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CvHapom Mosata-BunbcoH xapakTepu3yeTca coueTaHueM crefylowmx npusHakos: 1) auuesoit gucmopdusm (Wmupokas
nepeHoCcnLa, cpoclumecs 6poBM, BbICTYNAOWMI NOAOOPOAOK, OTKPLITbI POT); 2) YMCTBEHHAA OTCTaNOCTb; 3) aHOManuu
BHYTPEHHWUX OpPraHoB (BPOXAEHHble MOPOKW CepAua, 6one3Hb MMpWNpYHra, runocnaausa/Kpuntopxusm). 3abonesaHue
CBSI3aHO C reTepo3nroTHOM natoreHHoi MyTaumei B reHe ZEB2. bonee yem y 80 % GObHbIX LUArHOCTUPYETCSA INUNENCHUSA,
AebloTupylolas B BO3PacTHOM AnanazoHe oT 1 go 11 mec. OTmevatoTcs hoKanbHble MOTOPHbIE MPUCTYMbI, aTUMUYHbIE
abCcaHCbl, reHepann30BaHHble Cy[OPOXKHbIE MPUCTYMbI. INUAENTUYECKME NPUCTY MBI HEPEAKO MPOBOLMPYIOTCA NNXOPARKON
Wy YacTu fieTell pe3ncTeHTHbI K Tepanuu. OcobeHHOCTH eHoTuna (ronybble rasa, CBeTIble BOJOCH], CBOe0OpasHas no-
XOfiKa Ha WHPOKO PacCTaBNEHHbIX HOTax, YaCTble MPUCTYMbI CMexa, OTCYTCTBUE U CKYAHOCTb IKCMPECCUBHOI peun) Tpeby-
10T A epeHLManbHOro AuarHo3a ¢ cMHLpoMoM AHrenbmaHa (Bbl3BaHHbIM MyTauuelt B reHe UBEA3). CuHgpom MosaTa—
BunbcoH onucad B 1998 r., HO B PYCCKOA3bIYHOI NUTepaType ONUCaHUI ClyYyaeB LAHHOTO CMHAPOMA He BCTpeyaeTcs.
Mbl npeacTaBasiem onucaHue 4 KNMHUYECKUX Cly4aeB y NaLMeHToB B BO3pacTe 0T 2 A0 13 seT, Habntogalowmnxcs B UHCTH-
TyTe HeBponorun 1 anunencun um. Ceatutens Jyku. B Habnopaemoit Hamu rpynne U3 4 NaLMEHTOB BO BCEX CyYasX Bbl-
AIBJIeHa reTepo3nroTHas aeneuus de novo reHa ZEB2. Inunencus oTMeYaeTca y BCeX ONUCAHHbIX HamMu nauneHTos. CpeaHuit
BO3pacT Aebiota npuctynos — 13 mec. Y BCex NaLMeHToB OTMeYatoTCA hoKanbHbIe MOTOPHbIE MPUCTYMbI, aTUMKUYHbIE ab-
caHcbl. He oTMeyeHo cnyyaeB pa3BuUTUA TOHUKO-KNOHUYECKUX MPUCTYNOB U 3NUAENTUYECKOro cTatyca. AHanus anekTpo-
3HUedanorpamMm nokasan, YTo pa3BuTHe Nyylle y nauueHTa ¢ MeHee BbIPaXKeHHbIM MHAEKCOM 3nunenTuOpMHON aKTUB-
HOCTU Ha 3NeKTpo3HLUedanorpamme, 1 Ha060POT, y NaLMeHTa € Hanbonee BbIPAXKEHHON 3a[iePXKKON Pa3BUTUA OTMeyascs
BbICOKWI MHAEKC 3NnnenTdOPMHON aKTUBHOCTM BO CHE.

Kniouesble cnosa: cuHapom Mosata—BunbcoH, ren ZEB2, anunencus, 3nekTpoaHuedanorpadus, BUAe03INeKTpo3HLeda-
norpaduyeckuii MOHUTOPUHT, AU depeHLManbHbi ANarHo3 ¢ CMHAPOMOM AHrenbMaHa
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Mowat-Wilson syndrome: literature review and case series
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Mowat-Wilson syndrome (MWS) is a rare genetic disorder characterized by a combination of the following signs:
1) facial dysmorphism (wide nose, broad medial eyebrows, pronounced chin, and open mouth); 2) mental retardation;
3) abnormalities of internal organs (congenital heart defects, Hirschsprung’s disease, hypospadias/cryptorchidism).
The disease is associated with a heterozygous pathogenic mutation in the ZEB2 gene. More than 80 % of MWS patients
are diagnosed with epilepsy, the onset of which is usually observed in infancy. Patents have focal motor seizures, atypical
absence seizures, generalized convulsive seizures. Epileptic seizures are often triggered by fever; some children are re-
sistant to therapy. MWS patients have a specific phenotype (blue eyes, fair hair, wide-based gait, frequent laughter,
limited or absent expressive language) that requires differential diagnosis with Angelman syndrome (caused by a muta-
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tion in the UBE3A gene). MWS was described in 1998, but there have been no case reports in the Russian literature yet. We
report 4 cases of MWS in children aged 2 to 13 years treated in the Svt. Luka’s Institute of Neurology and Epilepsy. In all
of these patients, we identified a heterozygous de novo deletion in the ZEB2 gene. Epilepsy was observed in all patients.
Mean age at onset was 13 months. All children had focal motor seizures and atypical absence seizures. None of them
had tonic-clonic seizures or status epilepticus. The analysis of electroencephalograms showed that patients with
a lower index of epileptiform activity tend to have better development and vice versa: children with a high index of
epileptiform activity during sleep had more severe developmental delay.

Key words: Mowat-Wilson syndrome, ZEB2 gene, epilepsy, electroencephalography, video electroencephalography
monitoring, differential diagnosis with Angelman syndrome
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Jedmnmmmu. Cuaapom Mosata—Buiibcon (CMB) —
9TO CHHIPOM MHOXKECTBEHHBIX BPOXKIECHHBIX aHOMAaJIHiA
(6ome3Hp [upimpyHra, aHOMaJIMy MOYEIIOIOBO CHCTe-
MbI, BDOX/IEHHBIE TOPOKU CepALla, areHE3KsI MO30JIMCTO-
IO TeJIa ¥ aHOMAJIMH IJ1a3), COYETAIONINIACS C XapaKTePHBIM
BHEITHUM BUIOM, YMCTBEHHOM OTCTAJIOCTHIO U SIUJIEII-
cueii. CMB Bo3HUMKaeT Npu reTepoO3UTOTHBIX MyTalUsX
wiu aenenusx rena ZEB2/ZFHX1B.

3aboneBanue onucanu B 1998 1. neTckuii HeBpoaOT
HoBun P. Mogart (David R. Mowat) u kiinHu4eckuii reHe-
K Mepenut JIx. Bunscon (Meredith J. Wilson) (puc. 1),
KOTOpBIE 10 HACTOsI1Iee BpeMsl paboTaloT B IETCKOM 00JIb-
Hutle . CunHeii (ABctpanus) [18]. B cooTBeTcTBUM € TIpa-
BWJIAMM PYCCKOTO SI3bIKa BEPHBII TIePeBO HA3BaHUS CUH-
npoma Mowat—Wilson — «cuHapoMm MoBata—Buiibcon».

Puc. 1. Asmoper onucanus cundpoma, aécmpanuiickue epauu Mepedum
e, Bunvcon u J[6ud P. Mosam

Fig. 1. Authors who described the syndrome: Australian doctors Meredith
J. Wilson and David R. Mowat

CuHoHUM: 0071e3Hb [MpIITpyHTra ¢ yMCTBEHHOI OT-
cranocThio. Kom mo OMIM: 235730.

T'enernmaeckue ocuoBbl. CMB — ayToCOMHO-TOMUHAHT-
Hoe 3abojieBaHUE, CBSI3aHHOE ¢ MyTauueil reHa ZEB2
(monmHoe HazBaHMe reHa: «Zinc Finger E-Box Binding
Homeobox 2»), pacroiaoXeHHOTro Ha XxpoMocoMme 2q22.
AddunpoBaHHbBIe TKAHM BKIIIOYAIOT IJ1a3a, CepALle, MO3T,
CIIM3UCTYIO 000JI0UKY KuIeyHnka [13].

PacnpocTpanennocts. PacripoctpanenHocts CMB
coctapgeT 1:50 000—70 000 xXrBbIX HOBOPOXKIAEHHBIX [19].

B MupoBoii nurepatype onncaHo 6osnee 300 GOIBHBIX
¢ CMB, u3 nux 183 xenumne u 161 myxuuna [15].
Kiananyeckue nposBiaeHuss. XapakTepHblid (heHOTHII.
JIu1o kBampaTHOI (OPMBI, TIYOOKO ITOCaKeHHEBIE I1a3a,
M poKasl TIepeHOCHIIa, 3aKPYIJICHHBIII KOHYMK HOCa,
OCTPbI MOAOOPOAOK, LIMPOKUE OPOBU U MPUMOIHSIThIE
MOYKH YlLIEeH ¢ SIMOYKOU mocepeanHe. BeipakeHHOCTb
JIMLIEBBIX OCOOCHHOCTEI ¢ BO3PAaCTOM YBEIMYMBACTCS:
IJ1a3a CTaHOBSITCS INIyOxKe, IoA00pOoaoK — 0oJiee BBICTY-
maroruM [9]. Cremyer 3aMETUTh, YTO MJUTIOCTpAIIAC TaH-
HOTo (heHOTUTIA IBJISTIOTCS TTIOPTPeThl [a6cOypros (puc. 2).

Puc. 2. Ilopmpem Kapaa I1. Xyooxcnux Kiayouo Koaavo, 1675—1680 ee.
Xoacm, macno. Myseii IIpado, Madpuo

Fig. 2. Portrait of Charles I11. Claudio Coelho, 1675—1680. Oil on canvas.
Prado Museum, Madrid

M3BecTHO, uTo B nuHactuu [abcOyproB B TeueHue He-
CKOJIBKMX BEKOB 3aKJTI0YAIMCh KPOBOCMECUTEIbHEIE Opa-
KM paad YUCTOTBl KPOBU, U NETU YACTO DPOXKIAIUCH
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¢ orkioHeHusmu. Kapin Il Mcnanckuii crtan caMmoit Ha-
IJISITHOM KepTBO# MInTebHOrO KpoBocMeleHus. C ca-
MOTO POXKICHUS Y KOPOJIST OBbLT LEIIBIN «OyKeT» Pa3TMIHBIX
3a00JIeBaHNIA, B TOM Yuclie srmencus. CpeTHecTaTUCTIeC-
KU 4eJTOBEK B 5-M IMOKOJIEHUN MOKET MOXBacTaThest 32 pas-
HbIMU Tipekamu, a'y Kapna I1 vx HacuntbiBaioch Tosbko 10,
npuYeM 8 13 HUX BeJIM CBOE HAayayio OT KOpOJeBbl XyaHbI |
besymuoit (puc. 3). Mcnanueit ynpasmsuia mate Kapina 11,
KopoJieBa-pereHT MapuaHHa, Tak Kak caM TocyIapb ITPeIITo-
YUTaJl Urpath ¢ Kapaukamu. Kopoiist HuueMmy He oOydaiu,
a TOJIbKO 3a0O0TWJIMCH O €TO 3I0POBBbE W BPeMs OT BpEMEHH
MPOBOAMIN OOPSIIbI K30pIM3Ma (M3rHaHus oecos). M3-
3a storo Kap II momxyyumn npossuiie El Hachizado, nimm «3a-
yapoBaHHbII». Koponb ymep B Bo3pacte 38 JieT, He OCTaBUB
HACJIEAHUKOB, TaK KaK He ObLI CLIOCOOEH K 3a4aTuio. Tak He-
KOT/a caMasli BIMSITeIbHAST MpaBsIas AMHACTUS EBpOIIBI
B OyKBaJILHOM CMBICITe Beipoauiachk [13]. KoneuHo, TouHast
npuurHa 6os1e3Hu [a0cOyproB HeM3BeCTHA, HO MpeAroJiara-
€TCs, YTO MPUIMHOI MOoIJIa ObITh MyTaLus reHa ZEB2.

Poct 1 Macca Tesia npu poxxaeHU OOBIYHO HAXOASATCS
B IIpeaesiax HopMbl. Mukpoliedanus (OKpy>KHOCTb T'OJI0-
BBI Ha >2 SD HICKe CpemHero 3HAYCHMS) Yallle BCeTo Mpu-
00peTeHHast, HO MOXET BBISIBIISTHCS YK€ TIPU POKICHUM.
OnucaH ciydail aCMHMMETPUYHOrO KpaHuocTeHo3a [23].
HuskopocaocTs (poct Ha >2 SD HIKe CpenHero) CTaHo-
BUTCSI 3aMETHA C BO3PACTOM: CPESIHMI POCT Y B3POCIBIX
cocrasisieT 165cM y myxxunt 1 150 cMm y xkeHmmH. Tesxo-
cJIOXKeHHe yacTo xynouanoe [15].

Imaza. [IprmepHO y mo10BUHBI 00JIbHBIX HAOJIOAAET-
csI KOcorjasue, pexke BCTPEeJaroTCsl aCTUTMATH3M, MUOTIHSI.
VY nmereii MyTamIero Bo3pacta MOKET OTMEUAThCS HUCTArM,
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KOTOPBII C BO3pacTOM NPOXOAUT. TakxkKe MOTYT OTMEYaThb-
csl MUKPO(TaIbM, KOJJOOOMBI pamyKK1/ceTdaTKu (mmud-
depenumansHbiii nuarHo3 ¢ CHARGE), nito3, kaTapakTa,
arutasus ceTdyatku [23].

Y. YV 1/3 601bHBIX OTMEYAIOTCS PeLIUANBUAPYIOIINE
OTUTHI, IPUBOJSILIME K TYyTOyXocTu [15].

3yos1. HapyiieH poct 3y00B, IIMPOKHUE MEX3yOHBIE
MMPOMEXKYTKH, TUTIepTpodUsI AeceH, Opykcusm [15].

Bpoxnennbie nopoku cepaua (60 % 00JbHBIX): CTEHO3
nerouHoit aprepun (20 %), koapkrarysi aopthl (10 %), aHo-
MaJIiK KiaraHoB, TeTpaga @aio. CTeHo3 JIerouHoi apTepun
MOXKET COUETAThCsI CO CTEHO30M Tpaxeu (<4 %).

Kenynouno-kumeyHnslii TpakT. bone3ns [upiimnpyHra
BcTpevaeTcs y 44 % 6onbHbIX, elle Y 30 % — XpoHuYecKue
3amopsl [9, 15]. C Bo3pacToM 3amopbl CTAHOBSITCS TSDKeJIee,
ITOCKOJIbKY HapacTaeT BBIPAKEHHOCTh TaKUX (PaKTOpOB,
KaK OTKa3 OT MUThsI, 0COOCHHOCTH TUETHI (ITpOoTepTast M-
11a, oTcyTcTBHE KitetyaTku) [20]. Xupyprudeckoe iedeHue
0oJie3Hu [upLInpyHra OCI0XHSIETCSI HEOOXOAUMOCTbIO
MapeHTePaIbHOTO MUTAaHUsI, DHTEPOKOoauTOM [4, 21]. Ipy-
TUE KeIyI0YHO-KUIIIEYHBIE PACCTPOICTBA BKIIIOYAIOT T10-
BropHyio pBoty (20 %) [15], muiopocreHos (5 %), auc-
darwmio (penko) [1, 9].

ITouku. AHOMaIMK MOYeK BeTpevarores y 25 % 001b-
HBIX: ITy3BIPHO-MOYETOYHUKOBBIN pedIIoKe, THAPOHE-
¢po3. Pexe BcTpevaroTcst ynBoeHME TIOUKHU, Ta30Bast IIOY-
Ka, TTOJIMKHUCTO3 TTOYEK.

ITosroBast cucrema u mojioBoe passurue. 60 % GOIBHBIX
MYKCKOTO IToJila uMeloT runocnanuio, 40 % — kpui-
Topxusm. [louTu He M3y4yeHBI OCOOEHHOCTHU IOJOBOIrO
CO3peBaHUs y 3TOI KaTeropyHM IallMeHTOB. YIIOMUHACTCS

Bhilip of Castila Joanna of Castila
(1478-15085) (1479-15585)
| LRV I b
lsabellaof  Chares V', Haly Ferdinand I, Moly  Anna of Bohemia Isabelia of  Chiistian Il
P&nugfl E'cmran Emperor Roman Emparar  and Hungary Burgundy of Drenmark
(1803-35) (140058 (1503-64) (180347 (1501-25) (1421-1553)
Philip 11 ! : h i i
ilip [ Idana of taxirralian ||, Hoby Charles Il Anne of  Albert ', Duke Chrigting of Francis |, Duke
of Spain Spain Roran Ermperor of Austia Habsburg  of Bavaria Diarrark of Lowraing
(1527-495) (1528-1603) (1527-76) (1540909 (1523-900  (1520-79) (1522.90) (1517-45)
Anne of Maria Anna William Y, Duke Rarata of
Austna af Bavaria of Bavaria Lomaing
(154%-80) (1551-1608) (1548.1678) (1544-1802)
Fhilip Bl Maryarita of Ferdinand Il Haly Iaria Anna
of Spain Aasing Roman Emperor of Bavaria
(1578-1621) [1034-;61 1y (1578-1837) (1574-1616)
L
Bhalip v Maria Anna Ferdinand Ill, Hal
of Spain of Spain Raman Emplerur ¥
{1605-65)

(1605-45)
|

'}16I[B-S??

Man.lana of
Austia
{ fﬁf-%l

Charles 'II of Spain
(1661-1700)

Puc. 3. [eneanoeuueckoe opeso kopoas Ucnanuu Kapaa 11 (1661—1700). Ioscnenus ¢ mexcme
Fig. 3. Family tree of King Charles 11 of Spain (1661—1700). Explanations in the text

12



sy TETCKOM
HEBPOAOT UM

cllydaii MeHCTpyanuii y neBymku 17 net. OnucaH ciyJait
3a71eP>KKU TT0JIOBOTO CO3peBaHus y roHo1u 17 et [2].
KocTtHo-MbImeunsre anomammn. OTHIM U3 TIPU3HAKOB
CHHJIPOMA SIBJISTIOTCS [IUTMHHBIE TTANIBIIBL. Y MaTeHbKUX JeTCi
MOTYT BBISIBJISITBCS 3alepKKa simep OKOCTEHEHMSI, CUHIAK-
Tst. C Bo3pacToM IehopMUPYIOTCS MeK(aTaHTOBBIE CY-
CTaBbl, POPMUPYETCS TUTIOCKOCTOIHE, CKOJIM03, KAMITTOIAK-
TUJINSI, BAJIBI'YC HIDKHMX KOHEYHOCTEH, hallux valgus.
Hespousioruueckue Hapymenusi. MplieyHblid TOHyc. Mbi-
IIeYHasl TUIIOTOHUS OCOOCHHO XapakTepHa IS IeTeit
no 1 roma (cmHOpOM «BsUTOrO pedeHKar). Ilocie 1 roma
ITOCTETICHHO HapacTaloT CITacTuKa, (OPMUPYIOTCS KOH-
TPaKTYyphI, OCTEOIIOPO3, BO3pacTacT PUCK ITEPEIOMOB.
Dmencus Betpevaetcst ot y 80 % GobHbIX (TabiL. 1).
Cpennuii Bo3pacT nebiora — 3 roma (ot 1 mec mo 11 jeT).
XapaKTepHBI pa3IYHbIC TUIILI IIPUCTYIIOB, YaIlle BCTPE-
qyaTcs (POKaIbHBIE MOTOPHBIC TIPUCTYIBI M AaTUITNIHBIC
abcaHchl. [IpucTynbl MOTyT POBOLIMPOBATHCS MOBBIIIE-
HHEM TeMIiepaTyphl. Y KaXXI0ro 4-To MalreHTa SIICTICHS
pedpakTepHa K aHTHUIIUICIITUYECKON TepaIruu.

Tadomuua 1. Yacmote kaunuveckue nposigaenus cunopoma Mosama—
Bunavcon [ 1, 15]

Table 1. Common clinical manifestations of Mowat—Wilson
syndrome [ 1, 15]

Manifestation Frequency, %
Onuerncust 79
Epilepsy
Muxkporedanus 78
Microcephaly
Tunocnanus (y MyXX4uH) 60
Hypospadias (in males)
BpoxxaeHHble TOpOKU cep/lia 58
Congenital heart defects
[unocrarypa 46
Hypostature
Bbonesnp [upimpyHra 44
Hirschsprung disease
Kpunropxuam (y MyXauH) 41
Cryptorchidism (in males)
3amopsl 29
Constipation
AHOMaJIMM MOYEBBIIETUTEIbHON CUCTEMbI 25
Abnormalities of the urinary tract
AHoMmanuu ria3 10
AHOMaIUU raa3
[MunopocteHos 7
Pyloric stenosis
CTeHO3 JIETOYHOI apTeprun 3
Pulmonary artery stenosis
Totnueckoe HEGO/pacieIMHa )
Cleft palate
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ITonoxuTenbHBIN 3PMEKT CTUMYISILUKA OTYKIAIOIIETO
HepBa OMMcaH y 2 ManudeHToB. B mureparype omnmcaHo
2 B3pocibix 00abHBIX ¢ CMB, y KOTOpBIX aHTUATUJICITH -
YeCKMe IIperapaThl OB OTMEHEHBI B CBSI3U C ITUTEILHOMN
peMuccueil 6e3 nanpHeiero penyuausa [9, 15].

N3menenns Ha 3iekTposnnedanorpamme (DII). Oc-
HOBHOI pyuTM 3amemieH. OTMeualoTcst HeperyasipHble Tud-
(by3HbIE acuMMeETpUYHBIE PA3PsIIbI TUK — MEIJICHHAsT BOJI-
Ha ¢ 6M(POHTAIBHBIM aKIleHTOM. Bo BpeMst MemieHHOTO
CHa U3MeHeHUs HanboJlee BhIpaxkeHbI [9]. DiaekTpudecKuii
smtenTiaeckuii ctatyc cHa (ESES) omvican y HecKombKux
6ombHBIX [3]. Bo Bcex cyuasix ESES koppenupoBai ¢ Ha-
PYIICHUSMU TTOBeAeHUs (IO TUITY TUIIEPAKTUBHOCTH)
1 KOTHUTUBHBIM AedurutoM. [TloaToMy mpoBeaecHre HOU-
Horo BOM pekomMeHnyeTcst Bcem 6osbHBIM CMB ¢ perpec-
COM KOTHUTHBHBIX (DYHKIIMIT M1 MOTOPHBIX HABBHIKOB (Ha-
IIpUMep, HapacTaHMUEM aTaKCUU, TUCTIPAKCUHN ).

MarHuTHO-pe30HaHCHasi ToMorpagusi rOJIOBHOTO MO3ra
BBISIBISIET M3MEHEHHIST B TIOJIOBUHE CITyJaeB, Yallle — aHOMAIIN
MO3O0JIMCTOTO TeJia (TUITOIIIA3Ys, areHe3usT). Takoke BBISIBIISTIOT
pacIIMpeHne XeTyI094KOB, aHOMAJIMH TUIIITOKaMIIa, KOPTH-
KaJIbHbIe MaJTbpopMaiiy (ITOJIMMUKPOTUPUS, TIEPUBEHTPY -
KYJISIpHAsI TeTepoTOIHsI, (poKaTbHAsI KOPTUKAIbHAS JUCTIIA-
3UsT), JISHKOTATHIO (HE3PEJIOCTb OSJIOTo BEIIeCTBa), aHOMAJIII
3amHeN YepermHoil SMKM (TUIIOreHe31s YepBsSI MO3XKeuKa,
MakpoIiepeoesuIyM), yBeJrnueHre 0a3anbHbIX siaep [11].

KorautuBabie ynkmmu u nosenenne. /111 CMB xapak-
TepHa CPEIHSISI WIM TsDKelas YMCTBEHHAsI OTCTAJIOCTh,
OIHAKO YpoBeHb 1Q y B3pOCbIX B IUTEpaType HE OIMCAH.

Peub. Y Bcex O0IbHBIX HApYIIEHO PeYeBOe pa3BUTUE,
OOBIYHO peyb MPpeACTaBICHA OTACIbHBIMU CIIOBAMU, PEII-
KO — TpocthiMu ppa3amu [1]. UmmnpeccuBHasg peyb pas-
BUTA ropasio JIy4llle SKCIIPECCUBHOIA.

IlcuxomMoTopHOE pa3BuTHE OOBLIYHO MPOUCXOIMT C 3aIEPXK-
Koii. B cpenHeM 0oJibHbIE HAUMHAIOT XOIUTh B BO3pacTe
ot 1 roma 10 mec 1o 4 net (cpemHuii Bo3pacT: 23 Mec — 8 JieT);
HEKOTOPbIEe CAMOCTOSITEITHHO HE XOMIAT. XapaKTepHa IITUPOKast
oropa, PyKu COTHYTHI B JIOKTEBBIX CyCTaBaxX M ITOIHSITHI
Ha ypoBeHb Ipyau. CaMo0o0CTyK1BaHIE Pa3BUTO HAa HI3KOM
YPOBHE, O0BIYHO JaKe B3POCIble OOJIbHbIE HYXK/Iat0TCS B 110~
MoIi. HaBbIKM OpSITHOCTH, KaK IPaBUJIO, OTCYTCTBYIOT,
OoTMevaeTcsl HeepkaHre Moun 1 Kana [20].

IloBenenue. XapakTepHbl yJIbIOKa Ha JIMLIE U IIPUCTY-
nel cMmexa. HaGmonmalorest arpeccust, ayroarpeccus [9],
CTEPEOTHUIINH, OOIM3bIBAaHNE TIPEIMETOB WIIA YacTel Tea,
HHU3Kasl 9yBCTBUTEJIBHOCTH K OOJIH.

Con HapyleH y 50 % nauyeHTOB: OTMEYaloTCsl YacThie
WM paHHUe npooyxneHus [10].

Nmmynurer. HapyliieHrst UMMYHUTETA HEAOCTATOUHO
MU3YJeHBI, HO €CTh IMyOJIMKAIIUN O JICYCHUY BHYTPUBEHHBIM
nmmyHornooymuHoM (IVIG) [1].

Penkue caygan. OmvicaHbl eTMHUIHBIC CITydar OCIOXK-
HEHUI aHeCcTe3Un M3-3a Y3KUX JObIXaTeJbHBIX ImyTeil [§],
xoJiecras [6], Memyyo6iactoMa u rianodjgacroma [23],
pabmoMmocapkoma [20].
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IIporno3. I1poaoKUTEeIbHOCTD XU3HU HE OTJIMYaeT-
Cs1 OT TAKOBOM B 0011IET TTOITYJISILIUU.

Tenernueckaa muarnoctuka. CMB — ayrocoMHO-110-
MHMHaHTHOE 3a00JIeBaHNE, CBSI3aHHOE C ITATOTCHHOM My-
Tanueli reHa ZEB2:

— OOJIBLIMHCTBO CIy4aeB MPEeACTABISIIOT COO0I MyTaLIO

ZEB2 de novo (84 %) [9];

— reTrepo3uroTHas aeienns 2q22.3 (Ha 3TOM ydacTke

pacriosioxen ren ZEB2) (15 %) [15];

— CaMblii peOKUM BapuaHT — XPOMOCOMHaAs MaTOJIOTUS

¢ yrparoii rena ZEB2 (okono 1 %) [7].

CemeiiHbIe clTydan 00YCIOBICHBI MO3aMIIA3MOM Y O~
HOro M3 pomuTencii. Hen3BecTHHI ciayyan ITOTOMCTBA
y 6obHBIX ¢ CMB.

JuarHocTuKa BKJIIOUAaeT TaKue HCCIeIOBaHUS,
KaK TapreTHOE CEKBEHHUPOBAaHUE, TTAHEIb YMCTBEHHO OT-
CTaJIOCTH, XPOMOCOMHBII MUKPOMATPUYHBII aHamn3. PDe-
Hotunn CMB noBosibHO pa3HO00Opa3eH, 4To CBSI3aHO C He-
PEIKIM BOBJICUCHHEM B TeHETUUICCKYIO WIM XPOMOCOMHYIO
aHOMAaJINIO coceMHUX reHoB. [1oaToMy penKuii KITMHUIIUCT
HaTIpaBJIsieT MalMeHTa cpa3y Ha TapreTHbIii aHaimm3 CMB.
K Tomy Xe TapreTHBIM aHaIMU3 HE MTOKAXET, HACKOJIbKO
BeJINKA IeJICLINS WU TYTIKAIISI, BOBICUCHBI JIM COCEI-
Hue reHbl. Takum obpaszom, npu nogo3peHun Ha CMB
1esiecoo0pa3HO Ha3HAYaTh MaHEIb YMCTBEHHOM OTCTa-
JIOCTH WJIW STIIJICTICUH, a TAKXKE XPOMOCOMHBIN MUKPO-
MaTPUYHBII aHaau3. TapreTHoe CEeKBEHMPOBaHUE TeHa
ZEB2 BHISBISCT TAN MYyTalluM (IeIeUN / TyTIAKAIIIN,
MMCCEHC, HOHCEHC M T. .). Jlenenus ZEB2 nmeeT pa3HbIe
pa3Mepsl W pacrogoxeHue. Yem miMHHee MyTamus,
TeM paHbIIle Ie0I0TUPYIOT CYIOPOTH M TEM TSDKeJee IPo-
TekaeT anwiencus [9].

IeHeTnyeckue 3a00j1eBaHUsI, C KOTOPBIMU IIPOBOIST
nmuddepenumanpubiii quario3 CMB, mpencraBiaeHbI
B Ta0m. 2.

JleyeHne 3aBUCUT OT MMEIOIIMXCS CUMIITOMOB 1 OpH-
€HTUPOBAHO Ha KOHKPETHBIE TTOTPEOHOCTH.

CoOcTBenHble maHHble. [Ton HammMM HaOIOICHUEM
HaxongaTcs 4 nmanveHTta (3 MajbyMKa B Bo3pacte 2, 13,
9 net) u 1 neBouka (3 roma 11 Mec); cpeaHunii Bo3pacT —
7 net. MeHOTUTMYECKNE OCOOEHHOCTHU IPeACTaBIeHbI
B Tabm. 3.

Bce netn poauiarck B CpoK, ¢ HOpMaJIBbHBIMU MacCO-
POCTOBBIMM TIOKA3aTeJIsIMU, OIIEHKA IT0 IIKaye ATrap
8/9 Gannos.

Cpa3sy nocjie poXXIeHUsI OTMEUYEHBI CJ1a00CTh COCAaHUS
U HegocTaTouHas rpubaBka B Macce teaa y 3 (75 %) na-
LIMEeHTOB. ¥ | maieHTa Ha 4-¢ CyTKM pa3BWIACh KUIIICUHAST
HenpoxomuMocTh. OH OBUT 9KCTPEHHO IPOOTIEPUPOBAH
C BBIBEJICHUEM MJICOCTOMBI, HECKOJILKO MECSIIIEB HaXOMMI-
cs1 Ha mapeHTepajibHOM nutanuu. Tpu (75 %) naimeHTa
HaOJTI0MA0TCS KapAMOJIOTOM B CBSI3M C BPOXKICHHBIM T10-
POKOM cepalia, TpuIeM 1 13 HUX IPOoIIeprpoOBaH B BO3pa-
cre 2,5 Mec. AHOMAJIMM MOYEBBIICIUTETLHON CUCTEMBI
ormevatorcs y 3 (75 %) naumenrosn. bosie3ns [upiinpyHra
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nauarHoctupoBaHa y 2 (50 %) mauueHToB, 1 U3 HUX — XpO-
HUYECKUU HOCUTEIIh NJICOCTOMBI.

Pa3BuTre nBuraTebHBIX HABBIKOB Y BCEX METEI ITPO-
HUCXOIMJIO C 3anepxkkoii. CaMocTosTeIbHAs TTOXoaKa cpop-
MupoBaHa y 2 neteii (3 roma 11 mec u 9 5iet); pedbeHOK 2 JieT
XOOUT Yy OMOPbI, UMEET XOPOIIUN peaduIUuTalMOHHbIA
IMOTEHIIMAJ B OTHOIIIEHUY (DOPMUPOBAHMS CAMOCTOSITEIIb-
HOI XOIBOBI (TSKECTh ABUTATEIIBHBIX HAPYIICHMIA TT0 IITKa-
e GMFCS cootBeTcTBYeT YpoBHIO 1); pebeHOK 13 et
nepeasuraetcsa Ha kosicke (GMFCS 4-ro ypoBHs).

[Ncuxmyeckoe pa3BUTHE Y BCeX MALIMEHTOB HIKE BO3-
pPacTHBIX HOPM. B pedn IpUCYTCTBYIOT JIeTIETHBIE CIOBa
(«Mama», «I1ara», «1ai» 1 T.1.), B ipenenax 10 ciaos (100 %
cayvaeB). OQHAKO IIPH 3TOM JIMIIE | MarueHT (IeBoYKa)
MOJHOCTBIO KOHTAKTHA U SMOLIMOHAJIBHO a[ICKBATHA, Y HEE
chopMHUPOBaHBI yKa3aTEJIbHBII XECT W BBHIIIOJIHEHHE
o noapaxanuto. OcranbHbie 3 (75 %) narvieHTa He Bcer-
Jla pearupyroT Ha oOpallieHue, u30upaTeIbHO KOHTAKTHBI,
B IIOBEICHUU y HUX BBIPAXKEHBI CTEPEOTUITUM B BUIC B3Ma-
XOB M KpyJ4eHMsI KucTeil. [1aimeHThl ClTocOOHBI BBITIOHSTD
IIPOCTBIE TIPOCHOBI («ITOKAXKM YIIIKW», «Tail pyKy»), HEe TT0-
Ka3bIBalOT L[BeTa U (POPMBI 110 BepOaibHOM MHCTPYKIIUU.
Hasbiku onpsitHocTu He cpopmupoBatbl (100 %). Camo-
00CIIy>KMBaHNE TOJIBKO C TTIOMOIIIBIO B3POCIOTo (HE MOTYT
CaMM eCTh JIOXXKOM, OJeBaThCS U T. I1.).

Bo Bcex ciydasx y HalllMX MAlIMEHTOB JUATHOCTUPO-
BaHa snuiericus (taoin. 4, 5, puc. 4, 5). Y Bcex malimeHTOB
(100 %) oTMe4yaroTCsl MIPUCTYIILI ¢ (POKATbHBIM HAa4aJIoM
C MpUCOeIMHEHNEM OpodariaTbHbBIX aBTOMAaTU3MOB, B PsI-
JIe CITyJaeB ¢ BEepCUBHBIM KOMIIOHEHTOM; IIPUCTYITBI BO3-
HHUKAIOT BO BpeMsI HOYHOTO CHA WJIM BCKOpE MOCIIe TIPO-
oyxaenust. Ha D9T B unTtepukransHoM nepuoze B 100 %
CllydaeB 3apericTpupoBaHa pernoHaibHas (25 %)/Mylib-
THPETUOHATbHAS IIIETITU(DOPMHAS AKTUBHOCTD, HEPEIKO
¢ mudy3HBIM pacIpoCTpaHEHUEM C aKIICHTOM OM(ppPOH-
tanbHO (50 %) v 6uokummTansHo (50 %). UHnekc smm-
JIenTUOPMHOM aKTUBHOCTH CYIIIECTBEHHO BBIIIIE BO BPe-
MsI HOYHOTO CHA.

Bce manreHTBI TOMTy4aloT aHTURITIICTITUIECKIE TIpe-
mapathl. B KayecTBe cTapTOBOrO Mpemnaparta 2 rmaydeHTam
Ha3Ha4eH JieBeTUpaLeTaM. Y ogHoro u3 Hux (25 % B 06-
IIEH TPyTIIe TTAlMEHTOB) B HACTOSIIIMIT MOMEHT TIPYICTYIIBI
KYIIMPOBaHbI (MOHOTEPAIIS JIEBETHUPAILIETAMOM). Y 2-TO Ta-
LIMEHTA TTOCJIe TIPOIODKUATEIFHOTO TIEPHOIa PEMICCHN TIPO-
M30l1Ie]T peLMAMB, TI0C/Ie Yero Obul Jo0aBeH Tonmupamar.
IIpucTynbl KynupoBaHbl Ha (hOHE MPUMEHEHMST KOMOMHALIANA
JeBeTrpateTaM + torupamart (25 %). C yueToM npeapacio-
JIOXKEHHOCTHU K TIOPaKCHUIO BHYTPEHHUX OPraHOB KaKIbIe
6 Mec MPOBOASATCSI KOHTPOJIbHOE YJIBTPa3ByKOBOE MCCIIEN0-
BaHMUe ITOYeK 1 aHam3 Moun. OcTajbHBIC 2 AeTei B KAYeCTBE
CTapTOBOI Tepamuy II0Jydai BaJIbIIPOEBYIO KHUCJIOTY
(50 %) ¢ nocnemyrolLeii MEAMKAMEHTO3HOI peMKCcCcHeil boriee
1 roga B o6oux ciaydasx. ITocne pelynarba 000MM JOMOJIHU-
TeJIbHO Ha3HaveH JieBetupaueTaM. Y 1 (25 %) naumeHTKr
KYIIMPOBAJIMCH TIPUCTYIHI Ha (poHE ITpreMa BajbIlpoaTa
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Ta6muua 2. Jugghepenyuanshoiii duacrnos cundpoma Mosama— Bunvcon ¢ opyeumu eenemuyeckumu 3a6oreeanusmu [ 1, 18]
Table 2. Differential diagnosis between Mowat—Wilson syndrome and other genetic diseases [ 1, 18]

Clinical signs
Gene Disease -
Inheritance
pattern Similar to MWS Different from MWS

Komob6oma pamyxku/ceTqaTku (Jaiie) CtpoeHue auia
CHARGE- BposknenHbIit Topok cepaiia ATpe3usi/cTeHO3 X0aH
CHD7 CHHIpOM AD Kp_I/I_HTopxnsM Het 60ne§HH TupmimpyHra
CHARGE syndrome Coloboma of the 1rlls/ret1na (more common) Facial strL}cture }
Congenital heart defect Choanal atresia/stenosis
Cryptorchidism No Hirschsprung’s disease
CtpoeHue auia
PyOunIreiina— Hoc OTCcyTCTBYE aHOMAJIUI pa3BU-
CREBBP  Teiitbu cuHIpPOM AD IIupokue manbIibt THsI BHYTPEHHUX OPTaHOB
EP300 Rubinstein—Taybi Nose Facial structure
syndrome Wide fingers No developmental abnormalities of

the internal organs

Tunocnanus y MaTpunkoB, MUKpoOILieanvst

Cmurta—Jlemau— Pacmiennna msirkoro HEGa (varie) Crpoenue anua
DHCR7 ~ OmuThacuuipomM  zp CHHIAKTHIHS TMoumakTums
Smith—Lemli—Opitz Hypospadias in boys, microcephaly Facial structure
syndrome Soft palate cleft (more common) Polydactyly
Syndactyly
Tonu6epra— Bonesns [Mpmmpynra
[ nupHTLEHA Mukpouedanus CrpoeHue Jmia
CHUHIPOM IIto3 OTcyTcTBUE aHOMAINIA BHY-
KIFIBP  (OMIM: 609460) AR KOJTO}?.OMa PanyXKH (¥arie) TP;HHIiIX OpraHoB
Goldberg— 1rschsprung disease acial structure
Shprint d Microcephaly No abnormalities of the internal
printzen syndrome Ptosis oreans

(OMIM: 609460) Coloboma of the iris (more common)

CpenHuii BO3pacT Havyaja Xoab0bl 4—6 et
Peun HeT WM TOBOPUT OTAENBHBIE CJIOBA

Hapymienus moeaeHust
DHNUIETICHS CrpoeHue auiia
IMura—XonkuHca Mukporedamst [unepBeHTUNSALMSA, 3aTIaThIBA-
TCF4 CUH/IPOM AD 3anopsl HUE BO3/1yXa, HEMTPOXOAUMOCTb
Pitt—Hopkins Start to walk at the age of 4—6 years Facial structure
syndrome Speech is absent or severely impaired (separate words) Hyperventilation, air ingestion,
Behavioral disorders obstruction
Epilepsy
Microcephaly
Constipation
He roBopur
TunonurmMeHTanys
Druerncust
Mukponuedanus
Atakcust )
AmnrenbMaHa Mpuctynsl cMexa HeTt BpoxIeHHBIX aHOMAaJIUii
UBE3A CUHIPOM AD MpliiIeyHast TUITOTOHMS 10 1 roma BHYTPCHHUX OpPraHOB
Angelman syndrome Does not speak No congenital abnomalies of internal
Hypopigmentation organs
Epilepsy
Microcephaly
Ataxia

Spontaneous laughter
Muscle hypotension up to 1 year

Ilpumenanue. CMB — cundpom Mosama— Bunvcon; AD — aymocomHo-domunarnmuniii; AR — aymocomuo-peyeccughblii.
Note. MW'S — Mowat— Wilson syndrome; AD — autosomal dominant; AR — autosomal recessive.

CTATbWMN

O
s O PUTWUHAINDBHEBIE


https://www.ncbi.nlm.nih.gov/books/n/gene/charge/
https://www.ncbi.nlm.nih.gov/books/n/gene/charge/
https://omim.org/entry/609460
https://omim.org/entry/609460
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Taomuma 3. Ocobennocmu penomuna 4 nayuenmoes ¢ CUHOPOMOM
Moesama— Bunvcon, nabawoodarowuxcs 6 Uncmumyme demckoii
Hesponoeuu u snusencuu um. Cesmumens Jlyku

Table 3. Phenotype of 4 patients with Mowat— Wilson syndrome
treated at Sv. Luka’s Institute of Neurology and Epilepsy

Parameter Frequency, %

HepHHaTaI[BHLIfI aHaMHE3 B HOpME

Normal perinatal development 100
BpoxkneHHbIl TOPOK cepaia 75
Congenital heart defect

AHOMaIMU MOYEBBIIECIUTEIbHON CUCTEMBI 75
Abnormalities of the urinary tract

bonesnp [upmmnpyHra 75

Hirschsprung disease

dusnueckoe pasButre Ha 2 SD HIKe
BO3PACTHOI HOPMBI 75
Physical development below 2 SD of the age norm

3anepkka (OpMUPOBAHUSI MOTOPHBIX

HaBbIKOB 100
Delayed motor skills
CdopmupoBaHa caMOCTOSITEIbHASI X0OIb0a 75

Independent walking is present

Mukpouedanus Ha 2 SD HUXe BO3pacTHOM
HOPMbI 50
Microcephaly (below 2 SD of the age norm)

CHIXeHNEe KOHTaKTa, M30MpaTeIbHOE

BBITTOJTHEHNE KOMaH/I 100
Reduced contact, selective execution of commands
CrepeoTunuun

p 75

Stereotypy

Peub oTnenbHBIMY JIETIETHBIMU CJIOBAMU

(mo 10 cyioB) 75
Severely impaired speech (prattling with separate

words, up to 10 words)

HopMma 1mo naHHBIM MarHUTHO-PE30HAHCHOM
ToMorpaduu 50
Normal development according to magnetic

resonance imaging

DokanpHass KOPTUKAJIbHAS TUCTLIA3Us
. . 25
Focal cortical dysplasia

AreHe31sI MO30JIMCTOTO TEJa, Hp03pa‘{H0ﬁ
MepPeropoaKku, KoJbroledanus, JTumomMa

B nnpoekimu creHku 11 xenynouka 5
Agenesis of the corpus callosum, transparent septum,
colpocephaly, lipoma in the projection of the wall of

the third ventricle

u nieBetupatierama. Y 1 (25 %) maumeHTa mpuCTyITbl KyIH-
POBaHbI Ha KOMOMHAIIVY BaJILIIPOAT, JIeBeTUpaIieTaM, TOITH -
pamat. YUuThiBasi OTSITOLLEHHbIN COMAaTUYECKUIA CTaTyC, BCEM
MMalMeHTaM PETYJISIPHO IIPOBOIATCST (hapMaKOMOHUTOPUHT
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1 KOHTPOJIbHOE YJIBTPa3BYKOBOE MCCIICIOBaHIE BHYTPEH-
HHUX OPTaHOB. SIBHBIX MOOOYHBIX 3(P(PEKTOB HE BBISIBJICHO.
[IpucTymnsl B Havajie Tepanuuy JIETKO KYITMPYIOTCS, OTHAKO
UMEIOT TEHACHIIMIO K peuuanBy. TpaHcdopMalny IIpu-
CTYIIOB Ha (hOHE Teparuy HaMHM HE OTMEUYEHO.

IlepBoe 1 eAMHCTBEHHOE MOAPOOHOE OMMCAHUE ITTU -
nerncun y nauueHToB ¢ CMB ObL10 mpencTaBieHo uTa-
npssHcKuMH Kojuteramu D. M. Cordelli u coasrt. B 2013 .
ABTOPBI U3YYMJIA 22 TeHETUYEeCKU BepU(PULIMPOBAHHBIX
cayvyast CMB ¢ snunernicueti (9 MaipunKoB, 13 1eBoYeK),
MIpUYeM MallMeHTHI HAOMIOIATNCh B AITICTITOJIOTTICCKIX
kiauHuKax 20 ropogoB Utanun. YuutsiBaau Bo3pacT Je-
010Ta, TUIT IPUCTYIOB, TeUYCHNE, aHTUAIMIICTITUICCKIE
npernaparbl, ocooeHHoctr DI B 310l rpyne cpeaHuit
BO3pacT e010Ta IMPUCTYIIOB cocTaBMI 14,5 Mec, OCHOBHOI
THII TIPUCTYIOB — (hOKaJIbHBIC (MOTOPHBIC I ATUITNIHBIC
abcaHchl). Y 15 (68 %) nauyeHTOB 1-ii IprCTyI ObLI CITPO-
BOLIMPOBAH JIMXOPAAKOW, B HAJbHEMUIIEM y BCEX U3 HUX
oTMeuaJiach (peOpuIbHasI TTPOBOKALNS IPUCTYIIOB. Ade-
OpMIbHBIC TIPUCTYITHI Yallle BO3HUKAIM BCKOPE TOCIIE 3a-
ChIlaHUs. ATUTTMYHBIE A0CAHCHI COMPOBOXIAINCH TU(D-
¢y3HOI PUTMUYECKOI aKTUBHOCTBIO 2,5—3,5 Ii1 Ha DT,
VY 3 manneHToB OTMEYaINCh MUOKJIOHUYECKHE TIPUCTYITHI.
AHTHAIMIWIENITUICCKUE TIpeapaThl IMOIyJald BCe TallM-
eHTol. [Ipemaparsl Ha3HAYAIMCh MOCe 1-ro mpucTyma.
[IpucTynsl TpymHO IMOIIABAINUChH JCYCHUIO, M TOJBKO
vy 9 u3 22 manMeHTOB yaaa0Ch JOCTUTHYTh pemuccuu. OT-
MeueHa HanooJbias 3(p@eKTUBHOCTD BaJIbIIPOaTa — B MO-
HOTeparnuu u KoMOouHauuu [5].

BriBoabl. B HabmomaemMoit HaMu rpy1ine U3 4 mauveH-
TOB BO BCEX CJIy4yasx ObLIa BBIABICHA TeTEPO3UTOTHAS Je-
netus reHa ZEB2 de novo. Dnmmercust oTMeUaeTcs y BCex
nmanyeHToB. CpeaHuii Bo3pacT nebiora — 13 mec. Xapakrep
MIPUCTYTIOB B HAIIIEH TPYIITIE Y BCeX MAlIMeHTOB ObLT MIEH-
TUYHBIM ((hOKaJIbHBIC MOTOPHBIC IIPUCTYIIBI, ATUITUNIHBIC
abcaHcel). He oTMedeHo ciryyaeB pa3BUTHSI TOHMKO-KIIO-
HUYECKUX IIPUCTYIOB U SIIJICIITUIECKOTO cTaTyca. AHa-
ym3 DT 1mokasai, 4To ypoBeHb pa3BUTHS ObLT OOJiee BhI-
COKHMM Yy TTallMeHTa C MEHee BBIPAXXCHHBIM MHICKCOM
SMUACOTU(OOPMHOIN aKTUBHOCTU Ha DII, m HaobopoT,
y naluueHTa ¢ HauboJiee BbIpaXKeHHOM 3a1epKKOM pa3Bu-
THSI OTMEYAJICS BBICOKUI MHIIEKC SIMIIENTU()OPMHON aK-
TUBHOCTHU BO cHe. Haimm naHHBIe CBUIETEIBCTBYIOT O Ha-
JINIUYA KOMOMHMPOBAHHOTO M CUCTEMHOTO HapYIICHUSI
KOTHUTUBHBIX (DYHKIINI, TOBEICHUS M MOTOPUKH y 00-
CJIeMOBAaHHBIX MALIMEHTOB — JHIIeaTOoNaTUN Pa3BUTHUS
B COUETAHUM C SMUICTITUYECKOI dHIIedaToaTuei.

ArmunentudopMHas aKTUBHOCTD Y HAIIIMX MTAIlUEHTOB
¢ CMB B psize cnygaeB uMesia XxapakTep 100poKauyeCTBEeH-
HBIX SOUIeNTU(GOPMHBIX MaTTepHOB nercTBa (ADII)
(cm. puc. 5). laHHast aKTUBHOCTD BCTPEUACTCS Y 3TOPOBBIX
JIeTel IKOJIBHOTO BO3pacTa, IMpU OOJIBIIOM KOJIMYECTBE
3a00J1IeBaHUIl LICHTpaJbHONW HEPBHOM CUCTEMbI, a TaKXKe
MIPY Pa3IMYHBIX TEHETUYECKUX CMHAPOMAaX, KaK B coueTa-
HUM C AMWICTITUYECKUMU IPUCTYyIIaMU, TaK 1 0e3 HUX. Mbl
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Ta6muua 4. Ocobennocmu meuenus snusencuu y 4 nayuenmos ¢ cundpomom Mosama— Buascon, nabarodarowuxcs ¢ Hncmumyme

demckoii Heepo10cUU U snusencuu Um. Cesmumens JIyxu

Table 4. Characteristics of epilepsy in 4 patients with Mowat— Wilson syndrome treated at Sv. Luka’s Institute of Neurology and Epilepsy

Parameter Manifestation

3amemieHne OM03JIeKTPUIECKOM aKTUBHOCTH (HIDKE BO3PACTHO HOPMBI)
Slowing of bioelectric activity (below the age norm)

PernonansHas smmnenTrudopMHast aKTUBHOCTD B CTPYKTYPE PETMOHATBHOTO 3aMeIJICHUST
B IIPABOM U JIEBOM TEMEHHO-3aTbUIOYHO-3a{HEBUCOYHBIX OTAEJIaX
Regional epileptiform activity within regional slowing in the right and left parietal-occipital-posterior-
temporal areas
DeKTpo3HIIedhano-
rpamma MysTupernoHaIbHast SIS TH(GOPMHAS AKTUBHOCTD C aKIIEHTOM B JIOOHBIX OT/IeNIaxX (4TO
Electroencephalography ~COYETaJIOCh C U3MEHEHUSIMU I10 TaHHBIM MarHUTHO-PE30HAHCHOI ToMorpadun: Gpopkaib-
Hasl KOpTUKaJIbHasl AUCIUIa3us B 1 ciiyyae U areHe3usl MO30JIMCTOro Tesia B 1 cirydyae)
Multi-regional epileptiform activity with a focus in the frontal areas (which matched findings of magnetic
resonance imaging: focal cortical dysplasia in 1 case and agenesis of the corpus callosum in 1 case)

ITponoikeHHOE perMoHaIbHOE 3aMeUIEHHUE B MPaBO TEMEHHO-3aThLIOYHOM 001acTH,
OMOKIIUITUTATILHO
Continous regional slowing in the right parietooccipital area (bioccipital)

Hanuune
Presence
DNUIENTUIECKUE
®DoxkabHbIE MOTOPHbBIE BO BpEMsI HOYHOI'O CHa
TIPUCTYTIbI

. ’ X Focal i i ight sl
Epileptic seizures ocal motor seizures during night sleep

C bebpribHOIT MpOBOKALIUEH
Febrile seizures

BDddexkTrBHAS JleBeTupaiieram
Tepanus (3¢heKkTuB- Levetiracetam
HocTb 50 % u 6oee;

JIpyTHUe MpernapaThbl Tormpamar

He MPUMEHSIUCh)
Effective therapy (>50 %
effectiveness; no other
drugs have been used)

Topiramate

Banbnpoesas kuciaora
Valproic acid

Tabmuma 5. Daekmposnueanroepapuueckas xapaKmepucmuxka nayueHmos

Table 5. Electroencephalographic characteristics of patients

Patient

Background

Age St : Epileptiform activity
at electroencepha- Perlo?lc lreglonal
lograph slowing
POTsin
Hopma, nu3putMuyHa, ¢ anmM3oaamMu POTdex CPOdex
1 2 Tonma BuPOT BuCPO
2 years 3aMEJUICHITL . BiPOT "
Normal, dysrhythmic, with episodes of slowing BuFCT BiCPO
BiFCT
ECsin CPOdex
2 roga 4 Mec Hopwma, qu3putMuyHa CPOTsin CPOsin
2 years 4 months Normal, dysrhythmic CPOTdex buCPO
BiCPO
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Patient

Age
at electroencepha-
1 h

4 roma
4 years

7 net
7 years

9 et
9 years

1 rom 3 mec
1 year 3 months

4 2 roma 5 mMec
2 years 5 months

2 roma 11 mec
2 years 11 months

3roma 11 mec
3 years 11 months

CHILD

NEUROLOGY

Background

3amemieHue
Slowing

Hopwma, nuspurMudHa
Normal, dysrhythmic

3ameuieHre, IM3PUTMUYHA
Slowing, dysrhythmic

Hopma
Normal

Hopwma
Normal

Hopma
Normal

Hopwma
Normal

Hopwma, nuspurmuyHa
Normal, dysrhythmic

Periodic regional

slowing

FTdex
FCsin
buF
BiF
BuOPT
BiOPT

PTOsin
CPsin
FCsin
FCdex

FCsim
CPsin
FCdex
CPdex
BbuFCT
BiFCT

POdex
OTsin
buO
BiO

Fdex
Fsin

Tsin

Her
None

3

Oxonuarue maba. 5
End of table 5

Epileptiform activity

FCsin
POTsin
FCdex
CPdex =
OTPdex
BuOPT
BiOPT
OPsin
CPsin
FCsin
FCdex =
Odex
buO
BiO
Csin (ToMUHUPYET)
Csin (predominates)
PCsin
Fsin
CPdex
Fdex 30—40
Odex
BuFCPT
BiCPT
Hud
Dif
Fsin
buF 30
BiF

Fdex
Cdex
Fsin
Csin
buF
BiF
buO
BiO
Hud
Dif
Fdex
buCP —
BiCP
Her
None

Ilpumenanue. Sin buPOT — 6unapuemo-oxyunumo-memnopasvio; Dex buFCT — ougponmo-uenmpo-memnopanvho; F — n06nas
oonacmo; buCPO — 6uyenmpo-napuemo-oxkyunumanwvro, FC — r06n0-yenmpanvuas obaacms,; ugp — oughgysnuvie pazpadvr; FT —
N00H0-8ucouHas oonacmo; C — yenmpanvras oonacms; CP — yenmpanvro-memennas obnacmo; CPOT — uenmpanvHo-memenHo-3a-
molaouHo-8ucouHas oonacms,; O — 3amoirounas oonacms; OP — 3amoirouno-memennas oonacms; PO — memenno-3amuirounas
obnacmo,; OT — 3amwirouno-eucounas oonacmo;, POT — memenno-3amoinouno-eucounas oonacms, CPO — yenmpanvHo-memeHHo-

3amoinounas oonacms;, PTO — memenno-eucouno-3amoinounas ooracms, T — eucounas obracme.

Note. Sin BiPOT — biparieto-occipito-temporal; Dex BiFCT — bifronto-centro-temporal; F — frontal area; BiCPO — bicentro-parieto-occipital; FC —
frontocentral area; Dif — diffuse discharges; FT — frontotemporal area; C — central area; CP — centroparietal area; CPOT — central-parietal-occipital-
temporal area; O — occipital area; OP — occipitoparietal area; PO — parietooccipital area; OT — occipitotemporal area; POT — parietal-occipital-
temporal; CPO — central-parietal-occipital area; PTO — parietal-temporal-occipital; T — temporal area.
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Puc. 4. Ilayuenm 1, sospacm — 2 200a. Dnekmposnuedharoepamma, 600pcmeosanue: 0CHOBHAS. AKMUBHOCHb NO YACMOMHbIM XAPAKMEPUCIUKAM COOMBEeN1 -
cmeyem 803pacmy; Ha 3Mom (oHe pecucmpupyemcs OUPPy3Has 6CbLUKA 0eNbMA-80AH C 8KAIOYEHUEM OUIAMEPANbHO-ACUHXPOHHO20 OUGhhy3H020 paspsda
CNAiko8, KOMNACKCO8 NUK—BOAHA C AKUCHMOM 8 N0OHbBIX U UeHMPANbHO-MEMEHHbIX 0moenax

Fig. 4. Patient 1 (2 years old). Electroencephalogram during wakefulness: main activity is normal for this age in terms of its frequency. There is a diffuse burst of delta
waves with a bilateral asynchronous diffuse discharge of spikes, peak-and-wave complexes primarily originating from the frontal and centroparietal areas
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Puc. 5. Ilayuenm 2, 6o3pacm — 9 aem. Daekmposnueparoepamma: 3ameonerue 0CHOBHOI akmugnocmu 00 5 [U; peeucmpupyemcs: MyabmupeeuoHaIbHas
SNUNENMUDPOPMHASL AKMUBHOCI € NPeodAadanuem PUMMUHHbIX OUGPOHMANbHBIX pa3ps008. InurenmuopmrHas aKkmueHoCms 8 UeHMPANbHbIX OMOenax
coomeemcemeyem 000POKa4UecmeeHHbIM SNUAEHMUBOPMHBIM NRAMMEPHAM Oemcmea

Fig. 5. Patient 2 (9 years old). Electroencephalogram: slowing of the main activity to 5 Hz; multi-regional epileptiform activity with predominance of rhythmic
bifrontal discharges. Epileptiform activity in the central areas represented by benign epileptiform discharges of childhood
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MOKET YKa3bIBaTh HA BO3MOKHOCTH TOCTVDKEHMST PEMUCCHI
B TAJTbHEHIIIEM, a TAKKE TOMOTAET B BEIOOPE AHTUAIIJIEIITH-
YECKMX IPEIapaToB.

IpenmnoyiaraeM, 4To B JaHHOM ciaydae Haauume DT
SIBJISIIOTCS oTpaxkeHreM Teopun H. Doose o Hezpesiom Mo3re.
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