n1em, Ha ghoHe npuema ne-
gemupayemama 6 doze 60 me/ke/cym

Fig. 4. Electroencephalogram at the age of 5 years; the patient is receiving
levetiracetam 60 mg/kg/day

Puc. 5. Dnexmposnyegpanoepamma é 6o3pacme 6 .aem, Ha gone npuema ae-
eemupauemama 60 me/ke/cym u 3onucamuoa 20 me/ke/cym

Fig. 5. Electroencephalogram at the age of 6 years; the patient is receiving
levetiracetam 60 mg/kg/day and zonisamide 20 mg/kg/day

60 8pems edbl, uKoma, cHudceHue annemuma. /lanuole séne-
Hus ucuesnu uepes 2 Heo npuema smocykcumuda. Hounoii BOM
(neeemupauemam 1500 me/cym, smocykcumud 750 me/cym):
DecUOHANbHAS INUAENMUPOPMHASL AKMUBHOCMb HO MUNY
AL 1o cpasuenuto ¢ npedvldyuum uccie008anuem — CHU-
Jcerue ouggysroeo pacnpocmparnenus. Bo crhe undexc peeuo-
HAAbHOU SNUNENMUPOPMHOU aKkmugHOCmU cpedHuil (puc. 6).
B cés3u c omcymcemeuem npucmynoe u yayuuieHuem nokasa-
meaneii DII 0b110 pekoMeHO08aHO 8epHYMbCA K peabuiumayuu
be3 npumenenus gusuomepanesmu4eckux npoyedyp (paspe-
uleHbl maccaxic, 1e4edHas QU3KyIbmypa, 3aHsmus Ha MpeHa-
Jcepax, 3aHaAmus ¢ 1020nedom, 0egeKnmono02om, NCUX0A020M)
npu uckaovenuu HoomponHoii mepanuu. O0HaKo 6 cés3u
C OCHOBHBIM OUACHO30M INUNENCUU PeDeHKY Obli0 OMKA3aHO
6 MEeOUYUHCKOL peabuaumayuy 8 peaduiumayuoHHbIX YeH-
Mpax no Mecmy Hcumenbcmed, N0IMoMY 3aHIMUsL 60300H0G-
AeHbl YaCmHbIM 00pa3om. /s yayuuwenus cHa 6 mepanur
66edeH arumemasut 5 me Ha Houb. TIpu smom con sHavumens-
Ho yayuwuncs (parnee Kaxicoyro Ho4b pebeHoK NO30HO 3aCbinan
U PaHo NPoCLINGACs), HO NOAHOCMbIO He HOPMAAU308aACs (CO-
XPAHAIOMCA HECKOAbKO HoUell 6 mecay ¢ duccomHueil). Yepes
2 200a omcymcmausi RPUCHyno8 cxema seueHus 0blia usmeHe-
Ha (neeemupayemam 1000 me/cym, smocykcumud 750me/cym),
oe3 ompuyamenvHol dunamuku (puc. 7). Yepesz 5 nem om-
CYmcmeus npucmynos npeobaadanu #caiobsi Ha HapyuleHus
nogedeHUs: MHOJNCECMEEHHble CIePeOMUNnUU U aymocmumy-
AAUUs (XA0NKU, HABA3HUBOE 8bleUbAHUe PYK HA3A0, nepepas-
2ubaHue 8 KOAeHHbIX CYCMAsax), HapyuleHus cHa (cnum He
bonee 6 u 6 cymku, Modxcem 3acvinamo 6 meuenue 3—4 u,
npocvinaemcsi cpedu HouuU U 60AbULe He MOYCcem YCHYMb, COH
yymiuii). B cesa3u ¢ napacomuusmu noayuan mMeaamoHuH,
AAUMEMA3UH, XA0PNPOMUKCEH (8DeMeHHbII U HeNoaHblll Igh-
pexm); ghenazenam He NOBAUSL HA HOUHOU COH, HO 8bI364A
OHEBHYI0 COHAUBOCMb U PA30PANCUMENbHOCMb. Annemum
6 HopMe, ecm npomepmyto nuwy, nonepxusaemcs. Cam ceos
He obcayucusaem. Hasviku onpsmuocmu He cghopmuposanbl.
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Puc. 6. Dnexmposnyegpanoepamma é éo3pacme 7 aem, na pone npuema ne-
semupavyemama 80 me/xe/cym u smocykcumuoa 30 me/ke/cym

Fig. 6. Electroencephalogram at the age of 7 years; the patient is receiving
levetiracetam 80 mg/kg/day and ethosuximide 30 mg/kg/day
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Puc. 7. Baexmposuuearoepamma 6 eospacme 10 nem, Ha one npuema
nesemupavemama 50 me/ke/cym u smocykcumuda 30 me/xe/cym

Fig. 7. Electroencephalogram at the age of 10 years, the patient is receiving
levetiracetam 50 mg/kg/day and ethosuximide 30 mg/kg/day

Koenumuenoie nHapywenus. Ilposedena medarennas ommena
IMOCyKcuMuoa; 8 danvHeliueM npUHUMAem 1egemupayemam
6 doze 1000 me/cym.

Heepoaoeuueckuii cmamyc no 603pacmnbiM UHMeEPEANam
npedcmaenen 6 maoa. 3 u npousnocmpuposan puc. §—11.

Puc. 8. @enomun nayuenma 6 eozpacme 10 aem. Obpawarom na ce6s eHu-
Manue cmuemsl duzambpuoeeresa u noza. Ilonoxcerue c onopoii Ha nepednuii
omaoen cmon, 2unompogus Mblily, 201eHell U pempaKyus axuiil08a CyxXoxucu-
aus. Pyku coerymol  10Kkmsx u NOOHAMbl HQ YPO8eHs 2pyou

Fig. 8. Patient’s phenotype at the age of 10 years. Special attention should be
paid to stigmas of dysembriogenesis and posture. Toe walking; hypotrophy of
the shin muscles and Achilles tendon retraction. The arms are bent at the
elbows and raised to chest

Puc. 9. @ernomun nayuenma, éuo 6 npoguns

Fig. 9. Patient’s phenotype, profile view

Puc. 10. Pempakuyus axunnoswix cyxoxcuaui, namiu He OnopHbl

Fig. 10. Achilles tendon retraction, toe walking

Puc. 11. Cundaxmunus 11, 111 narvyes na neeoii cmone
Fig. 11. Syndactyly of the 11 and 111 fingers on the left foot
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IIETCKOM
HEBPOAOT UM

Pesyavmamut uccaedosanuii. lenemuueckue uccaedosa-
HUSA: BbIAGACHA UHMEPCMUUUAAbHAS OeAelus XPOMOCOMbl
17p11.2 (CCM).

Maenummno-pe3onancHas momozpapusi 20106HO20 MO32a:
KOMNEHCUPOBAHHASI GEHMPUKYAOMe2anusl, Heepybas 2uno-
NAG3US Uepes MO3CeUK A, PeaKmUBHoe pacuiuperue 601buioi
3AMbIAOYHOU YUCMEPHDL.

Pexomendauuu: npodosxcums npuem aesemupayemama
8 doze 500 me ympom, 750 me eéeuepom.

TakumM 006pa3oM, MpeaCTaBICHHbIN CIydail ULTIOCTPH -
pyet Bce KnuHuueckue nposisieHuss CCM. MHTepecHbIM
MPEICTABISIETCS HAJTMYKE SIWIETICUY 110 TUITY 3HIIe(hato-
MaTUX Pa3BUTHSI U SIMIECTITUYECKOM CO CIaiiK-BOJTHOBOM
aKTHBalMei Bo cHe (1o HoBoit Kiaccudpukauuu 2022 T,
nnmu cunapoma CSWS-ESES, cornacHo cTapoii Kiaccu-
(ukanum), ¢ TUMAYHBIM TEYEHUEM JTaHHOIO CUHIpPOMA
U XOPOIIUM TepareBTUYeCKUM 3(DGHEKTOM KOMOMHAIIUKM

—

. [MpoexT knaccudukauuu snuienTUIeCKux cuHapomos 2021 r,

c oocyxneHueM. [Ton pea. K.FO. MyxuHna u ap. M.: Pycckuii
nevyarHsbli aBop, 2022. C. 61-93.

Proposed Classification & Definition of Epilepsy Syndromes 2021
with discussion. Ed. by. K.Yu. Mukhin et al. Moscow: Russkiy
pechatnyy dvor, 2022. Pp. 61—93. (In Russ.).

. Boddaert N., de Leersnyder H., Bourgeois M. et al. Anatomical
and functional brain imaging evidence of lenticulo-insular anomalies
in Smith—Magenis yndrome. Neuroimage 2004;21:1021-5.

DOI: 10.1016/j.neuroimage.2003.10.040

. Capra V., Biancheri R., Morana G. et al. Periventricular
nodular heterotopia in Smith—Magenis syndrome.
Am J Med Genet Part A 2014;164:3142—7.

DOI: 10.1002/ajmg.a.36742

4. Chang Y.T., Kowalczyk M., Fogerson P.M. et al. Loss of Rail
enhances hippocampal excitability and epileptogenesis in mouse
models of Smith—Magenis syndrome [published correction
appears in Proc Natl Acad Sci USA 2022;119(52):¢2219265119].
Proc Natl Acad Sci USA 2022;119(43):¢2210122119.

DOI: 10.1073/pnas.2210122119

. Chaudhry A.P.,, Schwartz C., Singh A.K. Stroke after cardiac surgery
in a patient with Smith—Magenis syndrome. Tex Heart Inst
J2007;34:247-9.

. Greenberg E, Lewis R.A., Potocki L. et al. Multi-disciplinary
clinical study of Smith—Magenis syndrome (deletion 17p11.2).

Am J Med Genet 1996;62:247—54.
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JIieBeTUpalieTama ¢ atocykcumuaom [1]. Ha puc. 1-7 npea-
CTaBJICHBI JaHHBIE 3JIEKTpo3HIIeatorpaduy B IMHAMUKE,
Ha puc. 8—11 — dororpacduu nmanueHTa, MOJy4eHHbIE
C pa3pelleHMs 3aKOHHBIX MpecTaBuTeNeit. B cBs3u ¢ TeM,
yto CCM — penxoe 3a00ieBaHUE, K TOMY X€ MaCKUPYIO-
1eecsl KIMHUKON AETCKOro LiepedpalbHOro Mmapajinya,
MPENCTABIIEHHBIN KIIMHUYECKUI Clly4ail BaxXeH IJId W3-
YYEHHUS TEYEHUS 3TOr0 CUHAPOMA U PACILIUPEHUS KPYTO-
30pa IeTCKMX HEBPOJIOTOB.

CymiectByeT «PyccKosi3pIYHOE COAPYKECTBO CUHIPO-
Ma CmMutr—MareHuc ISl poauTesell U CreluaarucTOBy.
B Poccuu camuiii B3pocablii nmauueHT ¢ CCM — Codbs
Letnuna, eii 39 net. ilnarHo3 661 ycTaHoBJeH B 1997 1.
Marsb s1oit nauueHTKY B 2008 . Hamucaza KHUTY O CBOeit
nmouepu, a B 2020 . co3pana MHGOPMALMOHHBINA calT
http://www.smith-magenis.ru/. B HacTosiIee Bpems: po-
JIATENIBCKOE COOOIIEeCTBO HACUUTHIBAET 30 PYCCKOSI3bIYHBIX
cemeii u3 Poccuu, Ykpaunsl u benapycu.

8. Gropman A.L., Duncan W.C., Smith A.C.M. Neurologic
and developmental features of the Smith—Magenis syndrome
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